Indopmanist 3 MeAMYHOI FTeHETHKH ISl CTYIE€HTIB MeAUYHUX (PaKyJIbTETIB

TEMATUYHUA IMIJIAH HAKTUYHHUX 3AHATH

JUTSL CTYJIEHTIB S KypCcy MeIMYHUX (paKkyIbTETIB

MOJVYJIb 1. <MeauyHa reHeTHKAa»

3/

Tema

KinekicTs
TOAUH

[Ipeamer 1 3aBmaHHg MEIUYHOI TeHETUKH. POJb CragKOBOCTI B MATOJIOTIT
moaunu. Knacudikamis cnagkoBoi martosorii. OcoOaMBOCTI MpOSBIB
CIaJIKOBHX XBOPOO.

CemioTvKa 1 KJIIHIYHA JIarHOCTHKA CHAJKOBUX 3aXBOpioBaHb. KitiHiKO-
reHeaIoTiYHui Metoa. Tumu ycnaakyBaHHsS (ayTOCOMHO-TOMIHAHTHUH,
ayTOCOMHO-PEILECUBHUM, X- Ta V- 3YEIIEHUH,
MITOXOHpiaNbHUM). YPOMKEHI  Bagu  PO3BUTKY. Mopgo-reHeTHuHi
BapianTu. CHUCTEMHI CKEJNEeTHI quCILIasii.

3aranpHa XapaKTepuCTHKa MOHOTEHHOI maToiorii. CnaakoBi XxBopoOu
oOMiny (KJiHIKAa 1 TeHETHKa). XBOPOOHW aMiHOKHCIIOTHOTO OOMiHY.
XBopoOu o00MiHYy ByrieBoaiB. XBopoOW OinmipyObiHOBOro oOMiHY.
JlizocomHi xBopoOu HakonnueHHs. [lopymenns oOMiHy JimiaiB.

3arajgbHa XapaKTepPHCTUKAa MOHOTEHHOI martojorii. CrnaakoBi XBopoOu
oOMiHy (kiiHiKa 1 reHeTHKa). XBOPOOM aMiHOKHCIOTHOTO OOMIHY.
XBopoOu 0OMiIHY BYTJIEBOIIB. XBOpoOu OimipyOiHOBOTrO OOMIHY.
JlizocoMHi xBopoOu HakonuueHH. [lopymieHHss 0OMiHy JiTiiB.

Kiminika 1 reHetuka oxpemux (HopM MOHOTEHHHXXBOPOO. [IpuHImmm
TIaTHOCTHKY 1 JIKYBaHHS CIaIKOBUX XBOpPOO, peadimitarmii i coriaabHOI
ajarranii.

3aragbHa XapaKTEPUCTHKAa XPOMOCOMHUX XBopoO. Kiinika Ta
IiarHOCTHKA OCHOBHUX (opM XpomocoMHUX XBOopoO. CuHapomu,
MOB‘ sI3aH1 3 AHOMAITIsIMU CTAaTEBUX XPOMOCOM.

XpomocoMHi xBopoOu. CHHAPOMH, MOB‘s3aHI 3 AHOMAJIIIMH ayTOCOM.
MeTonu 11arHOCTUKU XPOMOCOMHOI MTAaTOJIOT 1.

ImyHoreneTuka.l'eHeTHUHI TOPYLIEHHS IMYHHOI CUCTEMU.

3aranpHa  XapaKTepUCTHUKAMITOXOHIpiadbHOI  marosorii.  Kiminika,
JIarHOCTHKA, JTIKyBaHHS.

10.

3aranpHa  XapaKTEpPUCTHKA MYJIbTU(AKTOPIATBHUX  3aXBOPIOBAHb.
BusHnaueHHS TeHETHYHOI CXMIIBHOCTI.3aX011 TPO(IIaKTUKH.

[TizcymKOBHU# TeCTOBUI KOHTPOJIb 3aCBOEHHS MOTYJIS

Bcenoro

20




Buan camocriiinoi po6otu cryaenriB (CPC) Ta ii koHTpoJIB
JUTSL CTYJIEHTIB S KypCcy MeIMYHUX (aKkyIbTETIB

MOAVJIb 1. dMenudHa reHeTHKa»

Ne KinbkicTh
TEMA Bua koHTpoOJIIO
3.10. rOUH
IloTounuii
) KOHTPOJIb Ha
1. [TigroToBKa 10 MPAaKTUYHUX 3aHSTH 6
MPAKTUIHUX
3aHSTTIX
5 CaMocTiifHe onpaioBaHHs TeM, SIKi HE BXOJISATh
| 710 TUIaHY ayJTMTOPHHUX 3aHSTh.
. . [TincymkoBuit
2.1 CucreMHi cKeleTH1 qucIuiasii. 1
KOHTPOJIb
IToTounwnii
29 [HauBITyabHO-AOCTI THUTIEKA caMoCTiliHa 1 KOHTPOJIb Ha
' poboTta cTyeHTa MPaKTHYHUX
3aHATTIX
[TinroToBKa A0 MiJICYMKOBOT'O KOHTPOJTIO 5
3aCBOEHHS MOJTYJISI
PA3OM 10

PEI'JIAMEHT ITPOBE/JIEHHS
MNIACYMKOBOI'O MOAYJBbHOI'O KOHTPOJIIO
MoaysiNel «MenuyHa reHeTHKA»

JJISL CTYIeHTIB 5 Kypcy MeanYHuX (pakyJabTeTiB
Ha 2012/13naBuanbumii pik

[TimcymMKOBHI MOTYJIBHUI KOHTPOJIb 3IHCHIOETHCS 10 3aBEPIICHHIO BUBUYCHHS HABYAJIBHOI
nporpamu Moy 1: «Menndaa reHeTHKa» 1 MPOBOAUTHCS HA OCTAHHBOMY 3aHSTTI MOMIYJIS.

Jlo miacyMKOBOTO MOIYJIBHOTO KOHTPOJIIO JOMYCKAIOThCS CTYIEHTH, SKI BiIBIAAIN YCl
nepeadavyeHi HaBYAIBHOIO MPOTPaMoI0 ayAMTOPHI HAaBUAIbHI 3aHATTS, Ta NMPH BUBUYEHHI MOMYIIS
HaOpaJii KiUTbKICTh OajiB, HE MEHITYy 3a MiHIManbHy. MiHIMalIbHA KIJIBKICTh OaJliB IS JOIYCKY JI0
I1ICyMKOBOT'O MOJIYJIbHOT'O KOHTPOJIIO CTaHOBUTH 60 OatiB.

CryneHty, SKMil 3 MOBaXXHUX MPUYMH MaB MPONYCKH HABUYAJIbHUX 3aHATh, BHOCSTHCA
KOPEKTUBHU JI0 1HAWBIAYaIbHOTO HABYAIBHOTO IUIAHY 1 JO3BOJISETHCS BiANPAIIOBATH aKaJIEMIdHY
3a00pPTOBaHICTh /10 IEBHOTO BU3HAYEHOTO TEPMIiHY.

MaxkcumanbHa KUIbKICTh 0amiB, sIKy MOXKe HaOpaTu CTYAEHT MPHU CKJIAJaHHI MiJCYMKOBOTO
MOAYJIBLHOTO KOHTpOst0, cTaHoBUTh 80 OamiB. IlimcymMKkoBHII MOIYIbHUN KpPEIUT BBAXKAETHCS
3apaxoBaHUM, SKIIO CTyOeHT HaOpaB Ha MeHie 60% Big MakcHManbHOI KITBKOCTI OamiB, IIO
cxianae 50 0anis.

HincymKoBHii MOAYJIbHHIT KOHTPOJIb CKJIAJAETHCA 3 IBOX OCHOBHHUX YACTHH:

1. TECTOBUM KOHTPOJIb,

2. BUpIIICHHS HE TUITOBKX (YCKJIAIHEHUX) 3a7a4.

Ilepma yacTuHa NiACYyMKOBOI0 MOAYJIBHOI0 KOHTPOJIIO.



(TecToBMii KOHTPOJIb)

3aBAaHHSMH TECTOBOTO KOHTPOJIO € KOHTPOJb 3HaHb Ta YMiHb CTYJIEHTIB 1 MiJTOTOBKA 0
CKJIaJJaHHs JIIEH31MHOT0 iHTerpoBaHoro icnuty «Kpok-2». TecroBuii KOHTpoabh BriIouae 30
TECTOBUX 3aBAaHb, 15 3 SKHX € KOHKPETHOI KIIIHIYHOIO CHTYaIli€l0, 3allUTaHHS 10 Hei Ta 5
BapiaHTIB BIiAMOBiNEH, 3 SKUX HEOOXimgHO BuOpatn 1 BipHy. 3amuTaHHS TECTOBUX 3aBIaHb
KOHTPOJIIOIOTh 3HAHHS MAaTOTeHe3y, KIIHIYHUX TMPOsBIB, MOKa3aHb Ta IPOTUNOKA3aHb IS
MPU3HAYCHHS KOperyrouoi Teparii, mpodiakTHKK HAPOHKEHHS JiTel 3 TeHETHYHOIO MaTOJIOTIEI0 1
B1I00paKal0Th HAaBUAJILHY Tporpamy 3 «MeaudHoi TeHETHKU» I CTYJEHTIB 5 Kypcy MEeIUYHUX
(baKynbTeTIB.

Tpusamicts TecTyBaHHs — SOXB.

Oyinto8anHs nepuioi YacmuHu ni0CyMK08020 MOOYIbHO20 KOHMPOIIO.
MakcumanbHa oiiHka 11poro eramy 50 6aniB
Jlpyra yacTuHa miICyMKOBOI0 MOIYJbHOT0 KOHTPOJIIO.
(ne TumoBi (ycKkJ1aaHeHi) 3axaui)

CryneHT NMOBHHEH OOIPYHTYBaTH IOCTABJICHUM MAalli€HTY JAiarHO3, 1HTEpPHpeTyBaTH JaHi
Ja00paTOPHHUX Ta IHCTPYMEHTAIBHUX METOIIB JOCTIIKEHD, TPU3HAYUTH J0JATKOBE OOCTEKEHHS Ta
BU3HAYUTU PEKOMEHAIII] 3 MPODITaKTHKH.

Oyintosants Opyeoi uacmuru nioCyMKo8020 MOOYIbHO2O KOHMPOIIO.

MaxkcumanbHa oliHka nporo eramy 30 Oais.

3arajbHuii 0aJ1 32 CKJIAJAHHSA MiJICYMKOBOI0-MOIYJbHOI0 KOHTPOJII0 BU3HAYAETHCS SIK
cyma OaJliB BCIiX CKJIaZOBUX YaCTUH IT1ICYMKOBOTO MOJIyJIbHOT'O KOHTPOJIIO.

3MICT ITIPOI'PAMUA

3micToBuii MoayJb 1. CnaakosicTs i marosoris. Pojb cnagkoBocTi B NaTOJIOTII JTHOAMHH.
IIponeaeBTHKA CIAAKOBOI MATOJIOTII.

Tema 1. IIpeomem i 3a60anns meouunoi cenemuxu. Ponv cnaokoeocmi ¢ namonozii nroounu.
Knacudgbikayia cnaokoeoi namonozii.

[Ipeamer 1 3aBmaHHs MEIWYHOI TEHETHUKHU. BITHOCHUH pICT KITBKOCTI CHAJAKOBUX XBOPOO:
MOy HHO-TEeHETHYH, eKOJIOT14HI, COLlIaTbHO-EKOHOMIYHI i nemorpadiuni
acriektu.Knacudikamis cmagkoBoi marosorii. Myrarii sk etionoriuni  ¢akropu. I'eHowmHi,
XpoMocoMHi ¥ reHHi Mmytauii. [lpuumnam wmytamiid. ®@i3uuHi, XimiuHi, Oi0JOTIYHI MyTareHH.
CroHTaHHMI 1 IHAYKOBaHUH MyTareHe3 (METOId BHBUYCHHS, OOJIKY H KOHTPOJIIO 32 MyTarecHHUMHU
eeKkTaMu aHTPOIIOTEXHOTCHHUX (DAaKTOPIB HABKOJHIIHBOTO cepefoBHIIa). JletanbHi edexTn
MmyTariii (IXHe 3HAYEHHS B MEPUHATAIBHIN, paHHIM TUTSIYIA CMEPTHOCTI, 3B'I30K 3 OE3MLIiAIIM,
MUMOBUIBHUM BUKHIHEM). Y3TOJKCHICTh XapakTepy MOPYIICHb 3 €TallaMd OHTOTEHE3y: raMeTo-,
emOpio- Ta ¢eromnaris.

[TnefioTponHicTh Aii reHIB 1 MHOKUHHUAN XapaKTep YpakKeHHs MPH CraKoBii marosorii. [lepBunHa
Ta BTOPHHHA IUIEHOTPOITiS y KIHINI CoaakoBuX xBopoO. KimiHiuHMI acmekT I1ureHoTpomii,
NOB'SI3aHUH 3 AU(epeHIIaTbHOIO A1arHOCTUKOI0 CHHIPOMAIIBHOT 1 HECUHPOMAJIbHOI aTOJIOTIi.

Tema 2. Cemiomuxa i KIiHIYHA OiAeHOCMUKA CHAOKOBUX 3aX680pio6aHb. Tunu ycnaoky8amHs
(aymocommno-oominanmuuit, aymocommno-peyecusnuil, X- ma Y- 3uennenuil, MimoxoHopianvHuil).
Ypoooiceni saou poszsumky. Mopghocenemuuni sapianmu.

CemioTuKa CIagKOBHUX 3aXBOproBaHb. OCOOMMBOCTI MPOSBIB CMAagKOBHX XBOpoO. CHaakoBiCTh 1
narorere3. Kniniyauii momimopdizm 1 MoauiKyrOUrii BIUIMB TEHOTHITY Ha MPOSIBU MATOJOTIYHOT
myTanii. CriagkoBi XBopoOH 3 mi3HIM mposiBoM. [IporpenieHTHHI XapakTep mnepediry. Y paxeHICTbh
pI3HMX OpraHiB Ta CHCTEM. TMOJICUCTEMHICTh ypaxeHHs.IIoHATTS cuHApOMY, acormiarlii,
nedopmarrii, rucruiasii.

Ponuna sk 00'€KT MEIMKO-TEHETHUYHOTO CIIOCTEPEKEHHS: HEOOXIAHICTh CIMEHHOIO MiJIXO0y.
KniniuHa 3HAYMMICTh SIBHIL HENOBHOIMEHETPAHTHOCTI Ta BapiallifHOI €KCIPECUBHOCTI y CTPYKTYpi
MPUYHH KIHIYHOT pi3HOMaHI THOCTIETI 0JIOTIYHO €AHHUX (POPM CIaJIKOBOI MATOJIOTI.



Tema 3. Cucmemni ckenemui oucniasii (07151 camocmiitHo200npayo8aHHsl).

[Ipupomxeni Ta cnagkoBi xBopoOu KicTska. Kiracudikarmisi CUCTEMHUX CKEJIETHUX IHUCIUIA3ii
(CCH): wmixknapomHa Ta MosekyisipHa. KiriHika, reHeTuka, JiarHocThka cuHapomy JKeHa,
niactpodiuHOimucmIasii,  axoHAporuIasii, HEAOCKOHAJIOrO  ocTeoreHesy, rimodocdarasii.
[IpenatansHa niarnoctuka CCJI. JlikyBaHHS.

3mMicToBH MOJTyNb 2. XPOMOCOMHI XBOPOOH

Tema 4. 3acanvha xapakmepucmuka XpoMOCOMHUX X60po6. Kninika ma Oiaenocmuxa oCHOSHUX
dopm xpomocomuux x6opo6. Cunopomu, nos' A3ami 3 AHOMANIAMU CMATNEBUX XPOMOCOM.

Kniniko-reHeanoriuauii Meroj, #Woro 3HadeHHs. CHHIPOMOJIOTIYHHE aHami3. MopdoreHeTnyHi
BapiaHTH pO3BHTKY (MiKpoaHOMayii, MIKPOO3HAKH, O3HaKM JH3eMOpioreHe3y), iX TeHe3,
MoCTHaTaIbHA Mo diKaIis.

Bagu po3BUTKY: MEpBHHHI Ta BTOPUHHI. [3071b0BaHi, CUCTEMHI Ta MHOXXMHHI NPUPOJDKEHI Baau
po3BuTKY. OcobmuBocTi ¢eHoTuny, crnenudivyHicTb CchekTpa MOpPGOTCHETHYHHX BapiaHTIB
PO3BHUTKY MU CIIAJKOBIH Ta BPOKEHIH MaTOIOT].

XpomocoMHuuii HaOip roAuHU. JIOHATTS PO KapioTHII.

AHoMaiii XpoMOCOMHOTO Habopy stoauHH. ETionoris W IIUTOreHeTHKa XPOMOCOMHHUX XBOpPOO.
Kiacudikarisi, eTionoris, maToreHe3 XpoMocoMHUX XBopoO. Crienndika maToreHe3y XpoMOCOMHUX
XBOpOO, 3aranbHi 3aKoHOMipHOCTI. (DeHonMTOreHEeTHYHI KOopeusuii. XpoMocoMHi abeparii Ta
reHoMHi Myraitii. YacTkoBi Tpucomii it Morocomii. [ToBHi it Mo3zaiuni popmu. Bik 6aTbkiB i yacroTa
XPOMOCOMHHUX XBOPOO y JiTeid. JletanbHi eh)eKTH XPOMOCOMHHX i FTCHOMHHMX MYyTalliil (CHOHTaHHHI
abopT, MEPTBOHAPOKEHHS, PAHHS TUTSYa CMEPTHICTB).

XpoMOCOMHI XBOpOOM, TOB's3aHI 3 KUIBKICHUMH 3MiHamu cTareBux XpomocoM (Cuuapomu
Tepuepa ta Knaitndensrepa, momicomii). Yacrora iX y momyssmii, KiaiHidHi (GopMH i BapiaHTH,
MaTOreHe3, THUIOBa KIIIHIYHA KapTWHA, MapakiiHigdl Ta Ja00paTOpPHI METOIU iarHOCTHKH,
JIIKYBaHHS, IPOTHO3, peallIiTallis, colliaabHa aanTaris.

Temab5.  XpomocomHi xBopobu. CuHIpPOMH, TOB‘s3aHI 3 aHOMATISIMH ayTocoM. MeTroau
JIarHOCTHKH 1 JIIKYBaHHS XpOMOCOMHUX XBOp0O, peabimiTamii i coliaibHOT aianTartii.

XpoMocOMHI XBOpOOH, MOB's3aHi 3 KigbKicHMMH 3MiHamu ayrocoMm (Cunapomu [layma, Ilaray,
EnBapnca). XpoMocoMHi XBOpOOH, MOB‘ si3aHi 31 CTPYKTYpHUMH aHOMalisiMu XpomocoMm (CuHIpoM
JlexxeHa - CHHAPOM «KpHUKY Kimku». Mikpozaeneriiiai cunapomu (Cunapom Binbsimca, Ipagepa-
Bimri, Amxrensmana). OmHOOaThKiBCHKigUCOMil. XpPOMOCOMHMU IMOpPUTHHT. JliarHOoCcTHMKa Ta
npodigakTiKa XpoMOCOMHUX XBOpo0. [lurorenernunuii meroxn. I[lokasanHs 10 NPOBEIACHHS.
Metox BU3Ha4YeHHs CTaTreBoro XxpomatuHy. IIpo- Ta wMmeradasHuMi aHagi3 XPOMOCOM.
dnyopecrieHTHa INSItUTIOpUAM3aIis.

3micToBui MOAYh 3. MOHOTEHHI XBOpOOH

Tema 6. 3acanvna xapakmepucmuxa morno2ennoi namonozii. Cnaokosi xeopoou oominy (Kuinixa i
cenemuka). Xeopoou amiHOKUCIOMHO20 O0OMIHY. Xeopoou obminy eyenesodis. Xeopobu
0inipy6in08020 00MiInYy. JlizocomHi x6opobu nakonuuenus. [lopyuenus oominy niniois.

3arajbHi MUTaHHS eTiojorii Ta MmaToreHedy MOHOTCHHHMX 3aXBOPIOBaHb. 3arajibHi MeEXaHi3MH
MaTOreHe3y MOHOTEHHUX CHagkoBUX XBopoO. Ilatorenes i1 ¢akTopu pH3UKY, acomiamis 3
MEHJICTIOIOYMMH O3HaKaMH 4u Mapkepamu.Kpurepii pi3HMX THIIB CHNagKyBaHHS. ayTOCOMHO-
JIOMIHAHTHOrO,  ayTOCOMHO-PEIIECUBHOTO,  X-34CIUIGHOTO  JAOMIHAHTHOTO,  X-3YCIUICHOTO
PELIECUBHOTO, TOJIAHIPUYHOT0, MITOXOH IpiaTbHOr0. DEHOMEH aHTHIIMIALL.



Tunu reHHuX Mytamniid. ['eHeTHYHAa TeTepOreHHICTh KIIHIYHO MOMIOHMX (OPM 3aXBOPIOBAHb.
Kniniuauii monimMopdism eTionorigHo €auHOi GOpMH 3aXBOPIOBAHHS. BapialliiiHa €KCIIPECHBHICTb.
[ToHATTS PO reHo-, GeHo- 1 HOPMOKOTTIi.

Knacudikamii MOHOreHHHX 3aXBOPIOBaHb. e€TiojoriuHa (FeHETHYHA), OPraHHO-CHCTEMHA,
MaTOrCHETHYHA.

XBopobu aminokucioTHoro oominy (PKY, cxema matorenesy). XBopobu 0inipyOiHOBOro 0OMiHY
(cuaapom XKumsOepa). XBopoOu 0O0MiHY BYIJICBOAIB (rajakTo3eMis,riiikoreHo3u). JlizocomHi
XBOpOOM HakomuueHHs (Mykomosicaxapumo3u). Ilopymends o6miny mimigiB. Cimeiina
rinepxosiectepuHemMis. Yacrora ix y momynsmii, kiaiHiuHI GopMu ¥ BapiaHTH, TUOH MYyTaIlii,
maToreHe3, THUIOBA KIiHIYHA KapTWHA, MapakiiHigdi Ta jJabopaTOpHI METOMW IiarHOCTHKH,
JKyBaHHS, MPOTHO3, peadiiiTallis, CoiaabHa alanTallis.

Tema 7. Kninixa i ecenemuxa oxpemux Gopm moHocenHux xgopob. Ilpunyunu oiacnocmuxu i
JIKYBAHHS CNAOKOBUX X80P00O, peabinimayii i coyianrbroi adanmayii.

CyuacHa kiacudikaiiisi, KOpOTKa XapaKTepUCTHKa TPy, TPYAHOIIl Kay3albHOI Kiacugikarii.
CxeMa maroreHes3y CriajJKoBUX XBOpoO 0OMiHY.

Kninika 1 reHeTuka OkpeMuXx (OpM MOHOT€HHUXXBOPOO 3 pI3HUMU THUIIAMH YCIAJAKyBaHHS
[TopyrmieHHs cCHHTE3y TOPMOHIB (BPOUKEHHH TIMOTHPEO3, apeHOreHITaabHINA cuHApoM). CHHAPOM
manbabcop6uii. Llemiakis. Myxkoicunno3. Cunnpom Mapdana. Cungpom  Enepca-/lannoca.
Cunapom ¢parigeaoi (mamkoi) X-xpomocomu. Yactora iX y momymsmii, KiTiHIYHI dopmu i
BapiaHTH, TUIM MYyTalild, MMaTOreHe3, TUIOBA KIIiHIYHA KapTUHA, MapakiiHiuHI Ta gabopaTopHi
METOJM IIarHOCTUKH, JIIKYBaHHsI, IPOTHO3, peadimiTallis, ComiaibHa aanTaiis.

MOXJIMBOCTI MOJIEKYJIIPHO-TEHETUYHUX METOMIB Y J1arHOCTHUII crajkoBUX XBopoO. [Tokazanus 1o
3aCTOCYBaHHSI MOJIEKYISPHO-TEHETUYHUX METOAIB Ta iX OOMexeHHs. 3HadyeHHS O10XIMIYHUX
METOMIB Yy JAIarHOCTHIII CHAaJKOBUX XBOpPOO oOMiHy. PiBHI 0i0XiMiuHOi J1arHOCTHKHU: MEPBUHHUN
MPOAYKT T'eHa, KJIITUHHUN PiBEHb, METa0O0JIITH B 010I0TIYHUX piTUHAX.

CuMrroMaTryHa 1 MaToreHeTHYHa Tepanis. [[puHIUM TaTOreHeTUYHOTO JIIKYBaHHS SIK OCHOBHOTO
METOAY Tepamil crmagkoBux XBopoO. ErtioTpomne mikyBaHHs. ['eHHO-IH)KEHEpHI MiIXOaW 0
JIKyBaHHS CHaaKoOBHX XBopoO.I'eHoTepamis depe3 coMaTwyHi KIITHHU (MPUHIMIIN, METOJH,
pe3yabTaTH).

3micToBU MOAYIH 4. MirtoxoHpiansHi XBOpoOU. XBOpOOHW 13 CITAJIKOBOIO CXHUJIBHICTIO.
[TonireHHi XBOPOOH.

Tema 8. 3acanvna xapaxmepucmuxa MimoxouopianipHoi namonoeii. Knuinika, Oiaenocmuxka,
JIKYBAHHA.

OcobnuBocti OymoBu MmiToxouapianeHoi JIHK. 3aranpHa XapakTepucTHKa MIiTOXOHJIpiabHOT
IaTOJIOTI]. Knacudikaris MITOXOH/IpiaTbHUXXBOP0O.MiTOXOHIpiaTbHA CHAIKOBICTH
MitoxoHpianeHi XBOpoOW,  3yMoBIeHI Myrtaimisimu wmitoxonapianbroi JIHK (c-m JleGepa).
XBopoOH, 3yMOBIICHI JenerismMu abo aymuikamismMu mitoxonapiaasHoi JIHK (kminika, reHeTwka,
miarHoctuka, Ttepamis cuHapoMiBKeprca-Ceiipa i Ilipcona). XBopoOH, 3yMOBIICHI TOYKOBUMH
mytamisma B renax 1-PHK (kminika, remerwka, miarHoctuka, tepamis cuaapomis  MERRF,
MELAS). MiroxonapianeHi XBopoOH, 3ymoBieHi Myramismu siaeproi JIHK. 3axBoproBaHHf,
MOB’ si3aH1 3 JAePeKTaMH TUXAIBHOTO JIAHITIOTA. 3arajibHI MPUHIMIK JIarHOCTUKH Ta JIIKYBaHHS
MITOXOHAPIaTbHOI MATOJIOTI].

Tema 9. 3acanvna xapakxmepucmuka My1bmMupaKmopHux 3ax60poeans. Busnauenns cenemuunoi
cxunbHocmi. 3axo0u npoghinakmuxu.

Ponbp cnamkoBux ¢akTopiB | (dakTopiB cepenoBHIa Y BUHHKHEHHI NOMIMPEHOI MaTOJOTii
HeiH(eKIIHOI eTiojorii. 3aragpHa XapaKTEPUCTHKA MYJIbTH(AKTOPHUX 3aXBOPIOBAHB. BHCOKa
gacToTa B MOMYJAIii; MPUPOAA CTATEBO-BIKOBUX PO3XOJKEHB, OCOOJMBOCTI MOIIMPEHHS TEHIB
CXWJIBHOCTI ¥ TTOIIMPEHICTh XBOPOO y POIMHAX.



[TonarTs mnpo cxuibHicTh. ['eHeTmuHuit momiMop¢ismM momynsniii. B3aemonis reHeTHYHOT
CXWJILHOCTI Ta crieliuiYHuX YMOB HABKOJHIITHHOTO CEPEIOBHIIA B PO3BUTKY 3aXBOPIOBaHb (HamaTH
cxemy). KoHkpeTHI MexaHi3Mu peai3ailii crajkoBoi CXHILHOCTI.

MoHoreHHO 00yMOBJIEHA CXHJIBHICTh. EKOTCHCTHYHA IMATOJIOris, (papMaKOreHEeTHYHI peakIlii,
npodeciiini XBOpoOu.

[TonireHHa CXUIBHICTH SK pE3yJabTAT B3a€EMO/III HealelbHUX TeHIB. [ eHeTHKa MynbTH(HAKTOPHUX
3aXBOPIOBAHb. TEPMIHOJIOTISI, TIOHATTA ¥ 3MicT. ['eHeanmoriyHuii, ONMM3HIOKOBUN 1 MOMYMISAIIHHO-
CTATUCTUYHUN METOIW y KIIHIYHOMY W TEHETHYHOMY aHaji3l MyJbTH(AKTOPHUX 3aXBOPIOBAHb.
OcobnuBocti 300py, Bepudikamii i iHTepmperaunii iHdopmarii. 3anexHICTh CTYNEHS PUBHKY
PO3BHUTKY MYJIbTH()AKTOPHUX 3aXBOPIOBAHb Bijl CTYIIECHS CIIOPITHEHHS 3 TPOOAHIOM, TSHKKOCTI HOTO
CTaHy, craTinmpoOaH/a, MOMYJSHIWHOI YacTOTH, XapakTepy poOotu ¥ ymMoB kutTTs. Tabmwii
EMITIPUIHOTO pU3UKY. Mapkepu cXuiabHOCTI. DaKTOpH MiIBUIIIEHOTO PU3HKY.

Onxorerernyni curapomu (OI'C). BusnauenHs mousTts. Etionmoris ta nacudikaiis. CriagkoBo
obymonieHi (opmu Heomnasii. Mexanizm po3BuUTKY OI'C, 0cOOMMBOCTI MyXJIMHHOTO POCTY.
[Insxu monepepKeHHs Ta TaKTUKa BefeHHs mamieHTiB mpu OI'C.

3microBuit Moayss 5. [IpodinakTrka cnagkoBoi maToorii. MeanKo-reHeTuYHe KOHCYJIBTYBaHHS Ta
MpeHaTajgbHa iarHOCTHUKA

Tema 10. Ilpoginakmuka cnadkogoi ma 6podacenoi namonozii. Meouko-eenemuune
KoHcynomysanns. Ilpenamanvha diacnocmura. CKpunyoui npocpamu.

Etniuni, reorpadiuni, comiaibHi (aKTOpH, M0 OOYMOBIIOIOTH PO3XOKEHHS B IMOIIUPEHOCTI
craIkoBoi maTosiorii. ['eneTrKo-aeMorpadiuHimpoecy i MOMMUPEHiCThCIAAKOBHX XBOPOO.
BununpodinakTHKUCTIaIKOBUX XBOpPOO: NEPBUHHA, BTOpHHHA 1
TperuHHanpodinakTrka. PiBHIIpo)iTaKTHKH: MperaMeTHYHUiN, Npe3irOTHYHUN, NpeHaTaabHHH i
MOCTHATAILHUIA. dopmMuUmpohiTaKTHIHUX3aXO/TIB: MEIMKO-TeHETUYHEKOHC YT TYBaHHS;
MpeHaTaIbHAAIarHOCTHKA, MacOBINPOCIO0Y1 mporpamMu; 'TEHETHYHA" IHUCIIaHCepU3allis
HaceleHHs  (PericTpH);  OXOpOHAa  HABKOJIMIIHBOTO  CEpPElOBHINA W KOHTPOJb 34
MyTareHHICTIo(haKTOpiBCEPEIOBHIIA.

Menuko-reHernyne KoHcyiabTyBaHHs (MI'K). 3aBmanns MI'K i mokaszaHHsS 10 TpOBEICHHS.
['eHeTHYHUI PU3HK, CTYINEHI PU3UKY. [IpUHIMIN OIIHKA T€HECTHYHOTO PU3HKY MPH MOHOTEHHIH,
XPOMOCOMHIH 1 MynbTU(aKkTopianbHiii matonorii. Oprasizaiis MEIMKO-TeHETHYHOI CIYXOH B
VYkpaini. Icropiss po3BUTKY J0pOAOBOI JiarHOCTHKU. IIpeHaTanpbHa JMiarHOCTHKA SK METOJ
npodinaktuku.HelHBa3uBHI METOAM NpPEHATAIBHOI MiarHOCTUKU. YIIBTPa3BYKOBE JIOCIIKECHHS
Busnauenns piBus 6ioxiMiuaux MapkepiB (ADII, xopioHIYHOrOroHaOTPOMIHY Ta iH.) Y CHpOBATII
KpOBi BariTHHX. |HBa3uBHI Meronau. MeToau oOJepKaHHS IUIOJOBOrO MaTepialy: XOpioH- i
IaneHTooioncis, amuio- i KopmoreHTe3. Iloka3aHHs, TEpMiHH, MPOTUIIOKA3AHHS 1 MOYKIJIMBI
yCKJIaAHEeHHs. JICOHTONOTIYHI Ta €THUYHI MHUTAHHS, 1[0 BUHUKAIOTh MPU MPOBEICHHI JOMOJIOrOBOT
niarHoctuku.IIpociroroui mporpamu. CytHicTs iporpam. [IpuHnumm Bigdbopy HO30O0TTUHUX (BopM,
IO TiUIATaloTh MPOCIIOYIHIOKIIHIYHIA JiarHOCTHII. XapaKTepHCTHKa OCHOBHHX IIpOrpam
TarHOCTUKU  (DEHINKETOHYPIl, MPHPOKEHOTO TIMOTHPEO3y, aaPEHOTCHITAIBHOIO CHHAPOMY.
JliarHOCTHKA TeTePO3UTOTHUX CTaHIB Yy TPyMax BHUCOKOIO TEHETHMYHOTO PHU3UKYy. JleoHTOsOTIUHI
MUTAHHSI TPOCI FOIOUYHX MPOTPaM.

1TiocymKosuti MOOYIbHUL KOHMPOTLL

3aTBep/PKEHO HA METOIMYHOMY 3acigaHHi kapeapu “ 27 " ciunsa " 2016p. [Tpotokom Ne 12

3aB. kadenpu

npodecop, A.Me/.H. ‘ W Kypuenko A.L



METOAUYHA PO3POBKA
IMPAKTUYHOI'O 3AHATTA

MOIYJIb 1. MenuuHna reHeTHKa.

3MICTOBHUM MOAVYJb 1.OcHoBu Mennunoi renetuku. MI'K.

TEMA 3AHSATTS Nel: Menuko-renetnune koHcynbryBanHs (MI'K): ocHOBHI 3aB1aHHs
MTI'K, npyuHUIMNH po3paxyHKy F€HETUYHOTO PU3UKY. METOAN MEIUYHOI T€HETUKH.

I. HAYKOBO-METOAUYHE OBI'PYHTYBAHHSI TEMM. BpaxoByrouu, 1o
OUTBIIICTh MPUPOKEHOT, B T.4. CIIAJKOBOI MATOJIOTI] Ma€e TSHKKHI Ta MPOrpedieHTHHIA Tiepeoir, a ii
JIKYBaHHS HE 3aBXAM € ¢()EKTHBHUM, OIHIEIO0 3 MOKJIMBOCTI Ha CHOTOJIHI 3MEHIIUTH MEIUYHUH 1
comianbHui “BaHTax” 1i€i maTtojorii € mupoke BHpoBamkeHHs MIK, ske ciayrye He TimbKu
JTIarHOCTHYHUM, a i PO UTAKTUIHUM 3aX0/1aM.

MI'K BigHOCHUTBCS [0 CTIeliali30BaHOI MEIUYHOI JOTIOMOTH, € 11 HAWITOIMPEHIIIINM BHIOM 1
MPOIIECOM, B Pe3yJbTaTi SKOTO XBOPi a00 iX poawdi 3 PU3UKOM YH IMJ03POI0 Ha CIAJKOBE
3aXBOPIOBAHHS OJICPXKYIOTh BIiJJOMOCTI IIIOJI0 HACHIJIKIB XBOpPoOHM (CHHApPOMY), HMOBIPHOCTI ii
PO3BHUTKY a00 yCIaKyBaHHs, METO/IB 11 IOTMIEPEIKEHHS Ta JIIKYBaHHS.

B kpaini ¢yHKIlOHye Mepeka MEIUKO-TeHETHYHUX 3aKJIaAiB y BUIIIAAI pallOHHHX Ta
MDKpaHOHHUX  TEHETHYHHX  KaOiHeTiB, OOJJACHUX  MEJMKO-TEHETUYHUX  KOHCYIbTAIliH,
cneuianizoanux MI'Ll, meHTpiB mnpenaranbHoi niarHocTuku Ta iHmMX. MI'K npoBogutbes
JKapeM-T€HETUKOM, SIKUHA OTPUMaB JIOJaTKOBO JI0 3arajbHOI MEJOCBITH CIIEHiali3alliio 3 MEIUYHOT
TCHETHKH, 1 SKUHA 3a JOTOMOTrOI0 PI3HUX METOMIB, K I'€HETUYHUX TaK 1 3arajlbHO-NIPHHHATHX
MPOBOJIUTH JIarHOCTUKY IIJIOTO PsAy MAaTONOTIYHUX CTaHIB, B T.4. CHHApoMalnbHHX (GopMm. Ha
ChOTOJIHI onrcaHo Ounbiie 6 Tuc. cnaakoBux i BpomkeHux Gopm (Karanor Mak-Kerocuka).

II. HABYAJIBHA META:

2.1.Cmyoenm nosunen 3namu.

- 3apaui MT'K;

- MPUHIIMITA OPTaHi3allii MeIUKO-TeHETUIHOI IONMTOMOTH HACEICHHIO YKpaiHu;

- NPUHLMIM BiJHECEHHS I1HIWBIAY A0 TPYNU IMiJBUILEHOTO PH3UKY I0 KOHKPETHOMY
3aXBOPIOBAHHIO;

- IPUHITUITH, €TaH Ta 3MIiCT MEANKO-TEHETHYHOTO KOHCYIbTYBaHHS,

- IOKa3aHHsI JIJIsl HAIIPaBJICHHS XBOPOT0 Ha MEUKO-TEHETHYHE KOHCYIbTYBAHHS;

- MPUHIUOUN Ta METOAM MPEHATAIBHOI JIarHOCTUKHM CIAJKOBUX Ta YPOIKEHUX
3aXBOPIOBaHb;

2.2.Cmyoenm nogunen emimu.

- 3aMi03pUTH 1 HanpaBuTH narieaTa Ha MI'K;

- O3HAMOMUTHUCS Ta MIATOTYBAaTH HEOOXiMHY MJOKyMeHTamito s mnpoBeneHHs MI'K,
JIOTIOMOT'TH CiM'T B Tipuiiomi pimenns micist MI'K;

- MPOBOIUTH TPOGITAKTUYHI 3aXOIH, CIPSMOBAHI Ha TOMEPEKEHHS CIAaJKOBHX Ta
BPO/DKEHUX XBOpPOO, Ha 3HUKEHHS YacTOTH IIMPOKO PO3MOBCIOHKEHUX 3aXBOPIOBAaHb
MYJIbTH()AKTOPIATBHOI TPUPOJIH.

2.3.Cmyoenm nosuneHn onamyeamu NPAKmMUYHUMU HABUYKAMU | 6MIMU.

- BigiOpaTM 3 KOHTHHICHTY XBOpHUX o0cCi0, 1[0 TOTpPeOyIoTh MEAUKO-TEeHETUYHOTO
KOHCYJIbTYBaHHS;

- oncaru heHoTHN npodaHaa;

- BUSIBUTH OCI0 3 MIJIBUIIEHUM PU3MKOM BUHUKHEHHS MOHOTE€HHO1 MTATOJIOT1;

- BUSIBUTH OCi0 3 MiABUILEHUM PU3HUKOM MYJIbTU()AKTOPIaTbHOT MaTOJIOTIT;

- BUSIBUTH XBOPHUX, 110 MOTPEOYIOTh HIUTOT€HETUYHOIO OOCTEKEHHS;

- po3paxyBaTy T€HETHYHHUI PU3UK Y KOKHUI KOHKPETHIN CUTYaIlii;

III. BUXOBHA META:



- chopMyBaTH y CTYACHTIB OCHOBHI YSBJIEHHS MpPO BaXIUBICTh JOTPUMYBAaHHS MPUHLUIIB
NneoHToNoTii Ta Jikapchkoi eruku Tpu MI'K xBopoi nuTWHM, TNpOBEACHHI JiKYBaJbHO-
IIarHOCTUYHUX MaHInysnid (3 ypaxyBaHHSIM XapakTepy 3aXxBOPIOBaHHS, I1HAWBIAyaJbHUX
OCOOIMBOCTEH MarfieHTa, CTYNEeHS HOro I1HTEIEeKTYalbHOTO PO3BUTKY, PIBHS KYJIbTYpH, BIKOBHX
0COOJIMBOCTEH Ta iH.);

- TMPOTATOM 3aHATTS BUKIALad 3000B’s3aHUN BUXOBYBATH CTYACHTIB CBOIM BMIHHSM IIIOJO
BUKOPHUCTAHHS CHENU(IYHUX, B T.4. IICUXOJIOTIYHUX METOMIB miJ yac mpoBeaeHHs MI'K 3 camum
npoOaHIOM Ta WiICHAMH HOTO POAMHHU, POIUYAMH, MiATBEPIKYIOUM Ha BIACHOMY NPHUKIAII, IO
JICOHTOJIOTSI € HEB1Jl EMHOIO YaCTUHOIO MOPAIIbHO-ETHUHUX HOPM Tnpodecii Jiikapsi.

V. MDKITPEAMETHA IHTEI'PALLISA:

Ha3Ba nonepeaHix OTpuMaHi HAaBUKHU

TUCHHUILTIHA
1. Amnaromis 3HaTH aHATOMIYHI OCOOJIMBOCTI IJI0/1a Ta iT€H PAHHBOTO BIKY.
2. Hopmanpha Em6piorenes.
¢izionoris ®i3i050Ti4HI 0COOIMBOCTI TUTAYOTO OPraHi3My.
3. Ticronoris [{uTonoriudi ocHOBH criagkoBocTi. EpexTn xpoMocoMHUX aHOMAaTii
4. bionoris B OHTOTCHE3I.
5. Ximig 3akouu MeHes.
6. Ilarodizionoris BrnactuBoCTi HYKIJIETHOBUX KHCIIOT.
7. IlpomeneBTHka OOMIH pEevYOBHH Ta CHEPTii.

TUTSIAX XBOPOO

[TaTorenes cnaakoBUX XBOPOO, X KiIacuikarlis.

dopMyITIOBaTH J11arHO3 3T1HO KiIacudiKarlii.

OOCTEKUTH XBOPOTO HA BUSBJICHHS CIIaIKOBOT MATOJIOTI].

Po3smizHaBatu 3arajabHi MIPOSIBU CHaaKoOBOI IaTOJIOTI].
JiarHocTyBaTu BpoKeHi MOp(OreHeTUYHI BapiaHTH,
3i0pati aHaMHECTMYHI JaHI 1 TeHealoriyHy iH(opMaIliio,

IpoaHaji3yBaT O3HAKH XBOPOOH UM CUHAPOMY B CIM'T.

V. INIAH TA OPTAHIBAIIMHA CTPYKTYPA IPAKTUYHOI'O 3AHATTSIL:

N OcHoBHi eTanu Ta iX 3MicT Po3noain Buau koHTpoOIIO HagpyanbHo-

n/n yacy Ta METOIUYHE

piBHi 3a0e3neYeHHs
3aCBOEHHS

1. | IlizroroBuuii erar: 15% @®ponTankHe onuty- | OOnagHAHHS,

1.1 | OpranizaniiiHi TUTaHHS L=II-1I1 Banus, Ttectu II-1II | migpyunukw,

1.2 | ®opmyBaHHS MOTHBAIlii piBusa, 3amaui II-1II | mociOHMKH,

1.3 | -KOHTPOIb MOYATKOBOTO PiBHS piBHA, 2-3 XBOPHX | METOAMMHI
HIATOTOBKK (CTaHAapTU30BaHi CTallloHapy 31| pexoMeHaantl,
METOJIH KOHTPOJTIO) CIa/IKOBOIO pe3yabTaTu

2. | OcHOBHHI eTar: 65% ITaTOJIOTIEIO. __ .| 3araibHO-
DopMyBaHHs npodeciitamx L=III TCKCT.OBI CHTYaUiHHI | KITiHIYHUX Ta
BMIHE Ta HABIUOK: 3a/1adi,  MaTepiay | MapaKTiHiIHIX
a) TIpn OGCTEXEHHI XBODOTO 3arajlbHO-KIIHIYHUX | METO/IB
pO3Mi3HABATH HpOSBH Ta  MapaKIiHIYHAX 0OCTEXEHHS
CIIaIKOBOT MaTOJOrIT; METOM1B 06.CTe>KeH'.

JIarHOCTYyBaTH  NPUPOKEH1 i, R
Ba/IM PO3BUTKY Ta MPHUPOJKEHI 3aco6g. .
MOp(OreHeTHYHI BapiaHTH; TuuBiyanbHui
BOJIOMITH TEPMIHOJIOTIEI0 TIPU KOHTpOIIE  MpaKTH-
OTNKCYBaHHI denoTHy HUX ~ HaBMHOK — Ta
CIMAJKOBOI MATOJIOTI; 30MpaTh pE3YJIBTATIE  Kypalill




TeHEeaJIOTIYHY iH(hopMmaIlito; TEMAaTUYHUX XBOPUX.

CKJIaJIJaTH POJIOBiZ, 300paxkaTu Bupimenns

fioro rpadiuHO 3a JOMOMOIOIO KIIHIYHUX  TEKCTO-
CTAaHJAPTHUX CHMBOJIIB, BMITH BUX 3aBaaHb. Halip
MpoaHaTi3yBaTH pOIIOBI, TECTOBHUX 3aBIaHb Ta
BCTAHOBUTH THII €TaJIOH! BIAIOBIIEH.
yCHaJKyBaHHS, BMITH

BiiOpaTd 3  KOHTUHTEHTY
XBOpUX 0Ci0, MO MOTPeOyIOTh
MEIMKO-T€HETHYHOIO
KOHCYJIbTYBaHHS; BMITH
BUSIBUTH O0CIO 3 MIJBUIIEHUM
pHU3HKOM BUHUKHEHHS
MOHOTE€HHOI IT1aTOJIOrii, BMITH
BUSBUTA 0CIO 3 IIJBUIIEHUM
PHU3HKOM
MyJIbTH(AKTOpPIaTBHOT
maroyiorii, BMITH  BHUSBUTH
XBOpHX, IO  TMOTPEOYIOTH

[IUTOT€HETHYHOTO

00CTEXKEHHS, BMITH
po3paxyBaTu T€HETUYHUI
PU3UK Yy KOXXHUH KOHKpPETHiH
CUTYyaIlii; BMITH  BUOpaTH
JOLIJIBHAI METOL

NpEHATAbHOI JIarHOCTUKU Y
KOKHI KOHKPETHIN CUTYaIlii,
0)00roBOpeHHsT  pe3yJIbTaTiB
Kyparlii;

B)BHUPIIIICHHS CUTYaIIHHUX
KJIIHIYHUX 3a7a4

3. | 3axiro4Hui eTar: 20%

3.1 | KoHTponb KiHIIEBOTO piBHSA L= II-III
[T ATOTOBKH

3.2 | MoruBOBaHa 3arajibHa OIL[IHKA
HaBYaJILHOI IISUTBHOCTI
CTYJCHTa

3.3 | [npopmyBaHHS CTYACHTIB TIPO
TCMY HACTYIMTHOI'O 3aHATTS

5.2.1.ITiocomoeuuii eman:

Ha nouatky 3aHATTS BHKJIaZay 3HAHOMUTH CTYJCHTIB 3 OCHOBHUMH 3aBJaHHAMHU 3aHATTH,
wiaHoM. /[l KOHTPOJIO BHXIJHOTO PIiBHSA 3HAHb CTYJICHTIB KOXKHOMY 3 HHUX IPOIOHYETHCS
BUPIIIUTH TUIIOBE MUTAHHS 3 MOCTAHOBKOIO JIIarHO3y — MO>KHA BUKOPUCTATU CUTYAIIHI KIIIHIYHI
3amadi.

5.2.2.0cnoénuii eman:

VY4acTh CTYACHTIB B OLIHLI (EHOTUIlYy, CKJIAJAaHHS pOJOBiNY, BH3HAUCHHS METO/IB
nmiarHoctuku Mg yac MI'K, mig xoHTposnem Bukiagada. J[is OIIHKM TPaBHIIBHOCTI OOCTEKEHHS
MOCTIHO 3aTy4al0ThCs 1HI CTY/ACHTH.

PED®EPAT
MI'K gionocumubca 0o cneuianizoeanoi meouunoi oonomozu, € i HAUTOMIUPEHIITUM
BUJIOM 1 MPOLIECOM, B PE3YJIbTaTi SKOTO XBOpPi 200 iX poAMYi 3 PU3MKOM UM MiI03pOI0 Ha CIIAJKOBE



3aXBOPIOBAHHS OJICPXKYIOTh BIiJJOMOCTI IIIOJI0 HACHIAKIB XBOpPoOM (CHHApPOMY), HMOBIPHOCTI ii
PO3BHUTKY a00 yCITaIKyBaHHs, METO/IB 11 IOTMIEPEIKEHHS Ta JIIKYBaHHS.

Ocnoenum 3aso0annuam MI'K - € HamanHs kBamiiKOBaHOT MEIUKO-TEHETUYHOI IOTIOMOTH
CiM'sM, K1 OOTSDKCHI CIaJKOBMMH XBOPOOAMHM, MOTEPEHKCHHS 3'SIBICHHS XBOPOi TUTHHU CEpe
MMOTOMCTBA.

Hpunyunu MI'K:

- TpIOPUTETHICTH CAMOCTIMHOTO pillieHHs Mpo OaHma;

- OTpUMAaHHs BUYEPITHOI 1H(OpMaIlii BijI JiKaps-TeHETHKA;

- BWINA Mipa KOH(]1IEeHIIaTbHOCTI.

OcHO6HI 3a0a4i MEOUKO-2EHEMUUHO20 KOHCYIbMY6anHs. 1) KOHTPOIIb 3a SIKICTIO MOTOYHOT
peectpanii ypomKEHHX BajJ PO3BHTKY B MOJOrOBHX OyIMHKax; 2) ydacTh B aHaji3l BHIIQJIKIB
MEPUHATAIBHOI 1 IUTAY0T CMEPTHOCTI; 3) OpraHisalfisi MpoOBEJICHHS MACOBUX CKPHHYIOUHX IPOTrpaM
[0 BUSBJICHHIO CIIAJKOBOI MATOJIOTii B HOBOHAPOJDKEHUX Y TOJOrOBUX OYAMHKAxX 1 MOBiJOMJICHHS
paiioHHMX, MibKpaioHHuUX 1 oOmacaux KMMI' mpo pesyabTatd CKpuHiHTY; 4) OioXiMiuHUI
KOHTPOJIb 32 €(EeKTUBHICTIO JiKyBaHHSA XBopuX 13 @KV 1 IHIIMMH CIAJAKOBUMHU MOPYUICHHAMHU
oOMiHy pe4yoBHH; 5) mpomaraHga MEAWKO-TEHCTHYHHMX 3HAHb Cepell MEAWYHHMX POOITHHUKIB i
HaceleHHs; 6) MiAroTyBaHHs KaApiB MO MEOWYHIM TEHEeTUIl i PalilOHHUX, MDKpPAOHHUX 1
obnacaux KKMI'.

Ocnognumu cknadosumu MI'K €.

- BCTaHOBJICHHS J1arHO3Y;

- BU3HAYCHHS TUITY YCIAJKyBaHHS MaTOJIOTIi;

- OIIHKa TEHETUYHOTO0 pPHU3HKY, fAKa TOTpeOye TMpOBEJIEHHS aHalizy pOa0OBOAY 1

HEOOX1THOTO OOCTEKEHHS WICHIB POJIUHY,

- BU3HAYCHHS METOJIIB JIIKYBaHHS Ta MPODIIaKTUKH;

- HajgaHHs 1HGOpMAIIii 00 3MEHIIEHHS TeHETUYHOTO PU3HKY IS CHOCIB Ta MOTOMKIB,;

- Hama"HsA 1HGopMmarii Ta AOOPO3WWIMBE KOHCYJIBTYBaHHS 3 0ararbox IHTAaHb SK

MEJIMYHOTO TaK 1 HEMEUYIHOTO XapaKTepy;
- JIOCTYIHICTh TPUBAJIUX KOHTAKTIB 3 MPOOaHIOM, B T.4. TUCIAHCEPHOTO HATJISTY 0Ci0, K
XBOPUX, TaK 1 TUX, IO MiJIATAIOTh PU3HKY.

Buoinarome nacmynni éuou MI'K:

- TPOCHEKTHBHE KOHCYJIbTYBaHHS — HalOUIbl edeKkTuBHUI MeToN NPOPiIaKTUKU

BPOKEHOI 1 /a0 cmaaKoBOT1 MATONOTNl, MPH SKOMY PH3HK HAPOKEHHS XBOPOI JUTHHHU

BU3HAYAETHCSA LIE A0 11 IUIaHYBAaHHS Y¥ HAPOKCHHS,

- PETPOCIEKTUBHE KOHCYJIbTYBAHHS — 1€ KOHCYJbTYBaHHS BIIHOCHO 3J0POB’Sl HACTYMHHX

HAII[A IKIB ITiCIIS TOSIBU XBOPO1 IUTUHU B CiM' 1.

1. Ocnoeénumu noxkazannuamu 00 MI'K € nasgnicmey:

- B CiM’1 BUTIQJIKy BCTAHOBJICHOI CIIaIKOBOI MATOJIOTIT UM ITiI03PH Ha HeT,

-y IUTHHU 130J1bOBAHOT YW MHOKUHHOI Bail PO3BUTKY;

-3aTpUMKHU (i3UYHOTO 1/a00 CTaTOKIHETHYHOTO, IICHXOMOBHOTO, PO3YMOBOI'O PO3BUTKY Y
[aIicHTa;

-MyJIbTHU(AKTOPHOI MATOJIOTii y 0ci0 pi3HOTO BIKY;

-KPOBHOCTIOPITHEHOTO NITI0O0Y B POJIMHI;

-IIPUPOKEHOTO MOPYIICHHS CIyXy /200 30py y IiTel, 0COOIMBO, Y BUIAAKY OETHAHHS 3
PO3YMOBOIO BiJICTAJICTIO;

-y IUTUHU HEBPOJIOTIYHOI CAMITOMATUKH 1 CYJJOMHOTO CHHAPOMY He3’ ICOBAHOTO TEHE3Y;
-CMaIKOBUX MOPYIIIEHb OOMIHY YH IT1/103pY Ha HUX;

-y 0Cci06 XpOMOCOMHO{ MATOJIOT1] UM MiJ03pH HA TaKy;

-y MOAPY)XHBOI Mapu pPENpOAYKTUBHHX BTpaT (CaMOBIIBHOTO BHUKHIHIO, 3aBMEpJIOi
BariTHOCTi, MEPTBO HApPO/UKEHHS, pPaHHBOI HEOHATAIBHOI CMEPTHOCTi, TNEPBHHHOTO
HETUTIIIA).

[Ipoeaennss MI'K nokazaHo Takox Jisi:

- TOJAPYXKS, IO IJIAHYIOTh BariTHICTH,

- XIHOK BikoM 35 pokiB i1 Ouiblie, 40oi0OBiKiB — 45 pokiB 1 OuIblIe 3 METOIO MPOTHO3Y

3I0pPOB’ 1 Y HAIIA/IKiB;



- BariTHOI XIHKH B TePMiHi BariTHOCTI 3 8-9 THKHIB HE3aJIEKHO BiJ BIKY;

- JKIHOK 3 IEPBUHHOIO aMEHOPEEIO;

- HociiB iHpekii, y T.u. TORCHxommiekcy;

- 0ci0, skl MaroTh MpodeciiHy MKIUTUBICTh a00 MIKIIJINBI 3BUYKH,

- oci0, ki mnepeOyBalOTh TiJ [I€I0 HECHPUATIMBUX (AKTOPIB HABKOJIMUIIHHOTO

CepeIOBHIIIA.

l'eneTnunuil pu3uk - 1€ WMOBIPHICTH TMOSBH INEBHOI CMAIKOBOI MATOJIOTIi y TOTO, XTO
3BEPHYBCS 3a KOHCYJIbTAIli€l0 ab0 B HoOro HamanakiB. BiH BH3HAYAE€THCS MIISXOM PO3PaxXyHKIB,
OCHOBaHUX HA T'€HETUYHUX 3aKOHOMIPHOCTSX, 200 3 JOMOMOTOI0 EMIIPUYHUX JaHUX. | eHeTHIHUN
pu3uK 10 5% OIMIHIOETHCA SIK HU3BKHM 1 HE BBAXKAETHCSI MPOTUIIOKA3aHHSAM JI0 JITOHAPOHKCHHS B
naniil cim'i. Pusuk Bixm 6 no 20% npuitHATO BBa)kaTh CepeliHIM, B I[bOMY BHITAIKy PEKOMEHJAIl]
BIIHOCHO TIJITaHYBaHHS MOJAJIBIIINX BariTHOCTEH 3ajie)aTh HE JIUIIIE BiJl BEIMUYMHU PU3HKY, aJle 1 BiJ
BXKOCTI MEIMYHUX Ta COI[IAJIbHUX HACIIJKIB KOHKPETHOTO CIAJKOBOTO 3aXBOPIOBAaHHS, a TaKOX
B MOJIMBOCTI TIpEHATANBHOI JiarHOCTUKH. SIKmo reHeTwuyHmi pu3uk mnepesuirye 20% - e
BUCOKHUHI T€HETUYHUN PU3HK.

Ilpunyunu po3paxynky cenemuunozo pusuxy. Jlig MEHAETIOIOUNX 3aXBOPIOBaHb
TEOPETUYHI OCHOBH OI[IHKM T'€HETHYHOTO PU3UKY JOCTATHBO 1 UITKO pO3pOOJIeHi; 3aa4a 3BOIUTHCS
70 1eHTHdIKaIil Ta OMIHKA TeHOTHNY, KWW JEKHUTh B OCHOBI XBOopoOW. Hamanmi — BU3HA4YeHHS
71a00paTOPHUX METOIB, SIKI JTO3BOJISIOTH BUSBUTH HOCIHCTBO MYTAaHTHUX T'€HIB Ta aHANi3yBaTH
34YETIJICHHS MMaTOJIOTIYHUX T'€HIB 3 MApKEPHUMHU.

JIJisi HEeMEeHIeTIOI0YNX 3aXBOPIOBAHb KOHCYIBTYBAHHS TPYHTYEThCS HA EMIUPUYHUX JTAHUX.
['eneTnunmii aHamiz mpu MyJIbTH(AKTOpiaNbHINA MAaTONOTIi BUMara€ CKIQIHUX MaTeMaTHYHUX
METO/IB Ta CHeliaJbHUX T€HETHYHUX MOJEIIEH.

JeonTosoriudi npodJemu.

Mpuanumu 1 miaxonu no MI'K pisHOMaHITHI 1 3aneXarh BiJ OCOOIMBOCTEH KIIHIYHOTO
MpOsIBY 3aXBOPIOBaHHS. B 3aneXHOCTI BiJg THUIY YCHaJAKYBaHHS MPOBOAUTHCS PO3PAXYHOK
T€HETUYHOTO PUBHUKY.

Menuko-reHeTHYHe KOHCYJIbTYBAHHSI NPH 3aXBOPIOBAHHAX, 10 YCHAJAKOBYHTHCH 10
Menaenro. SIkmo Inikap YCTaHOBIIOE, IO YCMAIKyBaHHS 3aXBOPIOBAHHS ITiAMOPSIKOBYETHCS
3aKkoHaM MeHens1, TO 3'ABISEThCS MOMKIIMBICTH JaTH TOYHY 1 HAJIHHO OOTPYHTOBAaHY OIIIHKY
PU3HKY MMOBTOPEHHS IIOTO 3aXBOPIOBAaHHS B WieHIB ciM'1. Tol ¢akT, 1o JqaHa 03HAKA BUSBISETHCS
10 MEHJICTIBCHKUX 3aKOHAX YCIaJKyBaHHS MO)XHA BCTAHOBHTH Ha MiJCTaBl KJIIHIYHOTO JiarHo3y,
31CTaBIEHOTO 3 XapPaKTEPOM POIOBOY.

VYeci curyarii, siki 3yctpivatothes B mpakTuili MI'K cimeit 3 MOHOTEHHUMU 3aXBOPIOBAHHSIMH
NP YCIX THIAX YCIaJIKyBaHHs, MOXKHA PO3IUIMTH Ha 3 rpynu (Bl mepIri rpyny MOKHA PO3TIISAaTH
pasom):

1) renoTumnu 6aTHKIB BiZoMi;

2) TeHOTHITH 0ATHKIB MOYKHA MIPUITYCTUTH 3 BEJTUKOIO HMOBIPHICTIO;

3) reHoTHIH OATHKIB HEBIAOMI.

Po3paxyHOK reHeTUYHOT0 PU3MKY NIPH XPOMOCOMHHUX XBOpPO0ax

Meanko-reHeTHYHEe KOHCYIbTYBaHHS IPU XPOMOCOMHHUX aHOMAJIiSIX 3BHUAHHO HE BUKITUKAE
BEJIMKUX TPYIHOIIIB. BU3HAUEHHS MOBTOPHOTO PHU3UKY MPOBOAMUTHCA 4YacCTille YChOTO B TPbOX
BUIIAIKAX !

1) pu3uK OBTOPEHHS aHEYIUIOIAIT TPH HOPMAILHUX KapioTUITax OAThKIB;

2) IPOTHO3 MPH BUABJICHHI MO3ailli3My B OJTHOTO 3 OATHKIB,;

3) IporHo3 Mpu ciMeHUX POpMax CTPYKTYPHHUX aHOMAJIiii XPOMOCOM.

VY meprioMy BHITAJKy PU3HK IS CHOCIB MpoOaHa OIIHIOETHCS HA MIiJCTaBl EeMIUPHYHUX
JaHUX I KOXKHOT'O THITy aHOMaTii i Biky Matepi (1o 30 pokiB yacToTa HEPO3XOKEHb XPOMOCOM
He 30inpmena; npubmm3no 1% ycix niteil, HapomkeHux Matepsmu y Bimi 38-40 pokiB, MalOTh
tpucomiro 21,1 3,7% -iHIITy XpOMOCOMHY aHOMAJII0).

[Ipu BusABNEHHI MO3aiM3My B KOro-HeOyab i3 0OaTbkiB mpoOaHaa pHU3UK A CHOCIB
BH3HAYAETHCS 110 GOPMYITi:

—* XK,
(2-x)



JI€ X - YaCTKa aHOMaJIbHOTO KIIITUHHOTO KIIOHY;

K - koedimienT emminarii He30aTaHCOBAaHUX 3UTOT B eMOpIOTeHE3I.

Po3paxyHoK pU3HKY NPH MYJIbTH(PAKTOPiaIbHUX 3aXBOPHBAHHAX

XBopoOH 31 CHAAKOBOIO CXHJIBHICTIO a00 MyJIbTH(aKTOpiadbHI 3aXBOPIOBAHHSI, 3aiiMalOTh
rOJIOBHE MICIIE B CHAKOBIH IIaTOJIOTI] JIFOINHH.

PO3BUTOK OUIBIIOCTI TOMMPEHUX XPOHIYHUX XBOPOO 1 YPOIKEHHMX IOPOKIB PO3BUTKY
00YMOBJICHO CIJIBHOIO JIi€I0 OaraTboX T'e€HIB 1 YMHHUKIB cepeoBHIIa (IyKpOBHii qiabeT, BUpa3KkoBa
XBOp0o0Oa, ypoIKeHI MOPOKU cepiis, AeGeKTH HEBpalbHOI TPYOKH Ta iHII.) . Y TaKuX, BHITaJKax
BUKOPHUCTOBYIOTh TaOJMII EMIIPUYHOTO PU3MKY, 3HAYCHHS SIKOTO 3AJICKHUTh BiJ IJIOTO PALY
YUHHUKIB. CIMEHHOI 4acTOTH, YCHaJAKOBaHI O3HAKM, CTAaTi MpobaHa, BaXKOCTI YpaKeHHs, HOpMHU
3aXBOPIOBaHHS.

Po3paxyHok pu3uKy 3 BUKOPHCTAHHAM iH(opMalii npo 34enjieHHs

VYcenixu, JoCATHYTI B MOJICKYJISIpHINA T€HETHIIl 32 OCTAHHE NECSATUIITTA, 30KpeMa, BUBYCHHS
TOHKOI CTPYKTYpH MYTAaHTHHUX T€HIB, NMPUPOJIU MYTaIliil, M0 BHUKJIMKAIOTh BHU3HAYCHI CHAIKOBI
3aXBOPIOBAHHS, ICTOTHO PO3MIMPUIA MOKJIMBOCTI MEIUKO-TEHETUYHOTO KOHCYJIbTYBAaHHA. Y
0araTtboXx BUIAJIKAX 3'sIBUJIACS MOXKIIMBICTh BUSBIISITH CIIAJKOBY MATOJOTIIO B TUIOJAX M Y XBOPHX 10
MOSIBU KJTIHIYHUX CHMIITOMIB, BU3HAUaTH HOCIiB MyTaHTHUX T'eHiB. YHCIIO CIIaKOBHX XBOPOO, MpH
SIKUX MOJKJTMBA MPsIMa MOJICKYJISIPHO-TEHETHYHA JIIarHOCTHKA MyTallii, mocTiitHO pocTe. Haitbinpe
SACKpaBl MpUKJIAAM - MyKoBicuuao3 i P-ramacemis. IIpm mykoBiciumosi ommcano Oinbime 600
myTaniii y nmokyci CFRT, npu Oera-tamacemii - mecsITkd MyTalii y JIOKyci OeTa-TIoOiHOBUX
JAHITIOTIB. Y MOAIOHUX BUMAAKAX, a TAKOXK SIKIIO T'e€H CHaJKOBOTO 3aXBOPIOBAHHS KapTOBaHUH, aje
pHUpOJIa MyTalliil Y HbOMY HE BCTaHOBJICHA (YK€ KapTHPOBAHO OLIbIIIE).

Menuko-reHeTHYHe KOHCYJHTYBAHHA MNPH 3aXBOPHBAHHAX 3 iHINIMM MeXaHi3MOM
ycnaakyBaHHs. Bigomo myxke 6arato 3aXBOPIOBaHb, y TIOXO/PKEHHI SIKUX TEHETHYHA KOMIIOHEHTA
Mae€ ICTOTHE 3HAYEHHs, aje HeMae€ aHOMAaJliii XpPOMOCOM 1 BICYTHIN XapakTep YCHaJKyBaHHS, IO
MeHentoe. KimiHinuceram Taki XBOpoOHu BiJIoMi 32 Ha3BOIO MOJITCHHUX MYyJbTH(haKTOpiaabHuX. J[o
HUX BIJHOCSATBCS YpPODKEHI Ae(eKTH 1 OUIBLIICTh BAXKMX XPOHIYHHUX 3aXBOPIOBAHb Y 3pLIOMY 1
MpUCTapKyBaTOMy Bimi. Big 3axBoproBaHb, IO YCHAJIKOBYIOThCA TI0 MeHueno, BOHHU
BiJIPI3HSAIOTHCS TUM, 1110 32 PO3BUTOK IMATOJIOTI] BIAMOBIIa€ HE OMH I'€HETHYHUMN JTOKYC, a MHOKHHA
TEHETUYHUX JIOKYCIB 3 ypaxXyBaHHSIM BEJIHMKOI KUTBKOCTI 30BHINIHIX YWHHHKIB. [lpm
KOHCYJIbTYBaHHI TaKMX CTaHIB JKap BpPaXxOBY€ CTYMiHb PU3MKY Ui HAWONMKYUX POAUYIB,
MOBTOPHUH PU3UK, YaCTOTY 3aXBOPIOBAHHSI, YCIAAKyBaHHS, CTAaH XBOPUX POJAUYIB.

Kpim Toro, BitoMa rpyrma 3axBoproBaHb TaKuX 5K, XBOpoOH reHoMHoro imnpuntuary (I'1) ta
MITOXOHJIpHAIbHI XBOPOOHW, NPH SKUX PO3paxyBaHHs TEHETHYHOTO PHU3HMKY MO MEHICIIBCHKHM
3aKoHaM He mpoBoauThes. 'l — 11e MapkepyBaHHS Ha €MIr€HETUYHOMY PiBHI, 10 BiAOYBA€ThCS IMiJT
Yyac raMeTOoreHe3y 1 BUKJIMKAE CTIMKI Moaudikailii ekcripecii romosoriunux rexiB. Lei kimac xBopoo
HAJICKHUTDH JI0 3100yTKiB “HOBOT reHeTHKH’ . [IpHumHOI0 X BUHUKHEHHS € Moau(ikalis ekcrpecii
TeHiB, iX XIMIYHOTO 3MIHEHHS, SIKE HE CIPUYMHIOE MyTallii, ab0 CTPYKTYpHOTO YIIKO/KCHHS
camoro rena. Kniniuauii nepe0ir I'l 3anexuTh Bil MATEpUHCHKOTO Y OATHKIBCHKOTO IMOXOKEHHS
aJIeNiB IEIKUX T'€HIB.

Jlo 1MX MaToJOTIYHUX CTaHIB BiTHOCATHCS: c-M [Ipanepa-Bimni (6aTbkiBcbke OXOMKEHHS
myTarii B xpomocomi 15011-13), c-M AmnrenbMana (Tak JIOKaji3aIfisi, ajge MaTCPUHCHKOTO
MOXOJDKEHHs), peTuHOOMacTroma (13Q, XpoMocomMa MAaTEpUHCHKOTO TOXO/DKEHHS) Ta 1HIII.
Po3paxyHOK TEHETHYHOrO PH3UKY IMPH JaHId TaToJIOTii MPOBOAUTHCS TICIS ITUTOT€HETHYHOTO
o0cTeXeHHs 0aThKiB MpoOaHa.

[HII0I0 TPYMOIO MATOJOTIYHUX CTaHIB, Kl YCHAAKOBYIOTHCS HE MO 3aKoHaM MeHzens — €
MITOXOH/IpiaibHI XBOPOOH, SIKi SIBIISIIOTHCS TETEPOTCHHOIO TPYIOI0 3aXBOPIOBaHb 1 0OyMOBIIEHI
TCHETUYHUMHU CTPYKTYPHUMH, O10XIMIYHUMH Je(heKTaMu MITOXOHIPIN Ta MOPYIICHHSM TKaHEBOTO
nuxaHHsa. Jlo mHMX 3aXBOprOBaHb BigHOCATHCSA: c-M KepHca-Ceiipa, MIOKJIOHYC emiserncis, pBaHi
kpacHi BosokHa (c-M MERFE), wmitoxonapiansHa eHredanomionaris, JakTaT —ammiaos,
iHCynbpTomoAiOHI emizoau (c-M MELAS) Ta inmi.

MiToXOH/IpiaNbHI 3aXBOPIOBAHHS YCIAJIKOBYIOTHCS M0 MAaTEPUHCHKIHM JIHIT — XBOopa MaTu
nepeae 3aXBOPIOBAHHS BCIM CBOIM JITSIM. AJie mepeaada 3aXBOPIOBAHHS HACTYITHUM MOKOJIHHIM
MOJKJIMBA Yepe3 JT0UOK.



Mennko-reHeTHYHEe KOHCYJIbTYBAHHSl NPH XPOMOCOMHHMX aHoMaJisix. Jlikap-reHeTuk
MMOBUHEH BPaxOBYBAaTH, IO OUIBIIICTH XPOMOCOMHOI MATOJIOTii Ma€ BKpal HU3bKUH IMMOBTOPHHUI
PHU3HUK y CIM'AX 1 1110 OUTBLIICTD BiIOMHX CIIaJKOBHX 3aXBOPIOBaHb HE CYIPOBOIKYETHCS BUIUMUMHU
XPOMOCOMHUMH aHOMaJIIMU. XPOMOCOMHI 3aXBOPIOBaHHS IJ10/1a MTOKU MPAKTUYHO HE MiJAal0ThCs
TKYBaHHIO, aJie JIarHOCTYIOThCS 32 JIOTIOMOTOI0 aMHIOIeHTe3y. [0 OCHOBHUX YMHHUKIB, IO CIiJ
BpaxoBYBaTH MPH KOHCYJIbTYBaHHI TAaKUX CTaHIB, BIIHOCUTHCS 3BEACHHS MPO YaCTOTY CIIOHTAHHUX
XPOMOCOMHHUX aHOMaJiil y MOMyJALii, CTyMiHb PU3MKY MOBTOPHHUX BHUMAJAKIB XPOMOCOMHHUX
3aXBOPIOBaHb Yy MOMYJALIl, CTYHIHb PU3UKY MOBTOPHUX BUIAAKIB XPOMOCOMHHX 3aXBOPIOBAHb Yy
ciMi (tpucomii mo 1241, 1841, 2141 i 2241 xpomocomaMm; aHOMaJlii CTATEBUX XPOMOCOM;
XPOMOCOMHI TpaHCJIOKallii; iHBepcii, MO3ailu3M i iH.).

Oco0muBOI0 33/1a4€10 MEIMKO-TEHETHYHOTO KOHCYJIBTYBaHHS € BUSBICHHS HOCIIB NpU
TeHeTUYHUX 3aXBOproBaHHAX. HocieMm, 13 mOrsAy cydacHOi T€HETHKH, € TaKa JIIOAMHA, 0 Ma€ TeH
(y rerepo3uroTHOMy CTaHi), IO ACTEPMIHYE CIIaJKOBE 3aXBOPIOBAHHS. Y MOMEHT OOCTEKEHHS Taka
JIIOJIMHA MPAKTUYHO 3/10pOBa.

Buninstore  obnicamuux 1 umogipnux  Hociie. TloTpiOHO  BpaxoByBaTH  BIUIMB
KPOBHOCITOPITHEHHX 3B’ 513KiB B ¢iM'1 . [lizxoan mo BusBieHHs HOCIiB ipu AP 3axBoproBanHsx, Al
CMaKyBaHHI 1 X-3UEIUIEHUX 3aXBOPIOBAHHIX PI3HOMAHITHI.

Jeonronoriuni acnektu. byns-skuit Bug MI'K npurnyckae mocTiiHUN KOHTAKT JiKaps 3
XBOpHM. TOMy B TakuxX CHUTYyallisiX BHUHHUKAIOTh PI3HOMAHITHI JIEOHTOJIOTIYHI MPOOJIEMH.
be3cymHIBHO, 110 Ti, 10 KOHCYJIBTYIOTHCSI MAlOTh MIPaBO OJEPKYBATH YITKHH 1 pealbHUN MPOTHO3
CTYNEHs PHU3UKY MOXJIMBOI MATOJOrii B HUX abo ixHIX giTel. ['eHeTWK MOBHHHUHN MdiATH 3
obOepexHicTIO. BakiiBO BpaxoByBaTH CTYIIHB OCBIYEHOCTI mari€eHTa. Bin 1bOoTo 3aleXuTh 5K
rmuOoOKo 1 BceOIUHO 3po3ymie€ BiH CyTh MATOJOrii, BaXKiCTh ii HACHIAKIB, pPOJIb MOXKIMBOI
poQiTaKTUKH.

Heo0xigHo mam'atatu, mo mMaiiOyTHi OaTbKH, TOTYIOUHUCh MAaTH JUTHUHY, CIIOIIBAIOTHCA HA
Te, 10 BoHA Oyzae 310poBOI0. BoHM X04yTh cTaTh OaThbKax caMe 370pOBUX JITEH, Y IIbOMY BOHU
bauyamov 3a0060/1€HHs, Y YbOMY CKIAOAEMbCA IXHA C8I0OMICMb BUKOHAHO20 OOpey, momy OaKaHO
MONEPEIUTH CIM 10 TPO HAPOJKEHHS XBOPOi TUTHUHU. [ €HETHK TOBMHHUN BKpail 00EpeKHO
MOBIIOMJISAITH OaTbKaM MPO PHU3MK MOXKJIMBOI martojorii. ICHye psia TNCHUXOJNOTIYHHX AacleKTiB
MEANKO-TEHETUUYHOTO KOHCYJIbTYBaHHs. Hampukian, 0aThku, IO OYIKYIOTH HapOJKEHHSI XBOPOi
IUTHHU, MOXKYTh OyTH BKpail cxBuiaboBaHi. OcoOIMBO eMOLIIHHO TOCTPO pearye BariTHa. Bunukae
IUPOCEePACYHN KOHGIIKT MDK HeOakaHHSIM MaTH XBOPY JUTHHY 1 CBIJOMOTO MMOOOIOBAaHHS
nepepBaTd BariTHICTh. Bce-Taku 3aluIIaeTbcs CYMHIB! PalTOM HE TPOSBUTHCA XBOpoOa B
HOBOHapoKeHoro. J[ii O6aThKiB 3ajekaTh BiJl 3arajJbHONIOACHKOI KyJIbTypH 1 (axoBoi epyawuIlii.
Jlikap BHMKOHYE pOJIb KOHCYJIbTaHTa, IO 1H(POPMYE OO'€KTHBHO NMPO MOKJIHMBICTH HAPOKEHHS
XBOPOI JUTHHM.

5.3. KonmpoavHi numanns.
Menuko-reHeTHYHe KOHCYIbTyBaHHs. CTPYKTYpa MEIUKO-TEeHETUYHHUX KaOiHEeTIB.
3amaui Ta MoKa3aHHS /10 IPOBEICHHS MEJUKO-TEHETUYHOTO KOHCYIIbTYBaHHS.
OCHOBHI eTany MEJUKO-TeHETHYHOTO KOHCYJIbTYBaHHS.
Oco06MBOCTI METUKO-TEHETUYHOTO KOHCYIbTYBAaHHS IPU MOHOTEHHIM MMaTOJIOT 1.
BaxuBi acniekT MeIMKO-TEHETUYHOTO KOHCYIbTYBAHHS IIPH XPOMOCOMHIHN MaTOJIOTi.
Menuko-reHeTHIHEe KOHCYIBTYBAHHS IPH MOJIIT€HHUX 3aXBOPIOBAHHSIX.

ok wNE

5.4.3axknwunuit eman:

OmiHIOETBCA ~ TOTOYHA  JISJIBHICTD ~ KOXHOTO  CTY/AEGHTa  YOPOJOBXK  3aHATTS,
CTaHIAPTU30BAHWK  KIHIEBHM  KOHTPOJb, TMPOBOJIUTHCS aHaNI3  YCHIIIHOCTI  CTYJICHTIB,
OTOJIOUIYETHCS OLIHKA JiSTIBHOCTI KOXKHOTO CTYAEHTa 1 BHUCTABISETbCA Yy JKypHal OOJiKY
BIIBIAYBaHb 1 YCHIIIHOCTI cTyAeHTiB. CTapocTa Tpynmu OJHOYACHO 3aHOCHTH OIIIHKH Y BiJOMICTh
00Ky YCHIIIHOCTI 1 BiABIAYBaHb 3aHSTH CTyJEHTaMH, BUKJIa1a4 3aCBiAUY€E 1X CBOIM ITiATUCOM.



Buknagay KopoTko iH(GOpPMYE CTYICHTIB NHpPO TEMY HACTYIMHOIO 3aHSTTS, METOJIUYHI
NpUHOMH IIOAO MIATOTOBKHM J0 HBOTO, PEKOMEHIYE JITepaTypy 3a TEMOIO HACTYIMHOTO 3aHATTS:
OCHOBHY Ta JOAATKOBY.

VI. MATEPIAJIM METOAUYHOI'O 3ABE3IIEYEHHS 3AHSATTAI:

6.1.Marepiajim KOHTPOJIIO 6a3uCcHOI (BUXITHOT0 PiBHS) MiATOTOBKH CTY/AEHTIB!
TECTOBI 3aBJaHHS (J01at0THCH).

6.2.Marepiajau 1j1s1 METOAMYHOTO 3a0e3MeYeHHsI OCHOBHOIO eTamny 3aHsTTA:
icTopii xBopoOH, Tabmuii, HabOpH aHami3iB, JiKAPChKi 3aC00U.

6.3. MaTepianu /51 3aKJI0YHOIO eTamy 3aHATTs. HaOlp TECTOBUX 3aB/IaHb, KIIHIYHHX
curyamiitaux 3aga4 1I-111 piBHs 3acBoeHHS (T01a0THCS).

6.4. Marepiaaum s MeTOAUYHOr0 3a0e3NMedYeHHs] CAMONIATOTOBKM CTY/AEHTIB.
Buxaneni y BiMOBIAHIX METOJUYHUX BKa31BKaX.

TecTHn 1J1M nepeBipKH MOYATKOBOI0 PiBHS MiATOTOBKM:
1. TIoHATTS TEHETUYHOrO pU3UKY BKJIIOYAE: a) MIJBUIICHY WMOBIPHICTh MaTu IICBHE
3aXBOPIOBAHHS MPOTATOM YCHOTO KHTTS, 0) WMOBIpHICTh BHHUKHEHHS CITaKOBOI MATOJIOrii abo
XBOPOOH 31 CIIAJIKOBOIO CXMIIBHICT, B) HIMOBIPHICTh BHYTPIIIHBOYTPOOHOT 3arnoesi miony.
2. Jlo kareropii BUCOKOTO T€HETHYHOTO PU3UKY BiIHOCATHCSA HAcTymHi mokasuuku: a) 100%,0) 5-
10%,8) 10-20%,r) 20-25%.
3. o xareropii cepeHbOr0 reHETUYHOIO PU3HKY BIIHOCATHCSA HACTYMHI mokasHuku: a) 10-20%,
0) 50%,B) 6-10%,r) 20-25%.
4. Tlpu MOHOTCHHIHM MaToOril MOBTOPHUI TE€HETHYHHA PHU3WK BHM3HAYAETHCA. a) HAa OCHOBI
eMITIpUYHUX JJaHUX, 0) NUISIXOM TEOPETUYHUX PO3PAXYHKIB.
5. TloBTopHHI TEHETHMYHUN pPHU3UK TPU HAPOHKEHHI JUTUHU 3 XPOMOCOMHHUM CHHIPOMOM
BU3HAYAETHCS: a) HA OCHOBI EMITIPUYHUX JaHUX, 0) IUIIXOM TEOPETUYHHUX PO3PAaxXyHKIB cerperaii
aHOMAaJIbHUX XPOMOCOM B raMeTax, B) Ha MiJCTaBi CIMEHHOTO aHaMHE3Y.
6. Ilpu MynbpTUAKTOpialbBHUX XBOpOOax TIEHETUYHHWH pPU3MK BU3HAYAETHCS. @) ILIIXOM
TEOPETHYHHMX PO3PaxyHKiB, 0) 3TiAHO MCHACTIBCHKMM 3aKOHAM YCHaAKyBaHHsS, B) Ha ITiJCTaBi
EMITIPUYHUX JaHHX.

TecTH 111 KOHTPOJIIO KIHIIEBOT0 PiBHA MiATOTOBKMU:
1. [Tpu cxperieHHI JOMIHAHTHOT Ta PELIECHBHOT TOMO3HIOT 32 AJIbTEPHATUBHOIO 03HAKOIO B
MMOTOMCTBI TIEPIIIOTO MTOKOJII HHS:
a)VY BciX opraHi3MiB MPOSIBISIETHCS PEIICCUBHA O3HAKA
0)Y BCiX opraHi3aMiB IpOSIBIIETHCS JOMIHAHTHA O3HAKA
B)3yCTpivarOThCs OpPraHi3Mu, K 3 JOMIHAHTHOIO, TaK | 3 PELIECHBHOI O3HAKAMU
r)Bci opranismMu reTepo3uroTHi 3a JaHUM T€HOM
n)Bci opranizmMu 0THOMaHITHI 32 TCHOTHIIOM Ta ()EHOTHIIOM
2. I'ereposuroramu €:
A)/[liTi XBOpOTO Ha ayTOCOMHO-PEIIECUBHE 3aXBOPIOBAHHS
b)/louka xBoporo Ha X-34eIjicHe PEIECHBHE 3aXBOPIOBAHHS
B)Bbarbku XBOporo Ha ayTOCOMHO-PEIIECUBHE 3aXBOPIOBAHHS
INITonoBuHa aiTEl reTepO3UrOTHUX OATHKIB
JI)XBopuii Ha ayTOCOMHO-PELIECHBHE 3aXBOPIOBAHHS
3. 'eHeTHYHMIA PU3UK TPH ayTOCOMHO-I0OMIHAHTHOMY 3aXBOPIOBAHHI BU3HAYAETHCS:
a)['eHOTHIIOM
6)Cryrenem cropi JHEHOCTI 3 XBOPUM
B)[IeHEeTPaHTHICTIO MATOJIOTIYHOTO TeHY
r)ExcripecuBHICTIO MAaTOIOTIYHOTO TeHY



4. eHeTUYHMIA PU3KK TIPU MYyIbTH(HAKTOPIaTBbHIH MaTONOTIi BU3HAYAETHCA:
A)IleHeTpaHTHICTIO MATOIOTI YHOTO TEHY

B)Ctynenem cnopi THEHOCTI 3 XBOPHM

B)EkcnpecuBHICTIO TATOIOTI YHOTO TeHY

I')BrutuBoM dakTopiB cepeoBuina

J1)BeanuuHO0 reHeTHYHOT KOMIIOHEHTH

5. BeprukanpHuit" po3moaii natosorii B poAoBOJi XapaKTepHUHN VIS
A)AyTOCOMHO-TOMIHAHTHOT'O THITY YCITaKyBaHHS

B) AyTOCOMHO-PELIECHBHOTO THITY YCIIaAKyBaHHSI

B)3uenieHoro 3i CTaTTIO PEIECHBHOTO YCITa K yBAHHS

3aoaui:
3aoaua 1. Xinka, sika 1 4yac BariTHOCTI MEpPEXBOpija HAa KPAaCHYXY, HapOAWIA TIIyXOoro cuHa. Y
Hel Ta YOJIOBIKAa CIlyX HOPMaJbHMH, Y pofoBoAI 000X OaThKiB IIyXoTa HE BinMmiueHa. Bipyc
KpacHYXH HE € MyTareHOM.
BusHaure: 1) [Ipupoxy riyXOTH y JTUTHHH.
2) VIMOBipHICTb MOBTOPHOTO HAPOIKEHHS TIIYXOI AUTHHI.

3) HIMOBIpHICTIO HAPOJKEHHS TIYXHX OHYKIiB, fKIIO iX CHMH TIyXWii, CTaBIIX
JTOPOCIIAM, OAPYKUTHCS 3 TIIYXOHIMOIO KIHKOIO, Y SIKOT 0aTHKO Ta JIBi CECTPH TaKOX IITyXOHiMi (reH
TIYXOTH PELECUBHHUIA).

3aoaua 2. Yonosik, ioro Mat i 4 JOHBKM XBOPIIOTH HA JOMIHAaHTHY CHAaJKOBY XBOpoOy. baTtpko
YOJIOBIKA, IPY>KWHA 1 5 CHHIB 310pOB1. Y SKii XpOMOCOMI 3HAXOIUTHCS BIAMOBIIHUMA JOMIHYHOUHI
req?

3aoaua 3. Ilin yac ob6crexenHs 109piunHoi AUTHHU OyJI0 BHSBIEHO PO3YMOBY BiJCTAlICTh,
MOpYIIEHHST OOMIHY PEYOBHH, 3aTPUMKY 3pOCTY, 3aTPUMKY (I3UYHOTO PO3BHUTKY, MHOKHHHI
MPUPOJKEH] Bad PO3BUTKY.

Bkaxite: 1) CuHIpOM, [0 BUKJIMKAB T3Py HA XpPOMOCOMHY XBOPOOY; 2) MeTo/1 1iarHOCTHKH.

VIl. JIITEPATYPA:
7.1.0cnosna:

1. Koszmora C.M., JlemmkoBa H.C., CemanoBa E.N., bennukoa O.E.
HacnenctBeHHbIE CHHAPOMBI M MEIUKO-TEHETUYECKOE KOHCYIbTUpOBaHue. - M3a. 2. - M.:
[Tpaktuka, 1996. — 41G.

2. OcHoBu npenatanbHoOU quarHoctuku. [lox pea. FOaunoii E.B., Mensenesa M.B.
— 1leusn. —M.: PABY3/III, Peanbroe Bpems, 2002. — 184.

3. IMimax B.I1., Memumen [.®., ITimak O.B., Mucmunskuiit B.®. OcHoBu
MennyHoi renetuku. - Yepnisii, 2000.- 248.

4, Cwuisia 1.C., banagura H.B., baripsa 1.O. MenuuHa reHeTHKa IUTSYOTO BIKY. —
Tepnominb: «Ykpmenkaura», 2003. — 183.

5. Copoxkman T.B., Ilimak B.II., JlacriBka I.B., Bomocoseunr O.I1., Bynuk P.€.

Kuiniuna reneruka. - Yepnismi, 2006. — 45@.

7.2./]looamkoesa.

1. T'eHeruka Iy nNpaKkTHYECKOTo Bpaya: yueOHoe nmocodue / Kpupomeenko I'.H., 1996.

2. HacnenctBennue Ooyie3HM W MEAMKO-TEHETHMYECKOE KOHCYIbTHpoBaHme: [lonm pen.
[[Ta6onmuua B.H.- 1991.

3. Pocrosues B.H. 'enernka n nuaraos. - M.1986.

4. Bpo/eHHbIC MOPOKH pPa3BHTHUS. IPCHATalbHAs JIMAarHOCTUKA M HOBAs KOHIICIIIHS

OKa3aHMs MOMOIIM HOBOPOXACHHBIM. — Boripockl coBpeMmennoi neauatpun. — 2007. -Ne3. —  C.
15.



5. OneIT mpoBeneHUS NPEHATAIbHOM JAMATHOCTUKM XPOMOCOMHOM marojorud B |
tpuMmectpe o cucreme OSCAR. -IIpenaranshas quarsoctuka. — 2007. Ne2. —C. 99.

6. IlpenaranbHas IUAarHOCTUKA PEAKHX BPOXKAECHHBIX MOPOKOB U CHHAPOMOB. CHHIpOM
Jlapcena. —IIpenaranpHas auarnoctuka. — 2007. Ne3. —C. 206.

7. TlpenaranbHasi AMAarHOCTHKA XPOMOCOMHBIX aHoManuii B CBepIUIOBCKOM obmacTu.
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METOAUYHA PO3POBKA
INPAKTUYHOI'O 3AHATTA

MOAVYJIb 1. MenudHa reHeTHKA.

3MICTOBHUI MOJYJIb 1.OcHoBn MeanuHoi resernkn. MI'K.

TEMA 3AHATTS Nel: Meroad KIiHIYHOI TeHETHKH (reHealoTiYHuH,
nepMatoriaipiyHui, UTOrCHETHYHUM, OloxXiMiuHMI). BIIM3HIOKOBHMH Ta MOMYJSIiHAN
Metoau aiarHoctuku. JIHK-miaraocTuka.

I. HAYKOBO-METOJAUYHE OBI'PYHTYBAHHSA TEMM: V cucremi miarotryBaHHs
CY4acCHOTO JIIKapsi TEHETHKA JIIOJUHH € TUCLUHUILTIHOIO, sIKa (OpMY€E HE TUTbKU TEOPETUYHY 0a3y s
BUBYCHHS MEUKO-010JIOTTYHUX TUCIUILIIH, aJI€ 1 CIIPHsIE PO3BUTKY KJIIHIYHOTO MUCIICHHS. 3aBIsIKH
OYpXJIMBOMY PO3BUTKY T€HETUKH JIFOJMHU 1 KIIIHIYHOI T€HETHUKU 30KpeMa, 11 JOCATHEHHS CTallu
JOCTYITHUMH JIIKapsIM yCiX CIeiaIbHOCTEH.

3 mauieHTaMu, SIKi MalOTh CMAJKOBY MATOJOTriI0, MEPIIMMU KOHTAKTYIOTH, SIK MPAaBHUJIO, HE
JIKapi-TeHETUKH, a JKapl I1HIMMX CHeniagbHocTe. Big X BMIHHS 3amiIo3puTH  CHAIKOBE
3aXBOPIOBAaHHS Ta BHOpAaTH BipHY TaKTUKY BEICHHS XBOPOTO 0araTo B YOMY 3QJICKHUTH JOJIS
xBoporo 1 yciei #oro ciMi. Bce 1e cBiAUMTH TPO BAKIMBICTH BHUBUCHHS JKapsSMU YCiX
CreUiaTbHOCTEN MUTaHb KIIIHIYHOI Ta JIabopaTopHOi reHeTHKH. ChOroHIIIHS KIiHIYHA TeHEeTUKA -
1Ie IMUPOKUI apceHas MiarHOCTHYHHUX MOXIIMBOCTEH, BKIIFOUAIOYH MPEHATAIBHY A1arHOCTHKY, IS
OUTBIIOCTI CMAKOBUX XBOPOO, 1€, B ONM3bKOMY MaiOyTHBOMY - BIPOBAJKCHHS METO/IB
reHoreparii a0o eTioJOTIYHOT KOPEKIIii CITaIKOBOT IMaToIorii.

[Tix gac MiarHOCTUKU BPOJKEHOI Ta CIIaJKOBOI MATOJIOTii BHKOPUCTOBYIOTHCS K TPAIUITIHHI
3arajJbHO-KJIIHIYHI METOAM, sKi 0a3yloThCsS Ha OIHIII 3aKOHOMIPHOCTEW MPOSBIB CHAJAKOBOT
[1aTOJIOTII, TaK 1 CIIEIIAILHUX “T€HETHYHUX METO/IB.

II. HABYAJIbHA META:
2.1.Cmyoenm nosunen 3namu.
- METOJH KJIIHIYHOI T€HETUKH,
- 3HAYCHHS 1 OCHOBH KJIHIKO-TE€HEAIOTTYHOTO METOTY JIJISl JIarHOCTHUKH CTaJIKOBOT MATOJIOT],
-00JIacTh 3aCTOCYBAaHHS IUTOTEHETHYHUX METOAY. CYTh, BUIM Ta MOKJIUBOCTI IIUTOT€HETUYHOTO
METOMY B JIIarHOCTHIII CIIAJKOBUX XBOPOO;
- TIOKa3aHHS [0 3aCTOCYBaHHS IUTOTCHETUYHOTO JOCHIDKCHHS Ta JOAATKOBHX CIEHiaTbHUX
METOMIB TOCIIHKEHHS,
- POJIb CIIAIKOBUX Ta (haKTOPIB CEpPEIOBUIIA B €TIONOTI] Ta MaTOreHe31 3aXBOPIOBAHbB JIIOUHH;
- 3araJIbHI 3aKOHOMIPHOCTI €T10JI0Ti{ Ta MaTOTeHe3y CIaIKOBUX XBOPOO;
- 3arajgbHi TPUHIMIMA KIIHIYHOI IarHOCTUKH CIIAJKOBUX XBOPOO, MPUYMHHU TOXODKCHHS Ta
JarHOCTUYHY 3HAYUMICTh MOP(OTCHETUYHUX BapiaHTIB;
- TIarHOCTUYHI MOXKJIMBOCT1 T€HEAIOTIYHOTO aHAaI3y [Tl IIarHOCTUKH CIIAKOBO MMATOJIOTi;
- TMIPUYMHH TTOXOKEHHS Ta OCOOIMBOCTI KIIHIYHHMX MPOSBIB XPOMOCOMHHUX XBOPOO 1 CHHIPOMIB,
3arajbHi MPUHIUIH 1X KIIHIYHOT J1arHOCTUKH.
2.2.Cmyoenm noguHeH emimu.
- 310paT aHAMHECTUYHI JjaHi 1 TeHealoT1yHy iH(pOopMalliio;
- MPEJICTAaBUTH POJIOBIT B Ipad)iyHOMY BUTIISI,
- IpOaHaJi3yBaTH yCIaAKyBaHHS 3aXBOPIOBaHHSA a00 03HAKU XBOPOOHU B CIM'T,;
- 00CTSXXHUTH MpoOaHaa 1 OIIHUTH (PEHOTHIT Ta PO3MI3HATH 3arajibHi MPOSBU CIIaIKOBOI MMAaTOJIOTIi;



-IPOBOAUTH NPOGIIAKTUYHI 3aXO0/H, CIIPSIMOBaHI Ha MONEPEPKEHHS CMaJKOBUX Ta MPUPOHKEHUX
3aXBOPIOBaHb;

- BUSABIISITH OCI0 13 MiJBUILEHUM PU3UKOM IIOJI0 PO3BUTKY XPOMOCOMHOI MaTOJIOTii, COPMYIIIOBaTH
MONEPEIHIM  J1larHO3 XPOMOCOMHOI TATOJIOTIT 1 HampaBIATH iX Ha MEIUKO-TEHETUYHE
KOHCYJbTYBaHHS;

- 00CTEeXKyBaTH XBOPOTO Ha BUSBJICHHS XPOMOCOMHHX CHHJAPOMIB, NIarHOCTYBaTH XPOMOCOMHY
MATOJIOT1O;

- HABECTH PE3YJbTaTH KIIHIKO-TEHETUYHOTO Ta JabOpaTOPHOTO JOCHIDKEHHS Y BHUIJISIIL
IIOJICHHUKIB Ta 3aKJIFOUEHHS B iCTOPii XBOPOO MaIli€HTa,

- MPOBOAMTH MPO(ITAaKTUYHI 3aX0/H, CIPSIMOBaHI Ha MOMEPEHKCHHSI CITAIKOBUX Ta XPOMOCOMHHX
3aXBOPIOBaHb.

2.3.Cmyoenm nogunen onanyeamu RPAKMUYHUMU HAGUYKAMU.
- 310paTh aHAaMHECTUYHI JIaHi 1 reHeaoriuyny iHGopMarliio;
- CKJIACTH POJIOBI/,
- MPEJICTAaBUTH POJIOBIT B rpadiyHOMY BHUTJISII;
- Ipu 00CTEKEHH1 XBOPOTO PO3IiI3HABATH MPOSBU CIaKOBOI MATOJOT1];
- BOJIOJIITH TEPMIHOJIOTI€I0 MPU ONMUCYBaHH1 KJIIHIYHOT KAPTUHU CIaKOBOI MATOJIOT;
- IIarHOCTYBATU YPOKeH1 MOP(OTreHeTHYH] BapiaHTH;
- YMITH pO3paxyBaTl FT€HETUYHUHN PU3UK B KOHKPETHIN CUTYaIii.
- OOCTEeXHUTH XBOPOTO Ha BHUSBJICHHS XPOMOCOMHOI MAaTOJOTril, po3mi3HaTH 1i MPOsBHU, MPABUIHHO
BHUKOPHUCTOBYBATH BiIMOBIIHY TEPMIHOJIOTIIO;
- "ypTaTn" 3arajJibHi CUMBOJIM 1 CKOPOUYCHI TEPMIHU JJIs TO3HAYEHHS XPOMOCOMHUX aHOMAaJii;
- 310paTh aHAMHECTUYHI JIaH1 Ta TeHeaoT14Hy 1H(pOopMaIliio;
- IpoaHalizyBaTH O3HaKH XBOPOOH B ciM'T,
- YMITH pO3paxyBaTl Fr€HETUYHUN PU3UK B KOHKPETHIN CUTYaIii.

II1. BUXOBHA META:
- chopMyBaTH y CTYACHTIB OCHOBHI YSBJIEHHS MpPO BaXIUBICTh JOTPUMYBAaHHS MPHUHLUIIB
JICOHTOJIOTIi Ta JIKApChKOI €TUKH NpU OOCTEKEHHI XBOPOi TUTHUHH, TPOBEICHHI JiKYBaJbHO-
DIarHOCTUYHUX MaHInysnid (3 ypaxyBaHHSIM XapakTepy 3aXxBOPIOBAaHHS, I1HAWBIAYyaJbHHUX
O0COOIMBOCTEH MaIfieHTa, CTYNEeHs HOro I1HTEIEKTYyaJbHOTO PO3BUTKY, PIBHS KYJIbTYpH, BIKOBHX
0COOJIMBOCTEH Ta 1H.).

IV. MDKITPEAMETHA IHTEI'PALIISA:

Ha3Ba nonepeaHix OTpuMaHi HAaBUKHU
TUCHHUILTIHA
8. Amnaromis 3HaTH aHATOMIYHI OCOOJIMBOCTI IJI0/1a Ta IiTeH PAaHHBOTO BIKY
9. HopmanpHa ®Di310J10T19HI OCOOIUBOCTI JUTSYOTO OPTaHIZMY.
¢iziomnoris 3HaTu 3aKkoHA MeHaens.
10.Ticronoris CnankoBi (hopMH MaTOJIOTI].
11.TIarodiziomnoris Crurmu nuzemOpioreHesy.
12.3aranpHoi ririean | EpexTr XpoMOCOMHMX aHOMAJIiii B OHTOTEHE31.
Ta eKOJIOrii Knacudixkartist XxpoMOCOMHUX XBOPOO.
JIFOTUHA Ex30reHHI YMHHWKKA Ta iX pOJIb Yy BHHUKHEHHI MYyTaIliil TIpH
13.1IponeneBTuka XPOMOCOMHIH MaToJIorii.
TUTSYUX XBOPOO PosmizHaBatu 3arajibHi IPOSIBH CHIAAKOBOT MATOJIOT1, 1IarHOCTyBaTH
BpOKEHI MOp(OreHeTHyH1 BapiaHTH.
3i0pati aHaMHECTMYHI JaHi 1 TeHealoriyHy iH(opMallio,
IpoaHaji3yBaT O3HAKH XBOPOOH B CIM'T.
BusiBiasti 0COOMMBOCTI KITHIYHUX MPOSIBIB XPOMOCOMHHX XBOPOO.
DopMyTIOBATH JiarHO3 3TiAHO KiacuQikaiii.
BusBnartu cturmm au3emMOpioreHe’y Ta CHMITOMH XPOMOCOMHOI




[aTOoJIOTIi PU OOCTEKEHHI.

V. ITAH TA OPTAHIBAIIMHA CTPYKTYPA IPAKTUYHOI'O 3AHATTSIL:

N OcHoBHi eTanu Ta ix 3MicT Po3noain Buau koHTpoOIIO HagyanbHo-
n/n yacy Ta METOAUYHE
piBHi 3a0e3ne4eHHs
3aCBOCHHS
1. | IligroroBuuii erar: 15% @®ponTankHe onuty- | O0nagHAHHS,
1.1 | Opranizariitni TUTaHHSA L=1II-11I Banus, Ttectu II-1II | migpyunukw,
1.2 | ®opmyBaHHs MOTHBaIil piBus, 3amaui II-1II | mociOHuKH,
1.3 | - KOHTPOJIb TOYATKOBOTO pPIiBHS P1BHA, 3-4 XBOpHX ®9T93HB6OM 3
MiAroToBKH  (CTaHAApTU30BaHi CTallloHapy 31| KITHIYHAMH
METOJTH KOHTPOJTIO) CITaIKOBOIO Ta | CHHIPOMAILHU
2. | OcHOBHHU} eTarl: 65% XPOMOCOMHOIO MH q’OPMaMH’
. . L=III MaTOJIOTIEI0. METOIMYHI
®opmyBanHs NpodheCciiHuX BMiHb TekcToBi cutryarliiiHi | peKOMeHaIii,
Ta HAaBUYOK: 3aja4i, MaTepianu | pe3yibTaTh
a)o0CTeRUTH XBOpOro Ha 3araibHO-KIIHIYHUX | 3arajabHO-
BUABJICHHA CajKoBoi Ta Ta  MApaKJiHIYHHUX | KIIHIYHUX  Ta
XPOMOCOMHOI TATOJIOT, METOJIIB 00CTEXKEH- | MapaKTiHIYHUX
P93Hi3HaTH ix TpOSBH; HSl, TiKapChKi | METOIIB
A1arHOCTYBATH BPOJIKCHI1 3aco0u. 00CTEeXKECHHS
MOp(QoreHeTUYH1 BapiaHTH; YMITH THAMByaTbHUIA

pO3paxyBaTH TEHETUYHHHA PU3HK
B KOHKPETHIHN CUTYyaIlii;

0)310pati aHaAMHECTHUYHI JaHi 1
reHEeaNoT14YHy iH(dopmartiro,
CKJIaCTH POJOBIJl, MPEICTABUTH B

rpadgigHOMY BUTJISITI 1
NpoaHaji3yBaTl  yCHaJAKyBaHHS
3aXBOpIOBaHHS  a00  O3HAKH
XBOpOOHU B CIM'T,

B)IIPaBUJIBHO  BHUKOPUCTOBYBATH

BIJIMOBIHY TEPMIHOJIOTII0 TpU
onucaHHi1 (HEHOTHUITY XBOPOTO;
I)Y4UTAaTH 3arajbHi CHMBOJIA 1

CKOpOYeHI TePMiHH TUTS
MMO3HAYCHHS XPOMOCOMHUX
AHOMAJTIH;

N)BiIOMpaTH 3  KOHTHUHICHTY

XBOPUX OCIO JJI1 TIPOBEICHHS
crermiajibHUuX 010XIMIYHHUX,
[IUTOT€HETHYHOTO Ta
MOJICKYJISIPHO-TEHETHYHUX

KOHTPOJb MPaKTU-
HUX HaBHYOK Ta
pe3ynbTaTiB  Kyparlii
TEMaTUYHHUX XBOPHX.
Bupimenns

KIIHIYHUX  TEKCTO-
BUX 3aBnaHb. Halip
TECTOBUX 3aBJaHb Ta
€TaJIOH! BIAIOBIIEH.




JOCIIIKEHD,

€)00roBopeHHs pe3ysIbTaTiB

Kypailii;

€)BHpIIICHHS CUTYaIIHHUX

KJIIHIYHUX 3a7a4.

3aKJII0YHUN eTan: 20%

3.1 | Koutponb  KiHLEBOTO  piBHA L= II-11I

[T ATOTOBKH

3.2 | MortuBoBaHa 3arajibHa OIlIHKa
HABYAJILHOT TIsTHOCTI CTY/ICHTA

3.3 | [npopMyBaHHS CTYyACHTIB TIPO
TCMY HACTYITHOI'O 3aHATTS

5.2.1.ITiocomoeuui eman:

Ha nouatky 3aHATTS BHKJIaZay 3HAHOMUTH CTYJCHTIB 3 OCHOBHUMH 3aBIaHHAMHU 3aHATTH,
wiaHoM. JIyii KOHTPOJIIO BHXIJHOTO PIBHSA 3HAHb CTYJICHTIB KOXKHOMY 3 HHX IPOIOHYETHCS
BUPIIIUTH TUIIOBE MUTAHHS 3 MOCTAHOBKOIO JIIarHO3y — MO>KHA BUKOPUCTATU CUTYAIiHI KIIIHIYHI
3amadi.

5.2.2.0cnoenuii eman:
OnuryBaHHA Ta KIiHIYHE OOCTEXEHHS XBOPOTO MPOBOAMTHCA CTYACHTOM pa3oM 3
BHKJIaaueM. JIJIs OIIHKY IPaBUIILHOCTI OOCTEKEHHS MOCTINHO 3aTy4aroThCs 1HIIN CTYACHTH.

PE®DEPAT.
JiarHocTHKa caJIKOBUX XBOPOO JBOETANHA!
1. 3araspHe KIIiHIYHE OOCTEKEHHS XBOPOTrO, CKJIQJaHHS Ta aHaji3 POJOBOIY,
napaxuiHiune oocrexxenHs (Y3/1, peHTTeHOoTUHEe, SHIOKPHUHOJIOTIYHE, IMYHOJIOTIYHE).
2. Ilpu mimo3pi Ha KOHKPETHY CHaakoBy (B T.4. CHHIAPOMAJIBHO) MATOJOTIO
MPOBOJIATH CIICIIAIbHI TeHETHYHI JTOCTIKEHHS (UTOrCHETHYHUH, O10XIMIYHHI METOIH,
JIHK-giarnoctrka Ta iHIL. ).
3aranpHO-KJIIHIYHI METOJH, SKi BHUKOPHCTOBYIOTHCS IIiJI 4Yac AIarHOCTHKH BPOKEHOI 1
CIAIKOBO]I IMaTOJIOT1] BKIIFOYAIOTh:
- XapaKTepUCTHKY KIIHIYHHX MPOSBIB MaTOJOTIi (CEMIOTHKA) Y KOHKPETHOTO MPo OaHa,
- BUKOPHWCTAHHS 3arajibHUX MPUHIIUIIB KJIIHIYHOI J1arHOCTUKH,
- BUKOPUCTaHHA TPAJAWLIAHHUX KIIHIKO-Ta0OpaTOPHUX Ta IHCTPYMEHTAJIbHUX METOJIB
obcTexxeHHs marienTa (KIIHIYHUN aHaiti3 KpoBi, ceui, 6ioximis kposi, EKI', €€T", Y30
Ta 1HIIL).
Jlo cremiabHUX TEHETUYHUX METO/IIB BITHOCSTHCS.
- KIIHIKO-T€HEaJOTI1YHUI METOI,
- TIOIIYK MaKpoO- 1 MIKpOCUMITTOMIB 3aXBOPIOBAHHS ITi]T Yac KITHIYHOTO OOCTEKEHHS;
- CHHJPOMOIIOTIYHUH MiAXiJ B JIarHOCTUIL,
- cnemiaabHe JabopaTopHe O0OCTEKEHHS (IIUTOreHETHYHE, IMyHOT€HETHUYHE, OioximiuHe,
MOJICKYJISIPHO-TCHETUYHE Ta 1HIIL. ).
He nuBnsianch Ha BETWKHH CIEKTP CHAIKOBUX XBOPOO, OUIBIIICTH 13 HUX MArOTh JESKI
crniennivHi MPosBY, sIKi HEOOX1HO BPaXOBYBAaTH B KOMIUIEKCI JIarHOCTUYHOT MPOTPaMHu.
Kninixo-zeneanoziunuii memoo. MeTon pOJOBIIHUX BKJIIOYAE BUBYCHHS YyCIIAJIKyBaHHS
3aXBOPIOBAaHHS a00 SKOICh O3HAKHU 32 POJIOBOJOM CiM'T.
Meto 1 BUKOPUCTOBYETHCS:
- Ipu 3'ICyBaHHI 4YM € O3HAKa €IMHOI0 B CiMT a0 € JeKijIbKa BHITAJKIB JaHOI
naTosiorii (CiMmelHui xapakrep);



- Ipu 3'ICyBaHHI, UM € 3aXBOPIOBAHHS CIAJIKOBUM a00 (heHoKomiern. Derokonis
— 3aXBOPIOBaHHSA, MOJI0HE 3a KIIHIYHUMHU CHUMITOMAMH 31 CIaJKOBHM, aje Ma€ IHIILY
eTi0JIOT110. SIKII0 3aXBOPIOBAHHS MEPENAETHCA B Pl MOKOIiIHb, BAPTO MPUIYCTHTH HOTO
CIIaJIKOBU XapakTep;

- [pHU BU3HAYCHHI THITYy YCTaAKyBaHHs (OMIHAHTHHM, PEIECUBHUMN, 3UCTUICHUM
31 CTATTIO, YCHAAKYBAHHS JICTAIbHUX TE€HIB, IEHETPAHTHICTh T€HA);

- TIpH aHaJIi31 3UETICHHs TeHIB Ta KapTyBaHHI XPOMOCOM;

- TIpW BUBYEHHI IHTEHCUBHOCTI MYTaIlIHHOTO MPOIIECY;

- [pW BU3HAYCHHI MEXaHI3MiB B3a€MO/Iii T€HIB,

- TIpW BU3HAYCHHI TOMO- 1 TETEPO3UTOTHOCTI PI3HOMAHITHUX YICHIB CIMT;

- MpW BU3HAYEHHI MOXJIMBOCTI TEHETUYHO 3YMOBIICHUX TMOJIH;

- I[pY BU3HAYEHHI PU3HUKY HAPOHKEHHS XBOPOI IUTUHU,

- IIpH BUABJICHHI 0Ci0, K1 MOTPEOYIOTh MEAMKO-TEHETHYHOTO KOHCYJIbTYBaHHS,

- TpW BHU3HAYEHHI KJIIHIYHOTO MPOTHO3Yy JUIsi MpoOaHma Ta MOro poaudyiB 3
ypaxyBaHHIM OCOOIUBOCTEH 3aXBOPIOBAHHS Ta HOTO T€HETHYHOI XapaKTEePUCTHKH;

- TIpH OIIHII €KCIIPECUBHOCTI Ta IEHETPAHTHOCTI T'€HA,;.

- g MI'K.

BuainsroTs Tpu eTanu KiIiHIKO-TeHEAIOTTYHOTO METOTY:

1 eman - 30ip ceneanociunoi inghopmayii.

Jlns aHami3y MoBUHHI OyTH 310paHi BiIOMOCTI HE MEHIIIE, HiJK PO TpH MOKoJiHHS (6adycs-
Jiych, 0aTbko-MaTH, iTH). OCOOIMBICTIO KIIIHIYHOT TEHETUKH € T€, M0 00'€KTOM JOCIIKECHHS €
HE OKpEeMHI XBOpHUH, a ciM's. 301p BIIOMOCTEH MOYMHAETHCS 3 Tpobana. [Ilpobandom HA3UBAETHCS
JIOMHA, sKa 3BEpHYyJacs 10 JIiKaps, 4YacTille - 1€ XBOpPUH Ha chaakoBe i/abo BpoKeHe
3axBoproBaHHs. IloTiM ciigye po3muTyBaHHS MPO CHOCIB mpobanma (miTh oHiel GaThKiBCHKOT
napu), HallOMMKINX POAMYIB y TMOPSAKY HAPOIDKEHHS, MOTIM MO poauyiB Marepi Ta OaTbka. Ciij
BKAa3aTH BiK MOMEPJIUX, IPUUYUHHA CMEPTI.

VY Bumagky, KOJIM 10 TEHETUKA 3BEPTAIOTHCS CiM'1, SKi BXKE MAIOTh XBOPY IUTHHY, TaKe
00CTE)KEHHS HA3WBAETHCS pempocnekmuenum, a TPoOaHAOM Ha3MBalOTh XBoporo. Ilpm 3060pi
MACTIOPTHUX JaHUX Ta aHAMHE3Yy HEOOX1HO 3BepTaTH yBary Ha HaCTYITHE:

1. Tlpi3Buie, iM’ s Ta MO-0aTHKOBI OATHKIB. Y MaTepi BKa3yIOTh A1BOYE MPI3BHIIIE.
[Ipu cnopigHeHOMy NUTIOO1 MiABUINCHUN PHU3UK HAPOJDKEHHS MITeH 13 PEIeCUBHUM
3aXBOPIOBAHHSM.

2. Bik mpob6anga. CnankoBi XBOpOOM MOXYTh MPOSBISATHCS B PI3HOMY BIIll.
baxxano Bkazatu Bik 0aTbKiB HA MOMEHT HApO/KEHHSI poOaHaa, OCKUIBKHU 3 BIKOM MaTepi
MOB'sI3aHA YaCTOTa XPOMOCOMHHUX XBOpOO, a 3 BIKOM OaThKka - HOBI T€HHI JOMIHAHTHI
MyTartii.

3. SxuMm 3a paxyHKOM € poOaHja y cimM'.

4. HarmionaneHicts. Yacrinie crioctepiratotbes: a) xBopoda Tes-Cakca y eBpeis-
amkeHasi; ©0) o-Tamacemis - Yy TpEKiB; B) CEpIONOAIOHOKIITUHHA aHeMisi - Yy
appoamepuKaHiliB; 1) B-tamacemis - y xwureni IliBaenno-CxigHol A3ii; €) MyKOBICIH103
- y BuxiauiB i3 [liBHiuHOT €Bponu Ta sxurteniB [liBaHs Ykpainu Ta iHIIi.

5. Micrie nmpoxuBaHHs CiMT (1151 BUKJTIOUCHHS €HAEMIYHOIT 30HM).

6. Micue mpoxuBaHHS TpanlypiB MO MaTEPUHCHKIH Ta OAaThKIBCHKIN MiHil (s
BUKJTIOYEHHS CIIOPIHCHUX MLTIO0IB).

7. Micue pobotu 6aThKiB Ta MiCIle MPOXOJUKEHHS CIY)XOM y 30pOHHHX CcHiax
OaThKa (/17151 BUKITFOUCHHS BIUTUBY MYTareHHUX Ta TEPATOTCHHUX (HaKTOPiB).

8. HasBHICTh XpOHIYHHMX 3aXBOpPIOBaHb y MaTepi (cepLeBO-CYAMHHOI CHUCTEMH,
opraHiB auxaHHs, aiader, eminerncis, DKYV).

9. HecnpustiuBuii akymepcbkuii anamHe3. HasiBHICTH penpoayKTUBHUX BTpaT
(camoBHKMIHI, MEPTBOHAPO/UKEHHS, 3aBMEpJi BariTHOCTI, IEPBUHHE HEIUTIAS) B
aHaMHe31 MOXYTh CBIAYUTH MpPO HASABHICTh 30aJaHCOBAHOI XPOMOCOMHOI MyTalii y
0aThKka 4u MaTepi.

10. KinbkicTp BariTHOCTEH y MaTepi nmpobaHa, yTOUHUTH MEepedir KOXKHOI 3 HHUX,
B IKOMY TE€PMiHI Ta 3 SIKOT IPUYUHHU ITepEepPBaHa BariTHICTD.



11. OOtsoxenuil cimelinuii anamue3. HasBHicTh y ciMT niTeil i3 cmagkoBoOiO
MaToJIOTIEI0, BaJaMH PO3BUTKY, MITEH, IO MOMEPJIM B PaHHbOMY BiIll CBiAYaTh MPO
yCTaJKyBaHHS MATOJOTIYHUX TEHIB a0 30allaHCOBAaHMX XPOMOCOMHHX mepedyaoB. Y
BUMAQJIKY CMEPTi TUTHHU CIIiJi OTPUMATH 3aKITIOYCHHS aTOJIOT0aHATOMA.
12. HecnpustnuBuid mepebir BariTHOCTI, sSKa 3aKiHYWIACS HAPOJKCHHSIM
npobana:
a) 3arpo3a repepuBaHHs BariTHOCTI - IPH XPOMOCOMHUX Ta MOHOT€HHHX CHHJIPOMaX Y IUIOJIa;

0) 3aTpuMKa BHYTPIIIHBOYTPOOHOTO PO3BUTKY — IPH XPOMOCOMHHX Ta MOHOTCHHHX
CHHJIpOMaXx, BHYTPIIIHHOYTPOOHUX 1H(EKIINAX, pagialliiHOMy ypakeHH1, 6araTomiiHii BariTHOCT,
arutasii manuTyHKOBOT 3aJ103H;

B) MaJOBOJJS — IPHU 3aXBOPIOBAHHSX, IO CYIPOBOKYIOTHCS 3HHKCHHSIM HOPMAaJbHOI
MPOYKIIIi cedl, TPH YPO/KEHHUX BaJlaX PO3BUTKY,

r) 0araroBoais - NpPHU BaJax MIUIYHKOBO-KUIIKOBOTO TPAaKTy 3 MOPYIICHHAM (QYHKIIT
KOBTaHHS,

1) Majia PyXOMiCTh IUIOAY - IPH apTPOTPUTIO3aX.

13. XBopobu cuOcCiB, MPUUKHU iX CMEPTI Ta BiK, B SKOMY BOHU ITOMEPJIU.
14. Yrounutu B mMatepi:

a) AKOIO 33 paXyHKOM JAMTHHOIO BOHA Oysa B CiM'T?

0) uu € B cectep Ta OpaTiB JITH?

B) KUIBKICTB JiTel y MOPSIIKY HAPOKEHHS, TX CTaH 370POB's1?

T) SIKIIO XTOCH 13 HUX ITOMEP, TO BUSCHHUTH MTPUYHHY.

Ilicna 360py anammuesy onucyiomsv penomun Xeopo2o - CYKYRHICMb 308HIUWHIX ma
GHYMPIWHIX 03HAK OP2AHIZMY .
1l eman - ckradanus po0osooy.
Pooosio - rpadiune 300pakeHHs CIMEHHOTO JepeBa.
Cumeonu, sKi 3acmocogyromscs 07 00Y008U POO0EOOY
- 37I0pOBa K1HKA
- 3JI0pOBUI YOJIOBIK
- mpo6aH
- IUTI00
- KPOBHOCIIOPIAHEHUH ITI00
- TOBTOPHUH NUTIO0
- CTaTh HEBIIOMA
- abOpPT MeTUIHMIA
- BUKHJICHb
- HE3apeeCTPOBAHUH NUTIO0
- cubcu
- MOHO3UTOTHI OJM3HIOKH
- IN3UTOTHI OJIM3HIOKHA
- IOMEPIHN
- Oe3mmgHuN nUTF00
- OesrmiaHa, 03T TN
- XBOpi
VY 3a51eKHOCTI BiJl METH AOCIIPKEHHS, POJIOBIJT MOXe OYTH nogHum abo ooMmexceHuM.
Ilpasuna cknaoanns poooeooy:
1. PopoBin moTpiOHO MOYUHATH CKJIAATH 3 CEPEAMHHU JIUCTA.
2. Poposia 300paxatoTh rpadiqHoO, ISl 40TO BUKOPHUCTOBYIOTH CHUMBOJIH.
3. CulciB 300paXkyIoTh CrpaBa HaJIiBO B MOPSAKY HAPOKECHHS.
4. YciwieHn 0JHOTO TOKOJIIHHS 300pa)XXyrOThCsl Ha OJIHIH JIiHii.
5. PopoBia 3py4HO mMoYaTH CKJIaaaTH 3 MaTepi nmpobaHja Ta ii cuOcCiB, MOTIM — i
poanuiB. Matu Ta i poauul pO3TalIOBYIOTHCS B POJOBOJII crpaBa. baTbka Ta #Horo
poauuiB —31iBa. [Ipo6anna ta fioro cuOciB — mocepeuHi MiXx ciM'sMu OaTbKa Ta MaTepi.



6. IlokomiHHS MO3HAYAIOTh PUMCHKHUMH IU(PpaMu 3BEpXy JAOHH3Y. 3BUYANHO
nudpu CTaBiATH 37iBa BiJ poaoBOAYy. ApaOChkuMu mudpaMu HYMEPYIOTh HAIIaJKiB
OJTHOTO TOKOJIIHHS (BECh psiJ) 3J1iBa HANpPaBO MOCIiA0BHO. Y0OBIKa 1 )KIHKY POJOBOIY
MOXHa TIO3HAYUTH THM XK€ HOMEpPOM, aje pa3oM 31 CTPOYHOI OYKBOIO Ticis mudpH,
SKIIO BOHM HE KPOBHO MOB'S3aHI 3 WICHAMH POAOBOAY. SIKIO OAWH 3 TOIPYXOKS HE
oOcTe)XeHU Ha HAsIBHICTh O3HAKU 1 HOTO POJIOBII HE HABOAUTHCS, OakaHO HE 300pakaTH
fioro B3araii. Ko>xHuii mpeIcTaBHUK MOBUHEH MATH CBiid KOJ;

7. BkasyioTs Bik (1aTy HapOKEHHS) WieHiB ciM'T udpamu Oiiss CHMBOITY.

8. Ocobucro 006cTexKEeHOTo Mo3Ha4aTh 3Ha4koM (!).

9. Toapyxoksa poaudiB mpoOaHIa MOXYTh HE BiIOOpa)kaTUCS B POAOBO/II, SKIIIO
BOHH 3JI0pPOBI 1 "HE BIUIMBAIOTH" HAa BUHUKHEHHS 3aXBOPIOBAHHS.

10. Cunix Bka3zatu aty CKJIaJaHHS POJOBOY.

11. CxnagaHHsi pOJIOBOAY CYNPOBOIKYETHCS JET€HIOK0.

12. ITokoaiHHS MOXHA PO3MIIIATH KOHIICHTPUYHO.

11l eman — ceneanoziunuii ananis. Ilo-nepiie ciig yTOYHUTH, YU YCTIAIKOBYETHCS O3HAKA, YU
BOHA € HACJIIJIKOM HOBOI MyTaIlii abo Ji€0 TepaToOreHy; Mmo-Apyre — BU3HAYUTH TUI YCHAIKyBaHHSI
3aXBOPIOBAHHS B JJaHii CiM'T, O-TpeTe —'€HOTHUI OAThKiB Ta PU3UK HAPOPKEHHS XBOPOi JUTHHHU.

Bcmanoesnenns cnaokogozo xapakmepy o3Haku’ AKIO B POJAOBOJL 3yCTPIYAETHCS OJIHA i Ta
K O3HaKa JIeKiJIbKa pa3iB, TO MOXKHA yMaTH PO CMAIKOBY MPUPOTY.

Bukniouenns genokonii. SKIo, TMAaTOTEHHWH (aKTOp MisIB HA KIHKY BIPOJOBXK YCIX
BariTHOCTEH, TO B HEl MOXYTh HAPOJUTHCS ACKUTbKA JITEH 3 OJHAKOBUMH YPOJKCHHUMH BaJaMH.
Omni # T1 X mpodeciiiHl MKITMBOCTI a00 30BHINIHI (AaKTOPH MOXKYTh BUKJIMKATH TMOMIOHI
3aXBOPIOBAHHS Y WIEHIB CIMT.

Bcmanoenennss muny ycnaokyeanus. po3paxyHKH CITIBBITHOIICHHS YHCIIa XBOPUX JITEH 110
3MI0pPOBUX JaJyTh HEBIPHE 3aKIIOYCHHS MPO TUN YCMAJIKYBaHHS, OCKUIBKH TPH PELECUBHOMY
3aXBOPIOBaHHI B MOJIE 30pYy JIKaps HE MOTPAIUIAIOTH CiM'1-HOCIT, B IKUX HApOJUIIUCS 3I0POBI JIITH.
VY TakoMmy BUTIAQJKy HEBUSIBJICHI CIM'I CTAaHOBISAThH, HAMMPUKIIAM], TIPH OAHIN TUTHHI 1 TOMIHAHTHOMY
Tumi ycrnaakyBanusa 1/2,a npu periecuBaomy — 3/4. TakuM 4MHOM, Y PO3paxyHKH CITiBBIIHOIICHHS
XBOPHX 1 3/I0pOBHX AITEH CIIi1 BBOAUTH MONPABKH HA YAaCTKY HEBUABICHHUX JiTEH.

bausurwkosuit memoo

BuBueHHs ycmaaKyBaHHS PI3HOMAaHITHUX O3HAK Yy OJM3HIOKIB JO3BOJHIIO 3'ACYyBaTH
0COOIMBOCTI TIepeaadi CHaJKOBUX 3aXBOPIOBaHb, CXWJIBHICTh JO0 HHUX, peaii3ailiio OJHAKOBOTO 1
HEOJJTHAKOBOTO T€HOTHIy B PI3HOMAHITHHX yMOBaxX CEpelOBHINA, MPUYUHHU MPOSBY 1 CTYIiHb
BUPAXEHHS T'CHIB.

HasiBHICTH Yy MOHO3UTOTHUX OJHM3HIOKIB OJHAKOBUX O3HAK 1 OJHAKOBUX 3aXBOPIOBAHBb
3BEThCSI KOHKOPOAHMHICMIO, PO3XOKEHHS B 03HAKAX - OUCKOpOaHmHicmio. SIKII0 B MOHO3UTOTHUX
ONMU3HIOKIB CTYIMiHb KOHKOPJAHTHOCTI BUIIMHA HIX Yy AM3UTOTHHX, 1I€ TOBOPUTH MO CIIAIKOBHUN
XapakTep 3axXBOpIOBaHHS. BakiMBO MaTH HAMOUIBINT 4iTKI MapKepu KOHKOPAAHTHOCTI, SIKUMH €
nopTpeTHa MoAiOHICTh, Tpyna KpoBi, nepmarorimidika, gani EEI' i EKT. Mertoa, mo no3Bosise 3
100%mocToBIpHICTIO BCTAHOBUTH MOHO3UTOTHICTD - 1€ TPAHCIUIAHTALlISI TUJISTHKH IIKIPH.

Jlyist BUBYEHHS POJIi CIIAJKOBOCTI B TIOXODKEHHI Ti€l a00 1HIIOI O3HAKU HIMEIbKHI TeHETUK
K. Xonbuuurep 3ampornoHyBaB (opMyiny BU3HAueHHS Kkoegiyichma ycnaoxkysanns (H) i
koegiyicuma eniugy cepedosuwya (E):

% nooiornocmi M3 - Y% nooibnocmi /{3

100% - Y%nooionocmi /13
Ie.
M3 - MOHO3UTOTHI OJU3HIOKH,
J3 - mu3uroTHI OJIM3HIOKH .
BBaxarots, skuro H=0,7 i BuIe, T0O OCHOBHA POJIb Yy BUHUKHEHHI 3aXBOPIOBAHHS HAJICKUTH
cnaakoBocTi, mpu H=0 o3Haka BUKIMKaHA YMHHUKAMH CepeoBHINA. UMM 3yMOBJICHA JaHa O3HAKa
(cmamkoBicTIO a00 YMHHUKAMHU CEPEOBHINA) BHPINIYIOTh HACTYIMHUM 4YHMHOM. Hampukian,



KOHKOPAAHTHICTh 10 OponxianbHil actMi B M3=47%, a B J13=24%, toni H =0,3=30%,E=100%-
30%=70% o1xe, st o3Haka Ha 30%3ymMoBIeHa CIaAKOBICTIO, a Ha /0% -BIUIMBOM cepeOBHIIA.
Ilapnua xonxopOammuicms - 4YacTKa map ONU3HIOKIB, Yy SIKMX OOMIBAa MapTHEPU MAIOTh
JOCITIDKYBAHY O3HAKY CepeJl yCiX map OJIM3HIOKIB MOMYJIAILII, 2 HE BUOIPKOBO.
Ilpobanona koumkopoanmHicms Ja€ MOXIUBICTH BU3HAYUTH OJHUM YH J[BOMA TE€HAMH

JETEPMIHYETHCS TaHA O3HAKA.
C+2C*

C+2C*+ /],

ae.

C- 4MCIO KOHKOPJAHTHHUX Map OJIM3HIOKIB, y SKUX OyB 3apeecTpOBaHM JHMIIE OJIUH
npoOaH;

C* - ymcno nap OJU3HIOKIB, Y SKMX KOHKOPJAHTHUMU Oyii 00M/1Ba OJIM3HIOKH,

D - unciio AucKOpAaHTHHUX Tap OJU3HIOKIB.

Memoo koumponio 3a napmuepom, KOIU OJHWH 13 ONU3HIOKIB TICHsl BIUIUBY SKOTOCH
YMHHUKA Ma€ TOPYIICHHS, a JPYTUi BUCTYNAE B SKOCTI KOHTPOJIO. Jla€ MOXIMBICTh BUBYHTH
HOPMY peakilii JaHOTO TeHOTHITY 1 BIJIMB Ha HOTO OYAb-IKUX YNHHHKIB.

Jlepmamocnipika - BUBYCHHS PUCYHKY JIiHIKH J00HI  (TaJBbMOCKOIIsI), MANbIIiB
(maxtmnockomisi) i cronu (maaHTockormis). [laminsipHuid Bi3epyHOK T€HETHYHO JCTEPMiHOBAHHMN
(monmireHHa O3HaKa), HOCHUTH 1HAMBIIyaJbHHI HEMOBTOPHUN XapakTep i HE 3MIHIOETHCS MPOTATOM
YChOTO JKUTTS. BiH Bifpi3HsA€TbCA B MPEICTaBHUKIB PI3HOMAHITHUX pac 1 HalllOHAIbHOCTEH.
Bnanocs 3B'a3aTi BUHHKaO4i 3MIHA B CTPYKTYP1 MIKIPHOTO penbedy 3 TMOSBOIO ACTKUX CHAIKOBUX
3aXBOPIOBaHb.

Merton nepmarornidiku He MOTpeOye BETUKHX MaTepialbHUX BHUTPAT, J1a€ MOXJIHBICTH
MPOKOHCYJIBTYBAaTH XBOPOTO Ha BIJACTaHi, MIATBEPAUTH KIIHIYHUAN JiarHO3; UM METOJIOM MOKHA
BHSIBUTH HOCIMCTBO MYTAHTHHX TeHIB. OCOOJMBOrO MOIIMPEHHS METOJ JepMaToriidiku omepkan
IpU JIaTHOCTUII PI3HOMAHITHUX XPOMOCOMHHX CHHIpOMIB. Ilpu 1poMy rpeGeHeBHii paxyHOK
MOXeE SK 30UIbINYBAaTHCS, TaK 1 3MEHITYBaTUCSA, MOXKYTb 3'SBIATHCS JOJATKOBI CKJIAIKH,
3MIHIOBATHCS PO3TALIYBAHHS TOJOHHHUX JIiHiH, po3mip Kyra atd, o y HopMmi He mepesunye 57°.
BuBdeHHs1 7iHIA Ha CTOMI 3aCTOCOBYETHCS 3 TIE€IO XK METOIO, aje YacTillle BUKOPHUCTOBYETHCS B
HAyKOBHX JOCTIPKEHHSX 1 pifiie — y MPaKTUYHIA MEIUITIHI.

Humozenemuuni memoou. 11i MeTonu AO3BOJSIOTH 32 JOMOMOTOI) MIiKPOCKOTAa BHBYUTHU
XPOMOCOMH JIFOAWHH, 1X CTPYKTYpPHI OCOOJIMBOCTI 1 BHUSBUTH TOPYIICHHS YHCIA Ta CTPYKTYPH
XPOMOCOM JIAHOTO OpraHi3My (XpOMOCOMHi Ta TeHOMHI MyTallii). [X BUKOPUCTOBYIOTH I

a) J1arHOCTHKH XPOMOCOMHHX XBOPOO;

0) BUBUCHHS MYTAIIHOTO MPOIIECY;

B) JIOCTIIPKCHHSI HOPMAJIbHOTO XPOMOCOMHOT0 TOTIMOP(])i3My B JTFOJCHKUX MOMYJIAIIsNX.

Memoou:

1. Meroxa kapioTUITyBaHHSI.
2. Meroxa BU3HAYEHHS CTATEBOTO XPOMATHHY.

3. HoBi meromm — nudepenuiiioBane (apOyBaHHSA XpoMOCOM, aHami3 mpodasHux Ta
npomeTadazHux XpoMocoM, (payopectieHTHa riopuau3aris in Situ.

Memoo kapiomunyseanns

Ocho6Hi nokasamHs 00 Kapiomuny8aHHsI.

1) npu HassBHOCTI MHOKHHHHX Ta i30;150BaHuX BBP;

2) npu ypomKEHHMX Balax PO3BUTKY B JITEH, sKi HE BIIHOCATHCS IO TSHHOTO
CUHPOMY;

3) npu 3BHYHMX BUKUIHAX (2 Ta Oliblie), MEPTBOHAPOPKEHHSX y JKIHOK Ta 1HII.
PENpOAYKTUBHHUX BTpATax;

4) npu miao3pi Ha mepegady CiMeiHHOT TpaHCIIOKallii;

5) mis miATBEPIKCHHS iarHO3y, BCTAHOBICHOIO METOAOM  JIOCIIKEHHS
CTaT€BOT0 XPOMATHHY,



6) s TOTOJIOTOBOI AIarHOCTUKY Y BUIIAJIKY JIITHBOTO BiKy MaTepi abo mio3pi Ha
nepeaady CiMeHOI TpaHCIIOKaIlii,

7) mpu migo3pi Ha XPOMOCOMHY XBOPOOY;

8) mpu MHOXXMHHHUX BaJax PO3BUTKY a00 O03HaKax AU3MOP(ii, €TIOIOris IKUX HE
BU3HAYEHA KJIIHIYHO,

9) BiacTaBaHHS B pO3yMOBOMY PO3BHTKY HE3'SICOBAHOI €TIOJIOTII;

10) mopyiieHHs penpoyKTUBHOT (PYHKIIIT HESICHOTO TeHE3Y B JKIHOK Ta YOJIOBIKIB;

11) cyrreBa 3aTpUMKa pO3yMOBOTO Ta (Di3HUHOTO PO3BUTKY B JITEH;

12) npenaraibHa AiarHOCTHKA (PU3HK, MOB'SI3aHUM 3 BIKOM TUTHHHU, HASBHICTIO
TpaHcioKalii y OaThKiB, HApOHKEHHSM TOMEPEIHbOI JUTHHU 3 XPOMOCOMHOIO
IATOJIOTIEI0);

13) neiiko3u (muaiarHocTHKA, OiHKA e()EKTUBHOCTI JIIKYBaHHS Ta MPOTHO3Y);

14) omiHka MyTareHHUX Jiil (pagiamiifHuX, XiMiYHHX);

15) yci crmoHTaHHO a0OPTOBAHI Ta MEPTBOHAPOIKEHI TLIO/IH;

16) miTv 3 KIIHIYHUMH O3HAKaMH repMadpoIUTH3MY;

17) Ge3rutigHi TOAPYKHI MapH.

OO0’ €KTOM LUTOTEHETUYHOTO CIOCTEPEKEHHS MOXYTh OyTH KIITHHH, SKI JUIATHCS
(comatuuni, MmeiioTHYHi, iHTepda3Hi).

Marepian OlomCiiHHIA, OTPUMAaHUN IIJISIXOM ITYHKIIi KiCTKOBOTO MO3KY, TOHAJ, MyXJIUH,
eMOpIOHATLHUX TKAaHUH, JTIM(GAaTUYHUX BY3JIiB, CEJIE31HKH Ta KIITHHU XOpioHa. [Ipu mpenaranbHii
JIarHOCTHII — KJIITHHA aMHIOTHYHOI PITUHY, XOPiOHA, TUTAlIEHTH 200 MyMOBUHHOI KPOBI TUIOAY.

HaiiuacTimme BHUKOPUCTOBYIOTH METOJl KyJbTHBYBaHHS JIMQOUHTIB mepudepudHoi KpoBi
(menpsimuii meton). Etanm mporo mocmimkenns: 1. 3abip kposi (1-2 mMa BeHO3HOI KpOBI,
GbiTOreMarOTHHIH, CEpeloOBHINE); 2. J0AaBaHHSA KOJXIMUHY 3a 2-3 TOAMHH [0 3aKiHYCHHS
KyJIbTUBYBAaHHS 3 METOIO 3YIHMHKH IOALTY KJIITMHHM Ha craaii meradasu — merox MeradazHoi
IUTACTUHKH). Y BHWIIaJKaX, KOJIM HEOOXIiAHO MPOBECTH [ETANbHUI aHalli3 OKPEMOIro paioHy
XpOMOCOMH, BHUKOPHCTOBYIOTH CTaJlil0 mpomeradasu (XpoMocoma penyIuliKyBayacs, aje Imie He
KOHJIEHCYBajacs) — npomMeTadasauii MeTo1 ab0 METO.T BUCOKOPO3PIIIaiyoi IIMTOTEHETHKH; 3. eTall
rimoToHizamii («CIMOTOHIYHUI IMIOK») — JNOJA0Th TIMOTOHIYHMNA PO3YMH XJIOPHIY KaJbIlil0 a0o
[UTPATy HATPi0, BHACIIIOK YOTO KIIITUHA Ha0YyXalOTh, s7epHA 000JOHKA 1 MDKXPOMOCOMHI 3B’ SI3KH
PO3pUBAIOTECS 1 XPOMOCOMH BUIBHO IIABAIOTh Y LUTOIUIa3Mi; 4. ¢ikcariss KIITHHHOI CyCIeH3ii
CYMIIIIIO MeTaHony i onroBoi kuciaotu (1:3), moTiM neHTpudyryoTh, CYCIEH3il0 HAHOCIATH Ha
npeaMeTHe  CKenblie, (IKCYIoTh, BHCYIIYIOTh, 5. (apOyBanHs - wMetogoM ['imze,
mudepenttiioBanoro ta ¢gayopecieHTHoro dapoysanns. bapsuuk ['imze ¢apOye yci xpomocomu
PIBHOMIPHO 1O BCiil 1oBKuHI. [IpH 1IbOMY KOHTYPYIOTHCS LIGHTPOMEPA, BTOPUHHI MEPETIKKU.

Memoo ougepenyitiosanozo apdyseanns — TeMIEPaTypHO-COIHLOBUN BIUIMB Ha (DiKCOBaHI
xpoMocomu ((papOyBaHHs akpixiH-imputoM — Qwmeron, dapda ['im3a — Gameron). [licns moxioHuX
BIUIMBIB 3'SIBIIETHCS MOXIJIMBICTh BHSIBUTH TUCKH (CMyrd, OCHIM) Ha IjIedax XpoMocoMm (MOKHA
ouinutu 6;m3pko 200 — 400ninsHOK). KokHe miiede XpoMOCOMU AUTUTHCS HA paidloHU (Hymeparis
X 3MIHCHIOETHCA BiJl LIEHTPOMEPY 10 TEIOMEPY), AKUX Yy XPOMOCOMI 3BHYaiHO 2 - 3,iHOMI B CMYy3i
BUAULIOTE cyOnosiocy. Hampukman, 3ammc 1p3.6 o3nawae 6-ra cmyra (abo nmuck), 34i paiioH,
KopoTke miede 1-i xpomocomu. BBaxkaroTh, 1o 3a0apBlieHI CErMEHTH — Te€TEpPOXPOMATHHOBI, a
He3alapBIieHI — €yXPOMATHHOBI, B IKUX po3MillleHi koayrodi mociigosHocti JTHK.

Busnauenna cmamesozo xpomamuny. IIpo craH cTaTeBHX XPOMOCOM MOXKHA CYIUTH 3a
CTaTeBUM XPOMATHHOM KJIITHHHUX (IHTep(a3HUX) sjAep, BHUBUCHHS SKHX 3aCTOCOBYETHCS Y
KJIIHIYHIM TIpakTUIll B SKOCTI JOCTYTHOTO METOJYy TECT-IIarHOCTHUKH. X-crmamesuil XpoMamuH
(minvye bappa) - 1le HEBEIMYKE YTBOPEHHS pi3HOI (OpPMH, SIKE YITKO BHIUME Yy CBITIOBOMY
MIKPOCKOITI B SiAp1 KIIITHHY Ha cTaii iHTep(das3u 1 MIBHO MPUIIITae 10 MEMOpaHu spa.

Binpmicts iHTEep(}a3HUX KIITHHHUX SIEP KIHOYOTO OPTraHi3My MICTAThH TUIBIS X-CTaTEBOTO
XpPOMaTHHY, a B SApax YOJOBIYOrO OpraHi3My BiH BiACYTHIM. Bu3HaualoTh BiJICOTOK BMICTY
CTaTeBOr0 XPOMAaTHHY, TOOTO KinbKicTh Tinels Ha 100inTepdaznux suep. Y nopwmi Bin 20 no 40%
KJIITHH XiHOYOro opraHizmy i Biag O 10 5% KJIiTHH Y0JI0BIYOr0 OpraHi3My MICTATh B SApax TiIbIE
X-cTareBoro XpoMaruHy. BBaxaroTh, 1m0 rimdka cTaTeBOTO XPOMAaTHHY YTBOPIOETHCS 332 PAXyHOK
reTepoXpOMaTH30BaHOI (CIipaiiizoBaHoi) X-CTaTeBOi XpOMOCOMH. Y MPOIEC reTepoXpoMaTH3arii



X-cTaTteBa XpOMOCOMa CTa€ HEAKTHUBHOIO H y iHTep(hazHOMY A1api YTBOPIOE IIMHOKY X-CTaTEBOTO
XpoMatuHy. IcHye ¢opmysa, MO BCTAHOBIIOE 3B'SI30K MK KUIBKICTIO TJIHMOOK X-CTaTeBOTroO
XpOMAaTHHY 1 CTaTEeBUX X-XPOMOCOM B OJHIH KJIITHHI:

n=X-1,

Jie: N - KUTbKICTh TTIMOOK CTaTeBOI'0 XPOMAaTHHY,

X - KUTBKICTh X-CTaTEBUX XPOMOCOM.

[Mpu xapiotuni 46 X KiTBKICTh TTHOOK cTaTeBOro XpoMaTuHy aopiBHioe (N=X-1=0), o610 B
KIHOYOTO OpraHi3My B SApax KIITUH BIICYTHS TNIHMOKa CTaTeBOTO XpomaTuHy. BiamoBigHO 110
rimote3n M. JlaiioH, y >XiHOUOMY OpraHi3Mi BIPOJOBXK IMEPIINX JIBOX THXKHIB eMOPiOHAJILHOTO
PO3BHUTKY Bl CTaTeBi X-XpPOMOCOMH 3HAXOJSAThCSA B aKTUBHOMY CTaHI ¥ 0OWMIBI HEOOXIiIHI st
HOpMasbHOTO MudepeHiiroBanHs ctati. Ha 16-my TrxkHI BiZOyBaeThCsl iHAKTUBAILISL OJIHIET CTATEBOT
X-XpOMOCOMH COMaTUYHUX KIITHH, 1 B )KIHOYOI 0COOH, SK 1 B 40JIOBIUO1 (P)YHKITIOHYE TITBKH OHA
X-crateBa XpoMocoMa. Y Takui croci0 JocAraeTbesi eghekm 0o3u 2emig, y pe3yiabTaTi 4oro B
KIHOYOMY OpTraHi3Mi XX-CTaTeBi XpOMOCOMH YTBOPIOIOTh TaKy K KUIBKICTh MPOIYKTY, 5K 1 €A1MHA
X-crareBa XpoMocoma. Y mporieci eMOpioreHe3y iHaKTHBaIlisi X-CTaTeBOi XpOMOCOMH Y TKaHUHAX 1
OpraHax JIFOJIMHH BiOYBA€ThCS 3 HEOJAHAKOBUM TEMIIOM, Y PE3yJIbTaTi YOTO y TUIOAY B TOW CaMHid
Yac y pi3HUX KIITHHAX YTPUMYETHCS pi3HA KUTBKICTB siiep 13 X-CTaTeBUM XPOMATHHOM.

Bwmict X-crareBoro XxpomaTuHy MOKHa BHU3HAUYWTH B PI3HOMAHITHMX TKaHMHAX IUIONY 1
MIPOBI3OPHUX OPTaHiB JIOJAUHU.

Ska 3 1BoX X-CTaTeBUX XPOMOCOM iHAKTHBYETHCS, 3aJICKUTh BiJl BUNIAKY. BBaXkaroTh, 1o B
OJTH1H MOJIOBHMHI KJIITHH XKIHOYOTO OpraHi3My iHaKTUBOBaHa OJJHa X-CTaTeBa XpOMOCOMa, a B PYTii
MOJIOBHHI - 1HINIA. Y 3B'I3KY 3 IUM y BUITQJIKy PEIIECCUBHOTO YCIIaIKyBaHHS, 34ETNICHOTO 31 CTAaTTIO,
y JKIHOYOMY OpraHi3Mi pELeCHBHMA MYTAaHTHMH T€H X-CTaTeBOi XPOMOCOMH KOMIIEHCYETHCS
JOMIHAHTHUM HOPMaJIbHUM T'€HOM IHINOI X-CTaTe€BOI XPOMOCOMH, YOTO HE CIIOCTEPIraeThCs B
YOJIOBIYOMY OpraHi3Mi.

IcHye neximpka MeTOAIB BU3HAUYeHHS X-cmamesozco xpomamuwny. CamMuil TpOCTUH -
BU3Ha4YeHHs Tulenb bappa B 3imkpiOi KIITUH CIM30BOiI OOOJOHKM IHIOKH mpH (apOyBaHHI
areTopceiHoM. 3jerka MPUTUCKAIOYHM IINaTeNlb, OepyTh 31MKPIO 31 CIM30BOi OOOJOHKH IIOKH,
PO3MOAIIAIOT, MAa30K Ha MpEeAMETHOMY CKJi 1 Ha 1-2 XxB. mojaroTh OapBHUK areTopcein. IloTim
MOKPUBAIOTh TpEenapaT MOKPUBHUM CKENbIEM 1, 3JIeTKa NPUTHCKAIOYW, BUAAJSIOTH 3aJIHUIIOK
OapBHHKa (IIBTPYBATBHUM MarnepoM. [Ipemapar BUB4aIOTh 3a JOIOMOTOIO CBITJIOBOI'O MIKPOCKOIIA
3 iMepciiauM 00'ektuBOM. [limpaxoByrore 100 inTepdaszHux saep 1 KUIBKICTh iX 13 rauOkamMu X-
CTaTeBOT0 XPOMATUHY BUPAXKAIOTh Y BiJICOTKAX.

BuxopuctoBytoThes 1 iHII 3acoOu dapOyBaHHS X-CTaTEBOTO XpOMATUHY:. 3a DenbeeHoM,
MemuneHo8UM CUHIM 13 HU3bKUMU 3HaUYeHHIMU pH, kpe3un-eionemom 1 iH.

Po3pobiieHi TakoX METOIM MiApaxyHKy Y-CTaTeBOro XpomarwHa. Y I[bOMY BHITAJIKy
BUBYAIOTH EINTENH CIU30BOI OOOJOHKHA IIOKA B YOJIOBIKIB 3a JOIOMOTOK JIFOMIHECLIEHTHOI
MIKPOCKOTTIi.

Ilokaszanns 0o eusnauenns X- i Y-cmamegozo Xxpomamuna.

1) BU3HAYCHHS CTaTi 3a HASIBHOCTI repMadpOAUTH3MY;

2) 3 METOI BH3HAUYCHHSI CTaTi JI0 HAPOKCHHS TUTUHU (IIPU aMHIOICHTE31), 100 y BHITAIKy
BHSIBJICHOI TATOJIOTii a00 BCTAHOBJEHHI YOJOBIYOi CTaTi MPH BHCOKOMY pPHU3HKY XBOPOOH,
34YETJICHOI 31 CTATTIO, BUPIIIUTU MUTAHHS PO NiepepruBaHHs abo 30epiraHHs BariTHOCTI;

3) It AIarHOCTUKY CIAJAKOBHX 3aXBOPIOBaHb, MOB'I3aHUX 13 MOPYIIEHHSM YHUCIIA CTATEBHX
XpOMOCOM. Y IIbOMY BHUMAJKy KIJIBKICTh TJIHOOK X-CTaTEeBOIO XPOMAaTHHY B KIITHHI MOXeE
30ipIIyBaTUCs (3aMicTh OfHieT MoXxe Oyt 2-3) a00 3MeHITYBaTUCS (B KIHOYOTO OpraHi3My MOKe
OyTu BiCyTHIH X-cTaTeBUil XpOMaTHH);

4) nas BU3HAUCHHS XpOMOCOMHOT MATOJIOTT IITEH 13 MOPYIIIEHHAM IHTEICKTY;,

5) /Ui BUSIBIICHHS CIIaJKOBOI MATOJIOTII MpH TEPBHHHIN amMeHopel i paHHI BTOPHHHIH
amMeHopei B JKIHOK, a TaKOK O€3IUTi /T B YOJIOBIKIB.

MoneKynapuo-yumozeHemuuni memoou

Meton MmosekyssipHoi (ryopecuenTHoi riopuamsanii in situ (FISH) 3acHoBanwii Ha
3naTHOCTI  xpomocomuoi JIHK yrBoproBatm cCTiiiki riOpuaHi MOJEKYIHM 3 BIIOMHUMH 3a
nykineoruaauM ckimagom JIHK (PHK Ta imm) - mpobamu Oe3mocepeHbO Ha ImpemapaTax



(bikcoBaHMX KIIITHH, XpOMOCOM Ta iHTep(ha3HUX sfep 3 MOJAIBIINM BUSBICHHSAM PpE3yJbTaTy
riopuamzarii mo MiTii — (IyOpecreHTHOMY  CHUTHaJly B OdYiKyBaHOMy Micii. [Ipemapar
JOCTIKYIOTh 32 JOMOMOTOI JIFOMIHECIICHTHOTO MIKPOCKOMA. 3aCTOCYBaHHS IIHOTO METOIY
JT03BOJIMIIO TIEPEUTH BiJ BUBYEHHS MOPQOJIOTii XpoMocoM 10 aHamizy nociigoBHocten JIHK, mro
BXOJATH JI0 iX CKJIQNdy.

VY SIKOCTI DOCIHIKYBAaHOTO MaTepiaay MOKHAa BUKOPHUCTOBYBAaTH HE TiIBKU ITUTOTEHETHUYHI
mpernapard, aine i cTaHgapTHO modapOoBaHI Ma3KHM KpOBi, KICTKOBOTO MO3KYy ab0 BiIOWUTKH
niMQoBY3IIiB, a TaKOX apXiBHUW TICTOJIOTIYHUN Marepian, SKAi 30epiraeTbCs y BUTIISII
napagiHoBHUX OJOKIB.

Brepmie in situ riopuansartis Oyma ommcana y 1969 pori, Konmu y SIKOCTI MiTKH OyB
BHKOPHCTAHMII pamioakTwBHHII ~P. B momambmoMy po3po6Ka HEpamgiOaKTHBHHX CHCTEM
MapkyBanHs JIHK-30H11B 3poOuia et MmeTo 6e3rmeyHuM Ta JOCUTh MPOCTHM Y BUKOHAHHI.

B sxkocti JIHK-nipoou (JIHK-30H12) MOXyTh OyTH BimHOCHO HeBenuki ¢parmentu JIHK,
KoMIuieMeHTapHi Tid mociigoBHocti JJHK, mo anamizyerscs. Po3mip 30H11B MOKe BapiroBaTH Bif
90-100 Tuc. m.H. 10 NEKUTbKOX MIIBLHOHIB M.H., TOMY B SIKOCTI MIIIIEHI MOXYTh OYTH HE TiIbKU

OKpeMi XpOMOCOMHI JUISTHKH, aJIe i yCsI XpOMOCOMa.
rs .

Pucynok 12.  Kaprtuna riopunuzanii 3
nokyccrnenudpiyaum 3oug0M LS| BCR/ABL Dual color,
Dual Fusion

Ils HOBa MeETOOWMKA JOCHIDKEHHS KapiOTUIY Ja€
MOKJIMBICTh 00’ €KTUBHO OIIIHUTH PO3MIpPH KIJIOHY KIIITHH,
SIKI HECYTh XPOMOCOMHY a0epallito, OCKIJIbKH JIJI1 BUBUCHHS
CTalOTh JIOCTYIHI KIITHHHI ToOmyssimii BIiomy. Merton
bnyopecuentroi  in  Situ  ri6pummszanii  (FISH) 0ys
pO3pOOIIeHUH ISl BUSBICHHS KOHKPETHUX TOCIIIOBHOCTEH
JIHK OGesmocepeqHb0 Ha IMTOJIOTIYHMX TIpernaparax. BiH J03BOJNIMB TMEPEUTH BiJ BHUBYCHHS
Mopoorii xpomocom J0 aHamizy nocruigosHocrei JTHK.

FISH € ctangapToM B MiarHOCTHUIll MIKpOJIEIEIii, OCKIIBKH JIaHl MOPYIIEHHS B OUTBIIOCTI
BUIIAIKiB HE MOKHA BUSBUTH 32 JJOTIOMOTOI0 TPAIHIIIITHOT ITUTOTCHETHKH.

MikpoaeseniiiHi CHHAPOMH - TII€¢ TCHETHYHI TIOPYIICHHS PO3BUTKY, IIOB'A3aHl 3
HEBEJIMKUMHU XPOMOCOMHHUMH JENICIIsIMH, IO 3a4iNaloTh OJUH a00 KiJTbKa T'eHiB.

Meron Takox J03BOJISIE BUSABUTH JeNelii, 1HBepcii, TpaHCIoKallii, myrurikamii, Ta iHII
ckiaaHi mepeOynmoBu. J[Bo- 1 TphoX KoimbopoBa  (ayopecueHTHa TiOpuamsamis N Situ -
3acTOCYBaHHS (IyOPECEHTHHX OapBHHKIB (PogaMiH — 4epBOHHUE KOJIip, (iyopeciein i3oTiomiaHar
— 3eJICHWH KOJIpP) — BUKOPHCTOBYEThCS Ui OONIKY CHMETPUYHHUX XPOMOCOMHHUX aOeparil,
TarHOCTUKYU aHEYIUIOiii B iHTep(da3HUX siapax.

Hopisnanvna zenomna ziopuousauin (CGH)

SIKIo KUBI KIITUHU HEIOCTYIHI a00 BOHHM HE AUIATHCS B KYIbTYpi, TOAI XPOMOCOMHHUMN
aHaII3 MPOBECTH HEMOJKJIMBO, IO HEPIAKO TPAIUISETHCA B OHKOIIUTOTEHETWYHIN TpakTuii. s
TaKMX CUTYalliil BiJHOCHO HEIABHO 3apPOTNIOHOBAHUI albTePHATHBHUM MiAXiJ, HE 3aCHOBAHUI Ha
BUKOPHUCTaHHI MeTaa3zHUX XpPOMOCOM TMYXJWHHHUX KIITHH. 3ampornoOHOBaHWUN METOJ -
nopiBHsiJIbHA reHoMHa riopuau3anis (CGH), BusBisie npodink 3MiH KUTBKOCTI KOMii KOXHOTO
JOKyCy (BTpaTta XpOMOCOM, jejerii, iHcepiiiid, amruridikariii) B 3pa3ky MyXJIHHHOI TKaHUHH i
J03BOJISIE KapTUPYBaTH 1i 3MIHM Ha HOPMalbHHUX MeTadazHUX XpOMOcoMax, TOOTO METO.
3aCHOBAaHWI Ha TiOpuau3arii in Situ qudepeHmiino MideHUX 3pa3kiB ToTanbHOI myxiuHHOI JJHK
narienTa i pedgepercnoi JJHK 310poBoi ocobu.

OTxe, iICHYI0Yl MOJICKYJISIPHO-ITUTOTEHETUYHI T1IXOU 1 METOU B KJIIHIYHINA ITUTOTCHETHII
BUPIIIYIOTH MpoOseMy TouHOI ineHTU(ikauii OyIb-IKHMX BapiaHTIB XPOMOCOMHHUX IOPYIICHb,
JO3BOJISIFOTh TIOCTABUTH TOYHWHA TEHETWYHHWW JiarHO3 3 BHSBICHHSIM KOHKPETHOI MPUYHHU
3aXBOPIOBAHHS, 10 HAA3BUYAWHO BAXIMBO [JIS YyXBaJICHHS NPABWIBLHOTO pIIIEHHS IIpH



JI0MIOJIOTOBOMY OOCTEXXEHHI IJI0JTY, @ TAKOXK MPH MEIUKO-TEeHETUYHOMY KOHCYJIbTYBAaHHI pobaHIa
Ta 4YiIEHIB MOro poauHU. TakKuM YHWHOM, CyYacHI TEHETHYHI TEXHOJIOTIi JO3BOJISIIOTH MPOBECTH
KOMIUIEKCHE  TU(EpeHIIfHO-TIaTHOCTUYHE  OOCTEXEHHsA, sKe Trepadayae  3aCcTOCYBaHHS
CTaHJAPTHOTO XPOMOCOMHOIO aHalli3y, MOJICKYJISIPHO-IIATOIC€HETHYHOTO Ta MOJEKYJISIPHO-
F€HETUYHOI'O0 METO/IIB.

BukoprucToBy€eThCS B OHKOTCHETHIT. PalioHu nenerii BMIIIYIOTh TeHU-CYIIPECOPH, a palilOHU
amrutiikarii — OHKOTeHH.

JIHK-oiaznocmuka. O6'ext nocmimkenns (JIHK) 3anumiaerbesi mpakTHYHO HE3MIHHOIO
IPOTSTOM JKUTTSI OpraHi3My, MOYMHAIOUM 31 CTajii 3aruliAHEHHS SHIEKIITHHH, 1 1€ JO03BOJISIE
MPOBOJIUTH JIOCTI/DKEHHSA Ha Oyab-sKiid cTamii po3BUTKY opraHizmy. 3a pomnomororo JIHK-
JIarHOCTHKHU MOYKHA BUPIIIUTH HACTYITHI 3aBIAHHS

- TIATBEPKCHHS KIHIYHOrO JiarHo3y abo audepeHIliiiHa JlarHOCTHKAa B
Mari€exra;

- TpecUMITOMAaTHYHA J1arHOCTHUKA - KOJW KIIIHIYHI O3HAKW 3aXBOPIOBaHHS 3
Mi3HIM J1e0F0TOM BIJICYTHI, JIO3BOJISIE 3IIMCHUTH TIPEBEHTHBHE JIKyBaHHS (XBOpoOa
Binscona-Konoainosa).

- mpeHaranpHa naiarHoctrka 3a JJHK mmigHOoro matepiany (BOpcMHHM XOpioHa,
KJIITUHU aMHIOTHYHOI PIZIMHH, KPOB IUIOMA), SKA JO3BOJISIE TOMEPEIUTH HAPOHKCHHS
XBOPHUX JIITEH 13 TSHKKUMHU CIIAJKOBUMU 3aXBOPIOBAHHIIMH 1 I03BOJISIE CIM'T, SIka Ma€e XBOPY
IUTHHY 31 CIAJIKOBUM 3aXBOPIOBAHHSAM, HAPOJIUTHU 3JOPOBY TUTHHY.

- mpeimruiadtaniiHa pgiarHoctuka 3a JIHK sitmexmitunau, ska apoOUThCS,
3aIUTiAHEHOT iN Vitro;

- BHU3HAYCHHsS HOCIICTBA VIIKOUKEHOTO TEHa /I JKIHOK y BHIAIKy X-
34eIJICHUX XBOPOO.

Mamepian: y TOCTHaTaIbHOMY MEpiofi — SIPOBMICHI KIITUHH KPOBI; Ui JOMOJOTOBOI
JIarHOCTHKHU — KJIITUHU BOPCHUH XOpPiOHA, aMHIOTUYHA PIIMHA, KPOB TIJIO0/A.

Memoou: ipsiMi Ta HETIPSIMI.

Ipsmi memoou TPYHTYIOThCS Ha TIOIIYKY MYTallii, sKi TpU3BOAATH 10 XBopooOu. BoHu €
TOYHUMH, MOXKYTb OyTM BUKOPHUCTaHI JUIS MiATBEP/HKEHHS KIIHIYHOTO A1arHO3y, A MPOTHO3Y
nepediry 3axBoptoBaHHs. LI MmeTonu € iHpopMaTHBHUMU B CIM'AX 0e3 mMpoOaH/Ia, OCKIILKH aHaIIi3
MyTaliii MOXJIMBHHA y OaThKiB XBOpOi IUTHHHU. HemocTaTkoM [MaHOTO MiIXOAYy € CKIAIHICTh
MOITYKY MATOJIOTTYHUX MyTaIliid, 0COOIMBO Y BETUKUX reHaX.

Henpsimi memoOou TpYHTYIOTbCS Ha aHali3l 34YEIUICHUX 13 MATOJOTIYHHM T'€HOM
nomimMopaEX MapkepiB. IleBHumu ymoBamu st mpoBeaeHHs Hempsimoi JIHK-miarnoctukm €
BIICBHEHICTh Yy KIIIHIYHOMY JiarHo3i, BiCYTHICTh T€HETHYHOI TE€TEPOTreHHOCTI Ta JOCTYIHICTh
HEOOXI1THUX YJICHIB CiM'T mpoOaHa.

Eranu:

1.Orpumanns JIHK-3paskis: Buminenns yciei JJHK (rorampHoi a60 renomuoi). J[xepemom
JAHK moxyTth Oyt neiikonutu nepugepudnoi kpoi (1 mi), xopion (20-40wmr), KynbTypa KIiTHH
(5-10mr), iHKOIH HOCTaTHBO 1 Kparuti KpoBi, 3imKpe0y OYKaIbHOIO EMiTeio.

2. HakonuueHHS BHM3HAYCHMX (parMeHTIB 3a JOMOMOIOI0 TOJiMEpa3HOi JaHIIOrOBOI
peakmii (ITJIP) - meron ammidikarii (posmuoxkenns) JHK, y kigpkocTi, sika B MIiIBHOH pa3
MEPEeBUINYE BHXIAHY. Y BIANOBIIHIAN HYKJICOTHUAHIM TIOCHITOBHOCTI KIHIIB JUISHKH, SKa
JOCITIIKYETHCS, CHHTE3YIOTHCS JIBa OJIITOHYKIUIHUX MpaiimMepa (3atpaBku), noBxuHoi0 20 - 30map
HykineoTuaiB. [lponec amruridikanii mukmiuauil. Koxxauii mukn BKITo4yae 3 crafii: TeMneparypHa
nenarypamis JIHK (posmomin JIHK wa pgBa naHmiord), OpHEIHAHHS MpaiMepin 1o
KOMIUIEMEHTAPHUX TIOCTIIOBHOCTEH OJHOJAHIJIOTOBUX MOJIEKYJ, CHHTE3 MOJIHYKICOTHIHUX
JIAHIIOTIB Ha OJHOJIAHIIOTOBUX MOJICKYJIaX y MeXaxX NPUEIHAHUX IpaiMepiB 3a OTMOMOTOI0
noJriMepasu.

3. Pecrpuxkuis JAHK na dparmentun. Po3puB nBonanioroBux JIHK 3a momomororo
PECTPHKTa3 y MeXaxX BU3HAUCHUX IS KOKHOTO ()parMeHTy TMOCHIJOBHOCTEN 4 map HYKJICOTHIB.

4. Enextpodope3 ¢pparmentiB JIHK. dparmentn JIHK pyxatorbcs B remi mia i€t
MOCTIHOTO EJIEKTPUYHOTO CTPYMY BiJi HETATHBHOTO MOJIOCY 0 MO3UTUBHOTO. LIIBHIKICTE pyxy
(bparMeHTIB 3aJICKUTH B HOTO0 pO3MIpIB — YUM OljIbIIa MOJIEKYJISIpHA Maca, TUM MOBUIBHIIIE BiH



pyxaetbcs. Koxumit ¢parment JHK 3aiimae BH3HaueHe MOJOXKEHHS Yy BUIJISAL JUCKPETHOL
MOJIOCKH B KOHKPETHOMY Mici. JJoBXKUHY KOKHOTO (pparMeHTy BH3HAUYAIOTh MIJISXOM MOPIBHSIHHS
npoiieHoi parMeHTOM BiJICTaHi 3 BIICTaHHIO, SIKY IPOMIIOB cTaHAapTHUH 3pa3ok JTHK.

5. Bizyamizanis 1 inentudikamis ¢pparmentis JIHK. 3 meToro Bizyamizaiii reixp 00poOIsSIOTh
Oopominom etimis. IIpu ynbrpadioneToBoMy ONpOMiIHEHHI MOBEPXHS Tl CBITUTHCS B YEpPBOHIN
JUJISTHIT CTICKTDY.

Cyuacui wmerogu JIHK-giarHocTuku:  caliT-cnpsMOBaHMW  MyTareHe3, TEXHOJIOTIS
pexombinanTaux JIHK, Southerror.

1. Auaniz nonimopghizmy Oosxcun pecmpuryiunux ¢paemenmis. Y wmonekynax JIHK
BIIKPHUTO SIBHINE TaK 3BAHOTO peCmpuKkyitinoco noaimopgizmy, MOB'I3aHOTO 3 MYTAIlisIMUA B calTax
BITI3HABAaHHS ISl NIEBHOI peCTpUKTa3u. Y pe3ynbTari ¢pepMeHT HemiezgatHuil pospizatu JJHK. 3a
HasgBHOCTI cnenudiuanx JIHK-30HmIB 13 pamioHYKIIZHOO MITKOKO 1 PECTPUKTa3 MOXKHA
IpoaHaji3yBaTy NOCIiI0BHICTh HyKIeoTuais y JJHK.

2. Auaniz nonimopghizmy mixpocamenimuux nociaiooenocmeu. Y 1985 p. E. JIxedpus
BcTaHOBUB JuIsi TeHiB Monekynmu JIHK omHy ocoOnuBicTh, YHIKaNbHY AJIsi KOKHOI JroawHHu. Ha
OCHOBI MiHICATENITy IHTPOHHOI MOCIITOBHOCTI Miorjo0iHy BiH ctBopuB 30HA JIHK, mo BmizHae
rinepBapiadensny JJHK. JIHK BuTsrarots i3 npoOu i 3a JONOMOro0 pPecTpHKTa3 po3pi3aioTh Ha
BIJPI3KH, a MOTIM iAeHTHU(IKYIOTh PaTiOHYKIITHUMH Mapkepamu (30HAaMu), 110 crenudigHo
npueanytoTbes 10 Biapiskie JAHK. Li Bigpi3ku mMOTiM BUIUISIOTH 1 IEPEHOCATh Ha PEHTTEHIBCHKY
miiBky. KapThHa s KOKHOTO BHMAAKY CTPOTO crerudivyHa 1 Ja€ MOXIIMBICTH MPOBECTH
"reHeTHYHY JaKTHJIOCKOINIO', M0 BHKOPHUCTOBYETHCS B CYIOBO-MEIUYHIN MPaKTUIl, IS
JTIarHOCTHKH  CIAJIKOBUX  3aXBOPIOBaHb, 110 BKJIIOYAE TEPEBIPKY MalOyTHIX  OaThbKiB,
HOBOHAPOJDKEHUX JIITEH, 3apoAKiB B yTpoOi MaTepi Ha HAsBHICTh, HANPHUKIAJ, M'130B0i quUCTpodii
Jromena, kicto3Horo ¢iopo3y i T.1.

3. Pecmpukyitinui ananiz /JJHK 103BOJsiE BCTAHOBIIOBATH PO3XO/DKEHHS B OKPEMHUX Iapax
HYKJICOTH/IIB, [0 BAKJIMBO NPH MIATBEPKEHHI IiarHO3y CEpPIONnoiOHOKIITHHHOT aHeMii (3amiHa
AT na TA). BcraHoBineHo, 1110 3amiHa BiIOYBa€ThCs B T'eHI, IO KOJYE [-JIAHIIOT TeMOrIO0iHY
JIOAMHHU, Yy caiiti, yymmBomy a0 pectpukrasu Ddel. ®parmentn JIHK, orpumani mpwu
PECTPHKIIITHOMY aHalli31 B 3/I0POBOI 1 XBOPOi JIOAMHMA MOKHA MOPIBHATH 32 JOIOMOTOI0 METONIY
eibpuouzayii 3a Cayzepnom, BuxopuctoBytoun sk 3oHnx JIHK ren [ - remornoOiny 3
PaiOHYKIIITHOIO MITKOIO. [{luM MeTo0M MOKHA BU3HAYUTH HASBHICTH MYTAaHTHOTO T€HA B T€HOMI
eMOpioHa 3a JIeKiIbKa MICAIIB A0 HapouKeHHs. [ 1mboro HEOOXiAHO KYJIBTHBYBATH KIITHHH,
OTpUMaHi MpU aMHIOLIEHTE31.

4. SSCP(Single Strand Conformation Polymorphismyeton ananizy koHdopMariiiiHoro
nonimMopdizmy onnonanimorosoi JJHK — peectpanist BinmiHHOCTEH e1eKTpodOpeTHIHOT pyXJIMBOCTI
onnonanurorosux JIHK, onHakoBUX 32 BETUYMHOIO, ajie PI3HUX BHACIHIJOK HYKJICOTUIHUX 3aMiH Y
MPOCTOPOBiM oOprasizamii MoOJEeKyaH. BUKOpUCTOBYEThCS Ui BUSBICHHS TOYKOBUX MYTAIlii.
®parment JIHK posmipom Bix 30010 800HYyKICOTHAHMX TTAD.

5. HA (Heteroduplex Analysis) — amrridikamiidHiii cymim mopsia 3 TOMOAYILICKCAMH,
PEECTPYIOTHCS TETEPOAYIUIEKCH MK HOpMaiabHUM 1 MyTanTHUM JaHiorom JIHK. 'erepoaymnekcHi
MOJICKYJIH 32 €JIEKTPO(OPETHUHOIO PYXJIMBICTIO BiAPI3HSAIOTHCS BiJl TOMOIYIIJIEKCHUX BHACIIJOK
KOH(OpMaIIMfHUX OCOOIMBOCTEH Yy MICIAX HECHIBMAJaHHSI HYKICOTHIIB. BUKOPHUCTOBYIOTH ISt
BUSIBIICHHSI MYTallild, III0 3HAXO/SATHCS Y T€TEPO3UTOTHOMY CTaHi, a TAKOXK 1HCEPIIiN 1 AeTEIii.

6. DGGE — nenarypyrounii rpamieHTHUN Tenb-dnekTpodopes. JJHK-nyminexken nmignaroTees
Mirpariii B reiii 3 TpajiieHTOM JICHaTYPYIOUHUX YMOB.

7. CCM (Chemical cleavage of mismatch)meron riopuamsamnii migenoi JJHK-mpobu 3
Ti€l0, IO TOCHIIKYEThCS. MyTallii BUSBIISIOTH 32 JOIMIOMOTOI0 XIMIYHOTO PONICTIIICHHS HECTIapEeHUX
OCHOB TpHU J0JaBaHHI TeTpaxjopuay amoHis. Llum metomom Tectyrothess JJHK posmipom mo 1
THUCSYi Tap HYKJICOTHIIB.

['pyna 3axBOproBaHb, T€HHM SKHX JIOKaJIi30BaHi, aje IOKH M0 HE 1AcHTU(IKOBaHI, €
HaWOUIBII AMHAMIYHOIO. BChoro B KaTanmo3i CnaJkoBUX 3axBoproBaHb Mak-Ketocuka Oinmbpine 10
300 3anuciB. Ha panuii wac JIHK-miarnoctuka 3ampoBamxeHa mnpuOmmsno st 1000 xBopoO.
Pyrunna JIHK-niaraoctuka 385xBopo6 npoBoauthes B 280maboparopisix 3axigHoi €spornu. OqHa



nabopatopist aiarHoctye 10-12 xBopo6. Onniel naboparopii JoctatHbo A odciyropyBanHs 300
ciMel Ha piK.

B VYkpaini giarHocTuka CHajKoBUX XBOpOO MNPOBOAMTHCS B IHCTUTYTI MOJEKYISIPHOI
Oiomorii 1 renetnkn HAH VYkpainu, YkpaiHChbkOMY HayKOBOMY IIEHTpl MeanyHoi renetnkn AMH
VYkpainu, [HctutyTi [TAI" AMH VYkpainu, KuiBcbkili MeuuHIN akagaeMii MiCISIUTIIIOMHOT OCBITH
nikapiB Ta nmposizopis im. [1.JI. Hlynuka.

Bioximiuni memoou — KOMILJIEKC IOCHIKEHb, SKI J03BOJIIIOTH BHUABUTU PI3HOMAaHITHI
MOPYIIEHHST 0OMIHY pe4OBHH. BOHU BKIIIOYAIOTH!

a) JIOCIIDKCHHS IEPBUHHOTO €H3UMONIATUYHOTO Te(EKTY;

0) po3mi3HaBaHHS XBOPHX CEPEJ BEIMKHX MOMYJIAIiil i BUABICHHS HOCIIB MAaTOJOTIYHHX
TCHIB 13 BHUKOPDHCTAaHHSIM CKPHHYIOUMX IpOrpaM, Jal0Th MOXIHUBICTh TEPEBIpATH  YCIX
HOBOHAPOKECHUX HA HASIBHICTD JIEIKUX T€HETUIHUX e(DEKTIB HAa JOKIIHIYHOMY €Tarl.

CkpuHIHT MOXe OyTH cerexmusHum (Cepel TPYNU PU3KMKY - "TpocitoBaHHs") abo Macosum
(oOcTeskeHHST yCiX HOBOHAPOKEHHMX 3 METOI0 PAHHLOTO BHUSBJICHHS Ha JOKIIHIYHIA cTajii
3aXBOPIOBAHHSI, IKE MOYKHA JIIKYBaTH).

Emanu ckpuniney:

1. NEPBUHHUI CKPUHIHT - BHSBIEHHS XBOPUX 3a JIOTIOMOIOI0 IMPOCTHX
010XIMIYHHUX TECTIB;
2. YTOUHEHHS J1arHO3y - iJeHTU(IKallis XBOPHX i3 3aCTOCYBaHHAM TOYHHX

6ioximiuaux meromiB gociimkenns (TMC, razopiguaaa xpoMaTtorpadis Ta iHIIL ).

Tlokazanns 00 cenekmusHo20 CKpUHIH2Y:

1) 3aTpuMKa MCHXOMOTOPHOTO PpO3BUTKY JiTel (po3yMoBa BiJCTaliCTh Yy
CTapILIOMY BIIli);

2) HEBPOJIOTiuHI MOpyIIeHHS (CYIOMH, 3HIKECHHS TOHYCY, CIIAaCTHYHI IMape3u);

3) AucnenTHYHI SBHIIA, HENEPCHOCHMICTh OKPEMHX MPOAYKTIB, MOPYIICHHS
BUTOJIOBYBaHHS;

4) 3atpuMKa i HOPYIIEHHS (i3UIHOTO PO3BHUTKY;

5) karapakra, MOPYIICHHS CIyXY, 30pYy, crienudiuHuii KOJip i 3amax cedi, mKipHi
MIPOSIBH.

Mo>XyTb 3aCTOCOBYBATHCS SIKICHI Ta HAMMBKUIbKICHI METO/IH.

Heaxi ckpunine-mecmu.

IIpoba ceui na Ginox i3 cynvgocaniyunosor xuciomor. Ha teMHomy (QoHi po3risiiaroTh
B3ipellb, MyTHICTh OIIHIOIOTh Y +.

Ilpoba Deninea na ankantoHypiro, (HEHUIKETOHYpito, rictuauHemiro. [lo cedi momaroTh
3amiza xJyopua. HasBHICTH CHHBO-3eN€HOrO abo Cipo-3eeHoro 3a0apBIEHHS CBIIYUTH IPO
MO3UTHUBHUI pe3yibTar npodu (piseHs Geninananiny 0,151/m a6o 16 mr%. JliarHocTHKa MOK/IHBA
3 2-T0 MICSIIS XKUTTA AUTUHU. |71 11IarHOCTHKHM B HOBOHAPOJKEHUX 3aCTOCOBY€EThCS TecT ['aTpi.

IIpoba na kemornosi mina. J1o cedi 1oAar0Th PO3UYMH HATPIIO HITPONPYCHAY 1 IAKWUN HATP, a
MOTIM KPUKaHY OITOBY KHCIIOTY 1 BU3HAYAIOTh KOJip. Peakilis MO3UTUBHA, SIKIIO IICIs 10aBaHHS
OILITOBOI KHCJIOTH PO3YKH 30epirae BUIITHEBO-UEPBOHE 3a0apBiecHHS (IO3UTHBHOIO BBAXKAIOTh MPOOY
1 mpu cnabo-pokeBOMYy 3a0apBIiCHHI). 3aCTOCOBYETbCS JUIsl JIarHOCTUKU IIYKPOBOTO mia0ery,
HUPKOBOTO J11a0eTy, TIIKOT€HOTUPEOTOKCUKO3Y, akpomeralii. OLiHIOITh Y +.

Ilpoba 3 yemurmpumemunamonis — opomioom  (UTAB) mna  enikozaminoenikau
(myxononicaxapuou). Peaxtus. posuun LITAB y 1M uutpatHomy Oydepi; pH 5,75. o ceui
nomaioth po3unH L[TAB 1 cmocrepirailoTh yTBOpeHHs mpeuummitamii BopoaoBxk 30 XB.
[TnacTiBuacTuii ocaj CHOCTEPITaEThCsl Yy XBOpHUX 13 cuHIapomamu ['yprnepa, Xantepa, Mapdana,
PEBMATOIIHUM apTPUTOM 1 iH.

Tecm i3 monyiounoeum cunim Ha 2nikozaminoanikanu (mykononicaxapuou). PeakTus:
PO3UMH TOJYIAMHOBOT'O CHHBOI'O B OLTOBIM KUCNOTI, eraHon 95%. TonyinuHoBuii cCUHIN pearye 3
KUCJIMMHM TJIIKO3aMIHOTJIIKAHAMU SIK KaTIOHOBHH OapBHUK, YTBOPIOIOYH CTIHKY IypPHypOBY
Ka0JIyuky Ha OJITaKUTHOMY (DOHI.

Hoo-azuona npoba na yucmun. JIo cedi, BUCyImeHoi Ha QilbTpyBaIbHOMY Mamepi, 10al0Th
HoJ-a3uIHUI pEaKkTHB 1 CIOCTEPIraloTh 3a BUIBITAHHSIM TEMHO-KOPHYHEBOTO 3a0apBieHHA. SIKIIO




BUIBITAHHS BiJOYBA€TbCA MPOTATOM 5 XB., Y 3pa3Ky MICTHTbCA IIMCTUH a00 TOMOLUCTHH Y
I IBUIIIEHUX KOHIIEHTpPAITisX.

Ilpoba Cenisanosa (na @pykmo3sy). Pe30puuH pO3YMHSIOTH y KOHIICHTPOBAHIM COJISHIH
KHUCJIOTI, TIIIrpiBalOTh HAa BOJAHIN OaHi. 3a HasBHOCTI (PPYKTO3M CIOCTEPITAETHCS IHTCHCHBHE
YepBOHE 3a0apBIICHHS.

Ilpoba na eanaxmo3sy i nakmo3zy. Jlo cedl n0mar0Th KOHIIGHTPOBAaHUN pPO3YMH aMiaky i
NaOH. HarpiBaioTh 10 KHUIiHHS, OSBA SICKPaBO-)KOBTOTO 3a0apBICHHS CBIIYHUTDH MPO MO3UTUBHY
po0y.

Ilpoba na nopghipiro. Tlpody mpoBoasTh i3 cedeto abo (dekamisMu, M0 SKUX TOJAIOThH
aMIJIOBUH CIUPT, KPUXKAHY OITOBY KUCIOTY W edip y piBHHX KiIbKOCTsX. [losiBa miamMmaHTOBO-
poxeBoi ¢uryopecueHii B Y @-npoMeHsX JOBOAUTH HAsIBHICTh OPQipUHY.

Hasaumaosicyseanvni npodu - BUKOPUCTOBYIOTHCS ISl BU3HAUEHHS T€TEPO3UTOTHOCTI NPHU
¢eninkenoypii (PKY), ranakrozemii, xBopo06i Tes-Cakca ta iH. Y HopMi BMicT eHinananiny (DA)
B wiasmi kpoBi 0,04 r/n (4 mr%). ¥ xsopux Ha ®KVY - 0,4-0,61/1 (40-60 Mr%), Busnauenus
reTepPO3UTOTHOIO HOCIHCTBA MPOBOAATH TaK: BBOAATH BHYTPIIIHBOBEHHO (PEeHINaHIH i BU3HAYAIOTH
fioro piBeHb y IIa3Mi KpOBi yepe3 MEBHI MPOMIXKKHU 4Yacy. SIKio roanHa romo3urotaa (AA) i He
Hece reHa OKVY, To yepe3 4 roquHu BiJ MOYATKY AOCIIIKEHHS piBeHb @A B KpPOBI MPUXOAUTH 0
HOpMH. Y TETepO3UroT, M0 HecyTh T'eH a (Aa), piBenb PA Oyjae miaBuINeHUH 1 yepe3 4 roaUHU
MICHIS TOYATKY AOCHTIIKEHHS.

Ilonynauiiino-cmamucmuunuii Memoo BUBYCHHS CIAJKOBOCTI JI03BOJISIE BUSIBUTH!
YacTOTy PpI3HOMAHITHHX TEHOTUIIB y JaHId MOMyNALii; CHagkoBi 3aXBOPIOBaHHS, IO
3yCTpIYarOThCA B HIiM 1 iX 4acTOTY, CITIBBIIHOIIEHHS TOMO- 1 TE€TEPO3UTOT. AHAI3 MOYNHAETHCS 3
BUOIpKH 0Ci0 13 MOMyMALil, MOTIM BCTAaHOBJIIOETHCS YAaCTOTA MOSBU JOCIIPKYBAaHUX (PEHOTHIIOBUX
O3HAaK 1 YacTOTa 3yCTPIYAEMOCTI T'€HIB, 10 KOHTPOJIOIOTH JIaHI O3HAKH. B OCHOBY MOMMySAIIHHO-
CTaTUCTHUYHOT'O METONy B3sTO 3aKoH Xapai-BaitHOepra, sikuii 103B0JIsi€ BU3HAYUTH YaCTOTY MOSBU
PI3HOMAHITHUX TE€HOTHIIB y TMOMYJISIii, IO BIIBHO CXPENIYIOThCS, SKIIO B Hil HE BIIOYBAETHCS
IPUPOJIHUI 100ip.

Memoo moodenrweannsn. MonenroBaHHs CHAAKOBOI ©Aaroiorii MO’KHA 3IMCHUTH Ha
MOJICKYJISIPHOMY, KJIIITHHHOMY i opratizMeHHOMY piBH:X. CraIkoBy MaTOJIOTIIO JIIOJMHA BUBYAIOTh
Ha Mojnensax OakTepiil, IHOpeAHMX, MYTAaHTHUX 1 TPAaHCTEHHUX JIiHISAX TBapuH. [Ipu mpomy ist
BUBYEHHS 0COOJMBOCTEN mepeliry i JIiKyBaHHs 3aXBOPIOBAHHS B JIIOAMHU BUKOPUCTOBYIOTH 1HIIMNA
00'eKT, 110 Ma€ MOIOHICTH 13 TEPIIMM 3a PAJIOM O3HAK. Hampukian, y JIOAWHH 3yCTPidaeThCs
3aXBOPIOBAaHHS TaJaKTO3eMis, a B OaKTepii rpymH KUIIKOBOI MAJIMYKH - HEAKTUBHICTh (DEPMEHTY
raakTo30-1-hochar-ypunun-tpancdepasmu.

Ha TBapuHax (MwiIi, MairOKu, XOM'SIKH, TBIHEHCHKI CBUHKH) YCITIIITHO MOJICITIOIOTH CIaIKOBI
aHOMaJTii, TOB'SA3aHI 3 TEHHUMU MYTAIlisIMA - M'SI30BY AHUCTPOdil0, MIrMEHTHY JereHepallio
CITKiBKH, TeMo(isito, IIyKpoBuii AiabeT 1 iH. Ha iHOpeaHux (10 MaroTh OJHAKOBUN T€HOTHIT) JIHISX
TBapUH JIETKO BCTAHOBHUTH POJIb TCHOTHUITY 1 30BHIIITHBOTO CEPEOBUINA Y BUHUKHEHHI IIIOTO PSITY
3aXBOPIOBaHb, BUBYUTH T€HETHYHY CXWJIBHICTB JI0 MOSIBH MYXJIMH, TSOKKICTh Mepediry nmpoMeHeBoi
XBOPOOH.

Tpance€nni TBapUHU HECYTh UYXKOPIJAHI T€HU, BBEICHI METOJIOM TE€HETHUYHOI 1HXCHepii.
Bouu € monemsimu Toro abo I1HIIOTO 3aXBOPIOBAHHS, TOMY IO HECYTh T'€HH, SIKI KOHTPOJIOIOTH
BUHUKHEHHS IIbOTO 3aXBOPIOBAaHHS B JIIOAWHU. Hampukiman, moneni Ha MUIIAX Jii BUBYCHHS
M's130B01 uctpoddii [romena i po3cissHOTo CKIIepo3y.

Mamemamuune mooento6anHs 1a€ MOXKINBICTh IHTEPIPETYBATH MapaMeTPy T€HHUX YacToT,
CEJICKTUBHOI TepeBaru, ado, HaBIMaKH, HECTIPUATIMBICTb OKPEMHUX TEHOTHIIIB, IMBUAKOCTI MyTaIlii 1
T.1.

Cunopomonoziunuit nioxio 0o odiazHocmuxku cnaokoeux xeopo6. JIoOpe BizomMo, 10 B
CHAJKOBIM MaTOJOTii HE ICHY€ MAaTOTHOMOHIYHUX O3HAaK. YacTilie BChOTO OJHA W Ta X O3HaKa
3yCTPIYa€eThC MPH PI3HUX CHHApPOMaX. Tak, CHHIPOMH MOYKHA PO3JAUIHTH 3a O3HAKAMM.

1. Pict, TinoOyaoBa: a) acuMeTpis TyiryOa, 0OJuYYs Ta KiHI[IBOK; 0) MakpocoMis,
BUIIEPEKEHHS (PI3MUHOTO PO3BUTKY; B) PICT BUCOKHMA, T) PICT HU3BKHIA;

2. OO6nuyusi: a) ryba TOHKa BepXHsi; 0) TyOH TOBCTIi; B) OOMMYYS OKPYTJIE; T) 00IM9Us

CIUIOIIEHE 1 T.1I.



Tak, moCTymoBO BiJ O3HAaKU JO O3HAKH, 3BYXKYETHCS KOJO TOIIYKY TOTO YH IHIIOTO
CUHIPOMY.

5.3.Konmponvhni numannsn:
1. KniHiko-reHeanoriyHui aHami3 craakoBoi marosorii. OCHOBHI 3a/1a4i, TOKa3| JIJIsl TPOBEICHHS.
2. Metoauka CKIIQIaHHs POJOBOY, MOPSAAOK 300py reHeanoriunoi iHgopmarlii, 0co0auBOCTI 300py
AHAMHECTUYHHUX JIAHHX.
3. [luToreHeTHYHI METOAM JOCIIIKCHHS.
4. Metoj BU3HAUEHHS CTATEBOr0 XpoMaTuHy. BuzHauenHs Y-xpomocomu. Excripec - giarHocTuka
CTaTI.
5. Bioximi4HI Ta MOJIEKYJISIPHO-TEHETHYHI METOIU JOCI1KEHHS.
6. CKkpHuHYyOUi IPOTrpaMu.
7. Cy4yacH1 MOJICKYJIIPHO-TE€HETHYHI METOIU JIarHOCTUKH CTIaJIKOBOI MaTOJIOT 1.
8. biimsznrokosuii Mmetoa. KoedimieHT ycnaakyBaHHs.

5.4.3aknounuil eman:

OLIHIOETBCSA ~ TOTOYHA  JISUTBHICTH ~ KOXKHOTO — CTYACHTa  YOPOJOBX  3aHATTS,
CTaHJAPTH30BAHUN  KIHIIEBHUA KOHTPOJb, MPOBOJUTHCA aHAi3  YCHIIIHOCTI  CTY/ACHTIB,
OTOJIONTYETHCSI OIIHKA JISUTBHOCTI KOXXKHOTO CTYACHTA 1 BHUCTABJISETHCA Y JKypHAI OOJIKY
BiJIBIYBaHb 1 YCHIIIHOCTI cTyAeHTiB. CTapocTa rpynu OJHOYACHO 3aHOCUTH OLIHKH Yy BiIOMICTh
00JIIKy YCTIIIHOCTI 1 BIABITyBaHb 3aHATH CTYJEHTAMH, BUKJIa1a4d 3aCBIAUY€E X CBOIM MIAMMCOM.

Buknagay kopoTko iH(OpPMYye CTYIEHTIB MpO TEMY HACTYIHOTO 3aHATTS METOJIUYHI
NPUAOMH TIOAO MIATOTOBKH 10 HBOTO, PEKOMEHIYE JIITEpaTypy 3a TEMOI HACTYITHOTO 3aHSTTS:
OCHOBHY Ta JOAATKOBY.

VI. MATEPIAJIM METOAUYHOI'O 3ABE3IIEYEHHS 3AHSATTAI:
6.1.Marepiajm KOHTPOJIIO 6a3uCcHOI (BUXITHOT0 PiBHS) MiATOTOBKH CTY/AEHTIB!
TECTOBI 3aBJaHHS (J01al0THCH).
6.2.Marepiajau 1j1s1 METOAMYHOT0 3a0€e3MeYeHHsI OCHOBHOIO eTamny 3aHsTTA:
icTopii xBopoOH, Tabmuii, HabopH aHami3iB, JiKAPChKi 3ac00U.
6.3. MaTepianu 1Js1 3aKJI0YHOIO eTamy 3aHATTs. HaOlp TECTOBUX 3aB/IaHb, KIIHIYHHX
curyamiitaux 3anad II-111 piBHs 3acBoeHHs (M01AIOTHCS).
6.4. Marepiaaum I MeTOAUYHOr0 3a0e3NMedYeHHsl CAMOMIATOTOBKM CTY/AEHTIB.
Bukaneni y BiIMOBIAHIX METOJUYHUX BKa31BKaX.

TecTu 1191 nepeBipKM NMOYATKOBOI0 PiBHS Mi/ITOTOBKH:

1. SIxi MmeToaM TO3BOJISIOTH IOCTOBIPHO BU3HAYUTH 3UTOTHICTH OJIM3HIOKIB?
A) nepmatormidiuHui, 610XIMIUHHIH

b) momicuMnToMHU#A, 3MilIaHa KyJabTypa JiMpOIUTIB

B) renHoi gakTuiiockomii, MKipHOTO TPACIUIaHTaTy

I') kapioTuIyBaHHs, KOHTPOJIb TI0 MTAPTHEPY

2. 'eTepo3uroramy e:

a) JIiTH XBOPOT'O ayTOCOMHO-PEIIECUBHUM 3aXBOPIOBAHHSIM

0) TOHBKH XBOPOTO X-34CIIJICHUM PEIECUBHUM 3aXBOPIOBAHHIM

B) 0aThKM XBOPOT'O ayTOCOMHO-PEIIECHBHUM 3aXBOPIOBAHHSAM

T) BCI BIAMOBIII TPaBHIIbHI

1) BCI BiAMOBIII HENPaBUIIbHI

3. Kiiniko-TeHeanoriyHuii aHaji3 NoKa3aHui MpU HassBHOCTI B CIM' i
a) MOHOTEHHOT'O 3aXBOPIOBAHHS

0) MynbTH()AKTOPIATILHOTO 3aXBOPIOBAHHS



B) OOTSDKEHOTO aKyIIePChKOTO aHAMHE3Y

I') BPOKEHUX BaJl CepIIs

4. MOHO3UTOTHI OJIM3HIOKH — II€E:

a) OJHOCTATEeBi OMU3HIOKH; 0) pi3HOCTAaTEBl ONM3HIOKH, B) OJIM3HIOKH, SKi MalOTh OJHY 1 Ty camy
rpyny KpoBi cuctemu ABO; r) miTH, siKi pO3BHUBAIOTHCS 3 OJHIET X SHUICKIITHHH, 3arUTiIHEHOT
OJTHHM CIIEPMAaTO30i0M; ) HiTH, IO PO3BUBAIOTHCS 3 OJHI€l SHUICKIITHHH, 3aIUIiIHEHOI JBOMA
CIIEpMATO3011aMU.

5. Jlnist ayTOCOMHO-PEIECUBHOTO THITY YCIAJIKyBaHHS XapaKTEPHO:

a) IBOCTOPOHHS T€HETUYHA OOTSKEHICTh

0) BpaXkeHiCTh 0Ci0 pi3HUX cTaTeil

B) HapOJDKEHHSI BPAKCHUX JITEH Yy 3I0pPOBUX OATHKIB

I') HApOKEHHS XBOPHX JIITCH B POAMHHUX MUTIO0AX

TecTn 1J1 KOHTPOJIIO KiHIIEBOI'0 PiBHS MiATOTOBKH:

1. BxkaxiTh, SIK HA3WBAETHCS OpraHi3M, YacTHHA KIITHH SKOTO MICTHUTh aHOMaJIbHUW HaOIp
XPOMOCOM: a) TPUCOMIK; 0) TPHUILIOI/;, B) MO3aiK.

2. BkaxiTh, fAKi 3 MepepaxoBaHMX 3aXBOPIOBAaHb IMOB'S3aHI 3 MOPYIICHHIM YHCIa XPOMOCOM: a)
xBopoOa [layHa; 6) cunapom Kiaiidenbrepa; B) remodisisi; T) TpUCOMIS; /) TATbTOHI3M.

3. BkaxiTh, SIKi 3 MepepaxoBaHUX 3aXBOPIOBaHb IOB'A3aHi 3 MOPYIICHHSIM YHCIIa ayTOCOM: a)
nanpTOHI3M; 0) xBopoOa Jlayna; B) cunapom Ilatay; r) cunapom EnBapica; a) cuHapom
Kunaitadenstepa.

4. Slxi BUIM XPOMOCOMHHX aHOMATild HE 3yCTPIYarOThCS y JKUBOHAPO/DKEHHX: a) TPHCOMIi IO
ayTocomax; 0) TPHCOMII [0 CTATEBHUX XPOMOCOMaX; B) MOHOCOMII 10 ayTOCOMax; I') MOHOCOMIs
1o X-XpOMOCOMi; JI) HyJiCOMisl 0 X-XpOMOCOMI.

5. Slki myramii BiIHOCATBCSA 10 T€HOMHHMX. a) 1HBepCil, TpaHCIIOKaIlil, AyIutikamii, aeneii; 0)
MOJIIUIOINIT, AaHeyIJIoifil; B) TPHUIUIOiAil, TETPAIIOiAil; T) BHYTPIIIHLOXPOMOCOMHI Ta
MDKXPOMOCOMHI TIepeOyI0BH.

3aoaui:
3aodaua 1. Jlouka remodinika BUXOIUTH 3aMDXK 3a CHHA 1HIIOro reMo(iitika, HapeueHHH 1 HapeueHa
HE XBOPIIOTh Ha reModinito. BusHaure HMOBIpHICTb HAPOKEHHS XBOPOI AUTHHH.
3aoaua 2. Miomuterist (mepioauuHi mapajidi) mepeaarThCs MO CIIaIKOBOCTI K JOMiHYyIOYa O3HAKa.
Busnaute HMOBIpHICTh HapOIKEHHS NiTEH 3 aHOMalTi€ro B CiM'1, ie 0aThbKO reTepO3UroTHUH, a MaTu
HE CTpak/1a€ MOHOIUIETIEIO.
3adaua 3. Onna 3 popm nucTunypii (mopyrieHHs 0OMiHy 4 aMiHOKHUCIIOT) YCIaIKOBY€EThCS sIK AP,
ajie y TeTepO3UTOT CIIOCTEPITa€ThCsl JIUIIE IABUIICHUN BMICT IIMCTUHY B C€4l, Y TOMO3UTOT -
YTBOPEHHSI IUCTHHOBHX KaMEHIB B HHpKaX. 1) Busnaure mMoxmBi Gopmu NpOSBY IHCTHHYPIT y
niTed B CIM'1, € OAWMH 3 TOAPYXOKS CTPaXKIa€ Ha II€ 3aXBOPIOBaHHS, a IHIIMH MaB JIUIIE
MiIBUIICHUI BMICT IUCTHHY B cedi. 2) Buznaute mMoximBi Gopmu MposiBY HUCTUHYpIi y IiTEeH B
ciM'i, 1Ie OMH 3 TOAPYXOKS CTPpaKJIaB KaMEHSMH HHUPOK, a IHIIWNA OyB HOPMAJIbHHM IIOJO0 IIi€l
O3HAKH.
3aoaua 4.Po3mudpyiiTe yMOBHI MO3HAYCHHS

a) del )t- x) 47, XY+15p+

0) 46, Xi(Xq) | n)47, XY+G | 3) 45,XX-D-G+t(DgGQq)
B)46, XXr(18) | e)46, XY3q+
3aoaua 5. Bkaxith y BIINOBIZHUX Tpadax TaOIUI KUIBKICTh aBTOCOM, CTaT€BUX XPOMOCOM Ta
MOBHUH KapiOTHII 1TaHOTO 3aXBOPIOBAHHS.

Hasra Kinbkicts Kapiotumn
ayToCOM CTaTEBUX XPOMOCOM

a) Jlayna




0) lllepemeBcrkoro -TepHepa
B) Knmaitndensrepa

T) TpUCOMIsI

n) [Maray

¢) Ensapnca

3aodaua 6. BkaxiTh y BiANOBIAHUX Tpadax TaOIuIll Ha3BU CUHAPOMIB 3aXBOPIOBaHb Ta CTATh JAHOI
0COOMHU Y BIAMOBIIHOCTI 3 HACTYITHUMHU KapiOTHIIAMHU:

Kapiotun Hazga Crartb Opraizmy
47 XY21+
46 XY
45XX15™
47 XXX
47 XXV
45X
47 XV13+
47 XX18+
45XX21/21
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METO/THYHA PO3POBKA
AJ1s BeJIeHHSI IPAKTHYHOI'0 3aHATTH i3 CTyIeHTaMH

MEJINYHA I'EHETUKA

TemaNe2 3azanvna xapaxmepucmuka xXpomocomuux xeopoo. Kninixka ma diaznocmuka
OCHOBHUX (YOPM XPOMOCOMHUX X8OPOD.

| Axkmyanvnicmo memu:

MenuyHa TeHETMKa BHBYA€ B3AEMOJII0 CHAJKOBUX Ta CEPEJOBHIIHUX YHHHHKIB Y
dopMyBaHHI SK HOpPMAJbHUX, TaK | MATOJIOTIYHMX O3HAK, KOHKPETHI MEXaHIi3MH peaji3aii
CMaKOBOI KOHCTUTYI1 JIIOJMHM. 3TIHO 3 MOJIOKEHHSIM Cy4acHOI MEAMLIMHU, Oyab-sKa MaToJIOTis
JIONWHA B OUTBIIIA 9YM MEHIIIA Mipi moB's3aHa i3 cnagkoBicTio. Llimkom odeBwaHO, mo 0e3
PO3YMIHHS pOJIi TeHeTHYHUX (akTopiB B eriosorii ¥ maroreHe3i 3axBOPIOBaHb HE MOJXKHA
MPOBOAUTH €EKTUBHE JIKyBaHHS HE TIJILKH BPOKEHOT Ta CMAIKOBOI MATOJIOTI], ajie i MHUPOKOTO
KOJIa 3aXBOPIOBAHb I3 CIAJKOBOIO CXHJBHICTIO, TUTOMA Bara SKHX B CTPYKTYpi 3aXBOPIOBAHOCTI,
CMEPTHOCTI Ta 1HBaJIiAi3allii HacelIeHHs MOCTIHHO 301IbIIY€ETHCS.

MeToro BUBYEHHSI TeMH € HEOOXITHICTh OTpHMaHHS 0a30BHX 3HAHb, 0€3 SIKHUX ChOTOJHI
HEMOXJIMBO 3PO3YMITH CKJIQAHUN MeXaHi3M (OopMyBaHHS T€HETHYHUX aHOMAJi Ta iX pojb y
PO3BUTKY XPOMOCOMHOT MaTOJIOT 1.

I1. Hasuanwvni yini 3anamms.

3HATH €TiOJNIOTII0 i IIUTOTEHETUKY XPOMOCOMHHUX XBOPOO.

3HaTH MaTOTeHE3 XPOMOCOMHHX XBOPOO.

3HATH TUIHU MOPYILIEHb B XPOMOCOMHOMY Ha0Opi: CTPYKTYpHI, YUCIIOBI.

TpakTyBaTu KapiorpaMu B HOpMi Ta IIPH MATOJIOTIi.

3HaTH XapaKTePUCTUKH XPOMOCOMHHX XBOPOO Ta OCOOIMBOCTI KJIIHIYHUX TNPOSABIB OKPEMHX
XPOMOCOMHHUX CHHJIPOMIB.

agrwnE

6. PosmizHaTu 3arajbHI TPOSBH XPOMOCOMHOI MATOJOTii, JIarHOCTYBaTH MPHUPOKEHI
MopdoreHeTn4yH1 BapiaHTH, MPABUIBHO BUKOPHUCTOBYBATH BIJMOBIIHY TEPMIHOJOTIIO TPH
OmHCi KIIHIYHOI KapTUHU Ta (EHOTHIY XBOPOTO, BU3HAYUTH HEOOXIJHICTH JOAATKOBOTO
00CTeKEHHS, BKJIIOYAI0Un crieni(iuHi reHeTUYH1 METO/IH.

7. 3acBOiTH 3MICT, MOHATTS, €PEKTH XPOMOCOMHOTO 1 T€HOMHOTO iMIpUHTHHTY.TpakTyBaTu
nmoHATTS «OAHOO0ATHKIBChKA AUCOMIS» Ta «XPOMOCOMHUHN TOIIMOP(hi3ZM».

8. TlosicHIOBAaTH TeHETUYHY T€TEePOreHHICTh KIIHIYHO MOMIOHUX (POPM 3aXBOPIOBAHb.



9. BmiTH Ha OCHOBI OTPMMAaHHUX 3HaHb Ta HABUYOK MPOBECTH MEIUKO-TCHETHYHE OOCTEHKEHHS
XBOPOTO 3 XPOMOCOMHOIO TIATOJIOTI€l0, TPU3HAYUTH HEOOXigHE OOCTEKEHHs, BMITH
1HTepIpeTyBaTH iX AaHi, MpoBecTH AU(EpPEHUIHHUA qiarH03 B MeXaX CyMIXHHMX HO30JIOTIH Ta
BHOpaTH TaKTUKY BEJICHHS MAI[I€HTIB 3 XPOMOCOMHHUMH 3aXBOPIOBAHHSIMH.

10.TIpoBogutn mpodinakTUUYHI 3aX0/H, CIPSIMOBaHI Ha 3amo0iraHHs BUHUKHEHHS CHaJIKOBOI
Ta BPOJDKEHOT MAaTOJOT1i, Ta 3HWKCHHS YaCTOTH HAWOLIBII MONIUPEHUX 3aXBOPIOBaHb
MYJIbTH(HAKTOPiadbHOT TPUPOIH.

11.CamocTiiiHO ompaioBaTd 1 MIATOTYBaTH BHUCTYN OO S XBWJIMH 3a TEMOIO 3aHATTI. 3a
MO>KJIMBOCTI - POJIEMOHCTPYBATH Ha MPUKJIAAL KIIHIYHOTO BUIIAJKY.

I11. i po3BUTKY 0coducTOCTI (BUXOBHI IiJTi)

Po3BUHYTH ysABIEHHS NPO TEHETHYHI MEXaHI3MH PO3BUTKY XPOMOCOMHOI IMaTojiorii Ta Ha
Marepiajgi TEeMH PO3BHHYTH TMOYYTTS BIAMOBIJATBHOCTI 3a CBOEYACHICTh 1 TIPABUIIBHICTH
npodeciituux naid. IlponoxuTi ¢GopMyBaHHS KITIHIYHOTO MHCIEHHS MalOyTHBOTO JIiKaps
3arajJbHOl MPAKTUKH 00 CBOEYACHOTO BCTAHOBJICHHS MOMEPEIHLOTO Ta BepHudikallii aiarHosy,
BU3HAUYCHHS TAaKTHUKU OOCTEXKEHHS Ta BEIACHHS XBOPHX MpH HAHOLIBII MOMIMPEHHUX
XPOMOCOMHUX 3aXBOPIOBaHb.

IY. MixxaucuuniiHapHa iHTerpauis

¢izionoris
16.T'icTonorisa

3HATH TCHETHYHI aCIIEKTH POCTY
1 PO3BHUTKY IO/, OCOOIMBOCTI

JUTSYOTO OPTaHi3My.

3HaTu 3aKkoHA MeHaens.
CnankoBi (hopMH MaTOJIOTI].
Cturmu u3emMOpioreHesy.

EdexTn XpoMOCOMHUX aHOMAaii
B OHTOT€HE31.

Knacudixkarris XPOMOCOMHUX

XBOpPOO.

Ex30reHH1 YMHHUKH Ta iX pONb Y

3HaTH Bmitn
Hucuyunninu
14. AnaTomis 3HATH aHATOMIYHI OCOOJMBOCTI Bwmitu
15.HopmainbHa IUI0/1a Ta JITeH PaHHBOTO BIKY BUKOPUCTOBYBaTH

OTpUMaHi 3HaHHSI IS

PO3YyMiHHSI TEHETHYHUX

17.I1arodisionoris i i MEXaHi3MiB

18.3aranbHoi ririeHu eMGP 10§aanorF) 1 peramsHoro MiATPUMaHHS
Ta exostorii moumy | oP OB BHYTPIIHEOYTD obHoro romMeocrasy.

19.TIponeneBTrka PO3BUTKY. [TosicuroBaTu
JIUTAIUX XBOPOO dizionoriuHi ocobmmBocTi | Y3TOMKEHICTh

XapakTepy MOpYIIeHb 3
eTaraMd  OHTOTCHE3Y
(ramerto-, emMopio-,

¢eromaris.)




BUHHUKHEHHI MyTarin npu
XPOMOCOMHIH TTATOJIOT1.

PosmizHaBatu 3araibHi TIPOSIBU
CHaIKOBOI [1aToJIOoT,
JI1arHOCTYBaTH BPOJIKEHI
MOp(OreHeTHYHI BapiaHTH.

3i0patu aHaAMHECTWYHI JaHi 1
TeHEaJIOTIYHY iH(opMaIliro,
IpoaHaji3yBaTu 03HAKU XBOPOOH

B CIM'.
Busasnaru 0COOJIMBOCTI
KITHIYHUX MPOSIBIB

XPOMOCOMHHX XBOPOO.

dopMyIoBaTH  JiarHo3  3TiAHO
Kiacudikaiii.

BusiBiisitu CTUTMH
TU3eMOpioreHe3y Ta CHUMIITOMH
XpPOMOCOMHO{ ~ TMAaToJOTii  MpH
00CTEeXEHHI.

V. 3MicT TEMM 3aHATTHA

XPOMOCOMHI XBOPOBH JIIOJIUHHU

XpoMocoMHi XBOpOOM — 1€ BEJIMKA TIpyna BPOIKEHHUX CHAJKOBUX 3aXBOPIOBAaHb,
0OyMOBJICHUX TEHOMHHMMH MYTaIlisIMH a00 CTPYKTYpHUMH 3MIHaMH OKPEMHX XPOMOCOM, IO
KIIHIYHO XapaKTEePHU3YIOTHCSA MHOXMHHUMH (YMCICHHUMH) BPOJKCHUMH BajgaMu po3BuTKy (BBP)
PI3HOTO CTYIIEHIO BUPAKEHOCTI.

3arajgpHa 4acToTa XpOMOCOMHHMX XBOp0O cepen HoBOHapokeHuX ctaHoBuTh 0,6 - 1,0 %B
CTPYKTYpl MHOXXHHHUX BaJ PO3BHTKY XpPOMOCOMHa marosoris ckimamae npudiauzno 30 % Bix
3arajikHOTO YHCJIa YCiX BaJl PO3BUTKY Y HOBOHAPOKEHHX.

XPpOMOCOMHI TOPYIICHHS y MITeH, SIKI HAPOJIWINCh 3 TUMH YH IHITUMHU BaJlaMH PO3BHUTKY,
BIIJIOMY peecTpytoThbest y 10 %Bunazaxis, a cepesl TUX, XTO Ma€ MHOXKHHHI Baau - 10 50 %.Cepen
JiTel 3 BpopKeHUMH Bagamu po3BuTKy (BBP), HapomkeHuX paHilie CTPOKY, 4aCTOTa XPOMOCOMHOT
naroJjorii csarae 18 %, a 3a HagBHOCTI KOMIUIEKCHUX Baj - Olnbine 45 %.VY 15 % marieHTiB 3
HenudepeHuiioBaHuMu (popMaMu po3yMOBOI BiACTANOCTI, BaJlaMU Ta MIKpPOQHOMANIISIMU PO3BUTKY
TaKOXX PEECTPYIOTHCS XPOMOCOMHI aHOMAJI1.

KpiMm Toro, 3a pesynbraraMud MPOBENCHUX JOCTIKEHb XPOMOCOMHUMH aHOMAIisSIMU
obymoBiieHo mnpubmm3Ho 45 % ycix BUMNAIKIB CHOHTAaHHUX abopTiB Ta Ommu3pko 6-7 %
MEpTBOHAPO/PKeHb. HaitbinpIa yacTora XpOMOCOMHOI MaToJIorii 3aikcoBaHa B MaTepialli paHHIX



CIOHTaHHUX aboprtyciB, a Omm3pko 30 % yciX 3amnigHeHUX SHNEKIITHH THHE B
nepeAimMmuianTaiiiaomy mepiozi (mepmr 10 1HIB) yepe3 HasBHICTH XPOMOCOMHHMX aHOMatii. Takum
YMHOM, OUIBIIICTE XPOMOCOMHHUX IOPYIIEHb Y JIOAMHU HECYMICHI HaBiThb 3 PaHHIMHU eTanamu
emOpiorenesy.

Harenep y moauau Bimomo Oinmbiie 700 xBopoO, mo moB'si3aHi 31 3MIHOIO KiJIBKOCTI YU
cTpykTypu xpomocoM. [Ipubnusno B 25 Y% peectpyroTbest ayrocoMHi Tpucomii, 46 % —marosoris
crareBux XpomocoM. CTPYKTYpHI XpOMOCOMHI mepeOyaoBU, cepell SKUX YacTille 3yCTPidaroThCs
TpaHCIOKalii Ta fenerrii, BapirotoTh B Mexax 10 %.

IIpyynHU BUHHUKHEHHS XPOMOCOMHOI NATOJIOTi1

XpoMOCOMHI XBOpOOU (POPMYIOTHCSI BHACHTIJIOK YIIKO/DKEHHS T€HOMY, IO BHHHUKAE TPU
J03piBaHHI raMeT, B TIPOIIEC] 3aIUTITHEHHS Ta Ha paHHIX CTaAisX IpOOJEHHS 3UTOTH.

ETionorivaumu GakTopaMu XpoOMOCOMHOI MATOJIOTil € TEHOMHI Ta XpPOMOCOMHI MyTallii, 1110
BUHHUKAIOTh B CTaTEBUX KJIITHHAX OJHOTO 3 OaThkiB. IIpoTe y cmamok AeKiIBKOM TOKOJIIHHIM
nepeaaeTbes He Outbme 3- 5 %3 Hux.

MyTéui'l' (mar. mutatio —3mina) — 1e criliki (Taki, M0 MOXYTh OyTH YCIHaKOBaHI)
MOPYIIECHHS CTPYKTYPH CIAJKOBOTO MaTepially Ha PI3HUX PIBHAX WOTO OpraHi3allii, 10 BHHUKAIOTh
IiJT BILIMBOM €HJIOTCHHUX Ta €K30T€HHUX (PaKTOPiB, Ta MPHU3BOJATH 10 3MIH THX UM 1HIIMX O3HAK
OpraHizmy.

[Iporiec BMHUKHEHHS MyTallii OTpUMaB Ha3By MyTareHe3y. PoO3pi3HSIOTH CNOHTAHHI Ta
iIHAyKOBaHi MyTaWii.

CnonTaHHi MyTauii BUHMKAIOTh CaMOBIJIBHO MPOTATOM JKUTTS. 3a HOPMaJIbHHX YMOB
JOBKULIS Y KIITHHAX IOXBUJIMHHU CrIOHTaHHO BuHMKae Omm3bko 130 ymkomkens JJHK, nepeBaxna
OUTBIIICTD SIKUX PETMapYETHCS MPOTATOM JCKITbKOX XBHIIMH.

InaykoBani myramii — 11e 3MiHM T€HOMY, 1[0 BUHUKAIOTH ITiJI BILTABOM HECIPHUSTIUBHX
YUHHUKIB JOBKIJUIS 200 B yMOBaX €KCIEPUMEHTY.

Taki YMHHUKY Ha3UBAIOTh MyTareHHUMH. Jl0 HUX BiIHOCSTHCS:

* XimMiuHi MyTareHu (OKHCJIIOBaYi, MECTUIM/IN, ICSIKI XapyoBi J00aBKH, POZYMHHUKH 1

T.1HIIL.)

* ¢piznuni MyrareHu (ioHi3yroue, yabTpadioieTOBE BHIIPOMIHIOBAHHS,  3aHAJATO

BUCOKa a00 HM3bKa TeMIIepaTypa Ta iHIII.)

* GiosIoriuHi MyTareHu (PeTpPOBIPYCH, PETPOTPAHCIIO30HH, TPOAYKTH OOMiIHY PEUOBHH)
Myranii 3‘aBnstoTeesi nepeBakHo 3a  perutikanii JIHK, mopymens mporeci ii pemapamii  Ta
TeHETUYHOI peKoMOiHaIIii.

Bupi3usioTs:

* TeHOMHI MyTaIlii (KpaTHi 3MiHH 9HCIa XpPOMOCOM),
* XpOMOCOMHI MyTarlii abo xpomocoMHi abeparii (CTPYKTYpHI Ta YHCENIbHI 3MiHH
XPOMOCOM)



* TeHHI MyTallii (3MiHH MOJIEKYJISIPHOI CTPYKTYpH I'€HIB)

I'enomui myTamii

I'enomui MyTawii 1mMoB'si3aHi 31 3MIHOIO KUIBKOCTI XpPOMOCOM Ta BHHHUKAIOTh BHACIHIJIOK
MOpYUIEHb HOPMAJILHOTO TIepediry mpoIeciB MiTo3y Ta Meio3y.

V nroMHYU BU3HAUCHI MOMIMIOIAiT (TpH- 1 TETpaIUIoifis) Ta aHEYIJIOITisl.

IMoginmoixia — 30iIbIICHHS YUCIIa XPOMOCOM, KpaTHe rarutoigaomy (3N, 4n, 5ni T.1.).
BBakaeThcsi, 10 BUHUKAIOTH BHACIIJOK TMOJBIMHOTO 3allTiIHEHHS Ti BIJCYTHOCTI MEPIIOTO
MeHOTHYHOTO moAiTy. EMOpioHU JIF0IMHU 3 TIOIIOHUMH aHOMATISIMH HE KUTTE3/IaTHI.

AHeymI0iis (rereporuioinis) — He KpaTHE rarjoifHOMYy 3MCHIICHHS a00 30iIbIICHHS
YHCIIa XPOMOCOM B JUILIOINHOMY Habopi (2n+1, 2n-1i T.1.). HaiiBiporigHimow MpUYUHOIO L€l
aHoMaJtii Mo>ke OyTH HEepPO3XO/KEHHS B Mpoleci Meio3y Oyab KO Mapu rOMOJIOTIYHHX XPOMOCOM
y 0IHOTO 3 0aThKiB. SIK HACHiAOK, OJJHA 3 raMeT OyJe MICTHUTH Ha OJHY XpOMOCOMY OuibIle, Jpyra —
MeHIIe. 3a 3alUliIHCHHS 3JUTTSA TaKhuX aHOMaJbHHX TaMeT 3 HOPMAJIbHOK IPU3BOAUTH JIO
dbopMyBaHHSI 3UTOTH 31 3MIHEHHM YHCJIOM XPOMOCOM Yy TOPIBHSHHI 3 JUIUIOIMHUM HAOOpOM,
XapakTEpHUM IS JaHOro BHIY. Hysecomis (2n - 2), monocomis (2n - 1), tpucomis (2n + 1),
TeTpacoMis (2N + 2)i T.ixm.

3a3BHuail y JIIOJUHU CIIOCTEPIra€ThCs 3MEHIIEHHsT (MOHOCOMIst) a00 30iNbIeHHs (TPHUCOMIs)
Ha OJHY, YK€ PIAKO - Ha JBI Ta Oiabine xpomocoMu. IIpu 11bOMy 3 yCiX BapiaHTIB aHEYILIOIAii
3yCTPIYalOTHCSA TUTBKH TPHCOMII ayTOCOM, MOJICOMIl 32 CTaTeBUMH XpoMocoMaMu (TpH-, TETpa- i
MIEHTACOMii), a 3 MOHOCOMIl PEECTPYETHCS TLILKM MOHOCOMIS XpOMOCOMH X, 3a SKOi (OPMY€EThCS
cunapom lllepemerchroro-Tepuepa (45.X0).

Tpucomisi — HasSBHICTh TPHOX TOMOJIOTIYHUX XPOMOCOM Yy Kapioturi. Hanpukmnan, Tpucomist
213a cungpomy [layna, tpucomis 183a cunapomy DaBapzca, npu popmyBaHHI cuHapomy [laTay
BU3HAYA€THCS TPHCOMist Xpomocomu 13.

MoHocoMisi — HasBHICTh TUTBKH OJIHIE€T 3 JBOX TOMOJIOTIYHHUX XPOMOCOM. 33 MOHOCOMIl
ayTOCOM HOPMAJIbHUH PO3BUTOK eMOpiOHA HEMOKITHBHM.

XpoMocoMHi MyTamii

XpomocomHui mMyTamii - 11e 3MIHM CTPYKTYpH XpoMocoMm. [lepeOymoBu B Mexkax OmHIET
XPOMOCOMH — BHYTPIIIIHBOXPOMOCOMHI MyTarii (menerii, iHBepcii, Ayrutikarii, iHcepiii), npu
3aJy4eHHI IBOX 1 OLIbIIIe XPOMOCOM — MIXKXPOMOCOMHI MyTaIlil (TpaHCIIOKaIlii).

. JeJelliss — BTpaTa JUISTHKA XPOMOCOMH;

. 1HBepCiss — MOBOPOT AUISHKU XpoMocomu Ha 180°;

. TYTUTIKALlis — MOJABOEHHS NUISTHKA XPOMOCOMY,

. 1HCEpIIisl — MepPeCcTaHOBKA JUISTHKA XPOMOCOMH;

. TpaHCJIOKAIlisl — TEePEHECEHHs AUITHKA XPOMOCOMH a00 III0i XpOMOCOMH
Ha 1HIITY.

VY M0auHM BU3HAYAIOTHCS YCI THUITM XPOMOCOMHHX MYyTallii

[{uToreHeTuKka XpOMOCOMHHUX XBOPOO



[nenTudikamis XpoMOCOMHUX aHOMaJii 3a0e3leuye BCTAHOBJICHHS J1arHO3y, OTPUMAHHS
iHdopmarii momo mepediry 3aXBOPIOBaHHS, a TAaKOXXK MOXIJIMBOTO PHU3UKY IOBTOPHOTO IPOSIBY
JTAHOTO TEHETHYHOT'O 3aXBOPIOBAHHS B CIM 1.

CtpykTypy Ta GyHKIIT OKpEMHX XpPOMOCOM a00 XPOMOCOMHOTO Ha0opy B IIIJIOMY
JOCTIKye mUuTOoreHeTHKa. KiliHiuHa nmuTOreHeTHKa BUBYA€E aHOMAIIi XpOMOCOM B TIO€JIHAHHI 3
KJIIHIYHUMH MPOSIBAMH XPOMOCOMHOT ITATOJIOT 1.

IuroreHernunmii  Merox  (METOJ  XPOMOCOMHOTO  aHalidy) TIPYHTYETbCS  Ha
MIKPOCKOITIYHOMY JOCTIPKEHH] CTPYKTYPH 1 KITBKOCTI XPOMOCOM.

BuBdyeHHsT XpoMOCOM JIIOAWMHHU Bifirpae CYTTEBY pOJIb B JIarHOCTHUIN, MPOTHO31 Ta
MOHITOPHHTY €(eKTUBHOCTI JIKyBaHHS HE TUIBKM B MEAWYHIM TEHETHIN, ajle W memiarpii,
reMaToJIOT11, OHKOJIOT1i, €eHIOKPHUHOJIOT1] Ta T.1HIII.

XapaKTepucTHKA XPOMOCOM

XpomocoMa — 1ie CTPYKTYPHHUM €JIEMEHT SApa KIITUHH, IO 3IaTHUNA 0 CAMOBIITBOPECHHS,
ta ckiagaerses 3 JJHK 1 Benmukoi KUIbKOCTI siiepHUX OUIKIB pi3HOTO THUITY.

Bci xpoMocomu MICTATH ayxe noBruii 6e3nepepBHuii nojaiMmepusoBanwnii Jadior JJHK, oo
BKJIIOYA€E T€HU, PETYJISITOPHI €JIEMEHTH Ta IPOMIDKHI HYKJICOTH/IHI TIOCIITOBHOCTI.

Cepennst XpoMocoma JIIOAUHH OJu3bK0 45 MKM T0BX)HHOIO Ta MicTuTh 13k106 map ocHOB.

Tepmin «xpomMocoma» BBEJCHO HiMeIbKUM aHatromoMm Bamnsaeiiepom (H.W.G. Waldeyer.)y
1888 pomi ans mo3HavueHHs o¢apOOBaHUX HUTKOMOIIOHUX CTPYKTYD, sIKi OyJIO BHIHO B TpoIieci
MiTO3y. [loXOAuTh BiJ TPEIBKUX CIIIB «XpOMa» — KOJIp Ta «COMa» — TiJI0.

XpoMOCOMH pO3TallloBaHi B fAApax yCiX KITHH JIOAWHA (32 BHHATKOM 3pLIHX
CPUTPOIIMTIB), 1 KOKHA KJIITHHA MIiCTUTh 23 pi3Hi mapu xpomocoM. Uwmcio, po3mip Ta dopma
XPOMOCOM YITKO BU3HAUEHI U crienuivHi 1J1s KOKHOTO BUITY.

XpoMocoMa CKJIQNA€eTbCss 3 JIBOX CECTPUHCHKHX XPOMATHI, KOXXHA 3 SKHX MiCTHUTh
KOMITAKTHO OpraHizoBaHy mnoapiiiHy cripans JIHK, sika € ocHOBOIO CIaaKOBOCTI, Ta PErystoe yci
acmeKTH Mmo0y/10BY Ta (PYHKIIIOHYBAaHHS OpPTraHi3MYy JIFOJUHHU.

XpoMOCOMH MOXYTh TepeOdyBaTH B JBOX CTPYKTYPHO-(QYHKI[IOHAIbHMX CTaHax. B
KOH/IeHCOBaHOMY (cripajrizoBaHoMy) Ta JeKOHAeHcoBaHOMY (mecmipamizoBaHoMy). B inTepdasi
XpPOMOCOMH YacTKOBO a00 TIOBHICTIO JCKOHJCHCOBaHI (B TaKOMy CTaHi  MPOIECH CHHTE3Y
BiIOYBarOThCSI aKTHUBHIIIIE), TOMY B )KHBi# KIIITHHI MOKHA CIIOCTEPITaTH JIUIIE IPaHyIH XPOMAaTHHY.
[Tig gyac MITOTUYHOTO MOIUTY KIIITUHHU, KOJH BiIOYBAETHCS KOHACHCAILSI XPOMATUHY, XPOMOCOMH
no0pe Bi3yalli3ylOThCs, TOMY MOP(QOIOTiI0 XPOMOCOM €YKapioT BH3HAYalOTh camMe Ha CTajii
MeTadaszu MiTo3y.



bynosa xpomaTuny

XpoMaTHH JIIOAHHU 116 XPOMOCOMHUI MaTtepiaj, yTBopeHui noasiiHoro cripammo JHK,
110 38 s13aHa 3 ricronosumu (H1,H2A, H2B, H3,u H4) ta HericroHOBUMH OijKaMH.

Bapto 3aznauutn, mo sxmo coipans JHK onniei mumioigHOl KIITHHH JTFOAWHU
PO3KPYTUTH, TO ii NMOBXKHHA CTaHOBWJIA O TpHOMM3HO 2 M, MPOTE BOHA, HACTIPAaB[i, IOCHUTH
KOMITAKTHO PO3MIIII€HA B SI/IPI.

Po3pizHstoTh nekinbka piBHIB opranizanii JJHK B xpomaTuHi.

Cnipans camoi JIHK - mepmuii piBens yuiineHeHHs. Jlaii ABi MOJIEKYJIM KOXKHOTO 3 TICTOHIB
H2A, H2B, H31i H4 dopmyrots sipo 6inka, oktamep. Iloasiitna cnipans JJHK pobuts HaBKOIIO
OKTaMepa JBa BUTKH, B KOkHOMY - 160 ocHoB, ¢opmytoun takuM unHoM 10 HM Hyk/Ieocomy,
OCHOBHY CTPYKTYPHY OAMHHUIIO XpoMmaTuHy. CyMiXKHI HYKJICOCOMU YTPUMYIOTHCS 3'€JHYBaIbHUM
cerMeHToM, abo T.3. JiHKepoM, ricroHa H1. [lomxuHa minkepa Bapitoe Bix 15 mo 100 m.H. B
3QJIEKHOCTI Bif Ty KiaiTuHU. [icron H1, mo moBmmii 3a iHmI Maibke BIBiYi, BIAMOBITAE 3a
IUTICHICTh HYKJIEOCOMHOI CTPYKTYPH.

B cBoto uwepry, HykJI€OCOMH 3almaKkoBaHI B COJICHOITHY CTPYKTYPY, 1 i 30-nm coneHoian
YTBOPIOIOTH BEJWKI METI, 110 BUCTYIAIOTh 11032 IEHTPAIbHI OUIKH XpoMocoM. TOUYkH KPITIJIEHHS
KOKHO1 metii postamoBani B3moBxk JIHK. Jlami BimOyBaeThcsi 3aKkpydyBaHHsS IIUX TI€TEIb 3
YTBOPEHHSIM HAJ3BUYANHO IMIUIBHUX OAWHHUIIL — XpoMocoM. HaiOinpmoro crymeHs yuiuibHEHHS
XPOMOCOMHU JIOCSTAIOTh IiJ] 4ac MeTadasu MiTo3y.

B xpomaruni 6mmmseko 87 - 90%mnorxunu JIHK 3B'13aH0 3 HykIIeocomamu

Tunm xpomaTuny

Po3pi3HsitoTh 71Ba TUNM XpOMaTMHY B KJIITHHAaX €yKapioT: eyXpOMAaTHH Ta
reTepoXpoMaTHH.

EyxpomaTuH, 1ie BiIbHO OpraHi3oBaHi akTHBHI IUISIHKHM XpOMaTHHY, L0 30epiraroTh
JecIipali3oBaHHi cTaH XpOMOCOMHOI'0 MaTepiany B iHTepdasHomy aapi, Ta pu GapoyBanui GTG
METOZOM MAalOTh CBiTie 3abapBieHHs. B eyxpomatuni ckonueHtpoana JIHK, sika B inTepdasi €
TCHETUYHO AaKTHUBHOIO, Ta MICTUTBCS OUIBIIICTh CTPYKTYPHHX Te€HIB opranizmy. Kpim TorO,
€yXpOMaTHH BIAPI3HAETHCS 3AATHICTIO O IHTCHCHBHOTO CHHTE3Y pUOOHYKJIETHOBOI KHCJIOTH
(PHK) Ta GiibIIxM BMiCTOM HETICTOHOBHX OLJIKIB.

I'etepoxpoMaTHH — 1€ TEHETMYHO HEAKTUBHI JUISHKH XPOMOCOM, SIKI TPOTITOM
KITITHHHOTO LUKy 3HAXOISThCS B KOHJICHCOBAaHOMY (KOMIIAaKTHOMY) CTaHi. BBakaeTbcs, 1o
reTepOXPOMAaTHH HE MICTUTh OCHOBHHUX T€HIB, IIPOTE€ MOXKE 3I1MCHIOBAaTH IEBHUI KOHTPOJb 3a iX
¢dbyHKIIEIO, a TakoX 3a TPOIECOM MITO3y Ta PO3BUTKOM KIITHHU. OCOOIHMBICTIO
rerepoxpomatiHoBoi JIHK € Bkpail Husbka ii 3maTHicTh a0 TpaHckpumuii. Ha panHIX cramisx
OHTOTEHE3Yy BMICT I'eTepOXpOMATHUHY B MeTa(a3HUX XPOMOCOMAX MEPEBAKHO 3HAYHO HIKUYHUH, HIXK
Ha Mi3HIX eTanax po3BUTKY, a TUM OiIbIlIe — B 3pUINX KIIITHHAX.



Po3pizHsat0Th 1Ba TUIH TeTepoXpoMaTHHY. (aKyJIbTaTUBHUN Ta KOHCTUTYTHBHHM. OOUABA -
TeHETUYHO Oe3IisUIbHI.

DakyJIbTATUBHUI IeTEPOXPOMATHH MICTUThH KOJYIOUY, & TOMY BiJTHOCHO KOHCEPBAaTHBHY
JIHK, sika 3a meBHMX yMOB B AU(EPEHINIHOBAHUX KJIITHHAX JESKMX TKAHWUH MOXKE MEPEXOIUTH B
eyxpomatuHOBUK cTaH, 3a skoro JIHK crae TpaHCKkpuniiiiHO aKkTHBHOKO 1, BIJMOBIJIHO,
BiI0OYBa€ThCS E€KCIIpecisl TeHiB, IO PO3MIIICHI Ha AaHii AUISHII xpoMocomu. [Ipore, B Takux
KJIITHHAX akThBHI 01m3bk0 10 %reuiB, 1HIN 3aIHIIAIOTHCS IHAKTUBOBAHUMMU.

3a3Buuail  (akyIbTaTHBHI T'€TEPOXPOMATHHOBI JAUISHKM HasgBHI TUIBKM B OJHIN 3
TOMOJIOTIYHUX XPOMOCOM. THMOBMM NpPHUKIAAOM € HEaKTHBHAa cTareBa X-XpoMocoMma y ocid
KIHOUOI cTaTi, SKa JEaKTUBYEThCS B KOHJICHCOBAaHUI TeTEPOXPOMATHHOBUN CTaH. Taka
reTepoXpoMaTH30BaHa X-XpOMOCOMa PEECTPYEThCS B iHTepda3i Ha BHYTPIIIHINA MOBEPXHI AAEpHOL
MeMOpaHH siK HeBeluke (0 1 MKM) TeMHO3abapBlieHE TIJIbIE, T.3. TUIblle bappa.

Bapro migkpecnuTtu, 1m0 3a raMeToreHe3y Ta Ha paHHIX CTaaiax emOpiorenesy oOuisi X-
XPOMOCOMH € €yXpOMAaTHHOBUMH Ta TPAHCKPHUILIHHO aKTUBHUMH.

KoncruryruBumii (CTpyKTYpHHii) reTepoXpoOMaTHH MiCTHTBCS B 000X TOMOJIOTIYHHX
XpOMOCOMax, MEPEeBaXHO B IIEHTPOMEPI, TeIOMEpax, sIEpPLEeBOMY OpraHi3aTopl Ta Ha AMCTAIbHIN
ainsHIi xpomocomu Y. HaiiGinbmia #oro KibKiCTh Ta IIMPOKUN MOIIMOP(I3M XapakTepHi Uis
xpomocom 1, 9, 161 Y.

JIHK rererepoxpoMaTHHy IIbOTO THIy € Y OUIBIIOCTI BMIAJIKIB HEKOAYIOUOIO, & TOMY
BUCOKOMONiMOppHOIO ¥ BapiabenbHOl. 3a3zBuyaii me caremitHa JIHK, mo ckimagaetsest 3
tangaeMHux nosropiB (Hampukian, HS1 (Human Satellite 1), HS2, HS3pda-carenit ta inm.).

3a [JesKMMH JaHUMH 3MIHM TE€HIB, pPO3TAIlIOBAaHMX Ha AUISHKAX KOHCTHTYTHBHOTO
reTepoXpOMaTHHY XPOMOCOMH, HeE MPHU3BOJAATH A0 3MiH (enotuiry. [Ipote € poboTH, siKi BKa3ylOTh
Ha Te, II0 3MiHM PO3MIpiB T'€TEPOXPOMATHHY MOXKYTh CIOJYYaTHCA 3 TSDKKAMH TOPYIICHHSAMH
criepMaToreHe3y, HEBHUHOIIYBAHHSAM BariTHOCTI, a TaKOX BHUHUKHEHHSM BaXKHUX Je(EKTiB
PO3BHUTKY.

€auHa BcTaHOBICHAa (YHKIS KOHCTUTYTHBHOTO TE€TEPOXPOMATHHY —  PETYIIIis
KPOCHHIOBepy — 0OMiHY T€HIB MIXK JIBOMa CECTPHUHCHKMMH XPOMATHIaMH 3a KIITHHHOTO TOILTY.

@®akynbTaTUBHUI Ta KOHCTHTYTUBHUH TETEPOXPOMATHHHU PEECTPYIOTHCS 3a BiIMIHHICTIO
npu  ¢apOyBanHi: (akynpTaTuBHUN rerepoxpoMatuH migmaeTbesi GTG-papOyBanHio 3a
PomanoBchbkuM — ['iM3a B CcTaHAApTHUX YMOBax, KOHCTHTYTHBHUH TE€TEPOXPOMATHH BUOIPKOBO
3a0apBIIOEThCST UM ke (GapOHMKOM TiIbKM Tmicis naeHarypamii-penaryparmii JIHK. Takwuit
CEJICKTUBHHI MeTo1 Ha3uBaeThesi C- hapOyBaHHS.

CrtpykTypa XpomMocoMu

Xpomocoma CKIaJaeThCs 3 ABOX CECTPUHCHKHX XPOMATH] Ta IIEHTpoMepH (epBUHHOT
HEePETSHKKH), IO 1X 3'€HYE.

LlenTpomMepa AiMUTH XPOMOCOMHM Ha J[BA IUIeYa: KOPOTKE - p-IUlede Ta JIOBre - (-uieye.
JlinsiHKa [IEHTPOMEPH BIJIOBIJA€ 32 KOHTAKT 3 MIKPOTPYOOUKaMH BepeTeHa MOUTY i MepeMilieHHs
XPOMOCOMH B MPOLIEC KIITUHHOTO IHKITY.



B mentpomepHux paitoHax xpomocom JokaiizoBana catenitHa JIHK, ska mpencramiena
0JIOKOM OJMHHMITH po3MipoM 171 mH, M0 TaHAEMHO OBTOPIOIOTHCA. TS MOHOMEPIB BKJIIOYAIOThH
10 3 MUIH. IIH.

Tenomepu — KiHIIEB1 CTPYKTYPH JIHIMHUX XPOMOCOM, SIK1 CKJIaJIAal0OTHCS 3 TTOCIIIIOBHOCTEH
JHK, mro moBTOprotoThCS. Y JIOAWHU TEJIOMEpPHI AUITHKA XPOMOCOM YTBOPEHI THCSYaMU
noBtopiB nociigoBaoctedt TTAGGG (inbm Hix 3-20 Kb).1i ainssHKE XpoMOCOM MarOTh CHUIbHI
3 TETEePOXPOMATUHOM BIIACTUBOCTI, a cCaMe. HAasIBHICTh BUCOKOIIOBTOPIOBAILHUX ITOCIIIOBHOCTEH,
3/IaTHICTh YTBOPIOBATH acolliaTH, IHAKTUBALlig I'€HIB, 10 MOTPANMIM B 30HY IeTepOXpoMaTuHy abo
TEJIOMEPHOTO XPOMAaTHHY.

TenoMepu BifirpatoTh BOXIUBY poJib y 30epekeHH1 ctadimpHOCTI XpoMmocoMm. Ille B 304
poku bapbapa Maxk-KniHToK Ao0Bena, IO TEIOMEpPU 3aXHUIAIOTh XPOMOCOMH BiJ Aerpajarii,
MEPEIIKO/KAIOTH TEIIOMEPa-TEIOMEPHOMY 3JIUITAHHIO XPOMOCOM 1 (POPMYBaHHIO TUIICHTPHUKIB.

CrenudiuHi eIeMEHTH TeJIoMep HEeOOX1IHI IJisi PO3XO/KEHHS CECTPUHCHKUX XPOMATH]I Y
MiTo31 ¥ s movarky perutikaiii JIHK. TlpumyckarooTs, 1m0 3a MEBHOTO YKOPOUYEHHS TEIOMEp
BiZIOYyBa€THCS 3yNMMHKA KJIITUHHOTO HUKITY Ta CTAPiHHS KIIITHHH.

CynyTHHKM aKpOLEHTPHYHUX XPOMOCOM JIIOAMHUA MICTATh PerioHM si/iepueBuX
oprasizaTopiB. B 1ux perionax posraiioBaHa BelHKa KigbKicTh pubocomansHoi PHK (pPHK).
I'ean pPHK wacto yTBOprOIOTH TaHAEMHI TapH, SKi opraHizoBaHi B kiactepu. KoxkHuii Takuit
KJIacTep BIJOBIJIAE AAEPLEBOMY OpraHi3aTopy, IKUX Yy JtoauHu 6m3bko 10.

LlenTpomMepu, TelToOMepH Ta SAEPLEBl OpraHizaTopu € (QyHKIIOHAIBHO PI3HUMH YacTHHAMHU
XPOMOCOMH.

XpoMocoMHu OJTHI€T TApU HA3UBAIOTHCS FOMOJIOraMH, a00 rOMOJIOTIYHUMH XPOMOCOMAMH.
B mporeci mito3y Ha craaii meradasu it mpomeradazu XpoOMOCOMH MalOTh TOBXUHY Big 2 mo 11
MKM, [0 Ja€ MOXIUBICTh TMPOBEICHHS MIKPOCKOMIYHOTO JOCTiIKEeHHs ModapOboBaHUX
THAVBIyaTbHIX XPOMOCOM.

MizkHapoaHa cMCTeMa HUTOreHeTHYHOI HOMEHKJIATYPH XPOMOCOM JIKOIMHU

B Ham 4Yac TEHETHMKM YChOIO CBIiTy BHUKOPHCTOBYIOTH "MIKHApOIHY CHCTEMY
HOMEHKJIaTypu 1uToreHetuku Jjroaunu» (International System for Human Cytogenetic
Nomenclature abo ISCN, 1995), ska 3anpomoHyBaja €IMHI TpaBWiIa PO3Ii3HAHHSI
KOHCTUTYIIIHHUX (BPO/KCHHX) Ta HAOYTHX aHOMAJIii XPOMOCOM, IO 0a3yloThCs Ha pe3yibTarax
MOJICKYJISIPHO-ITUTOT€HETUYHUX JIOCIIJIKEHb.

VY BiAMOBITHOCTI 10 wi€l Kiacudikamii XpoMOCOMHUI Habip JtouHU (KapioTHII) BKIHOYAE
46 xpomocoM - 22napu ayrocom 1 1 mapy crareBux xpomocom (XX -y oci6 xinoyoi crari u XY -
YOJIOBIYOi). 3riIHO 3 HOMEHKJIATYpOI XPOMOCOMH HyMepyroThcs Bin 1 no 23 3 ypaxyBaHHSIM
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xpomocomu. I'pyna C (xpomocomu 6-12) - cepenHbOro po3aMipy cyOMETalEHTPUYHI XPOMOCOMH.
I'pyna D (xpomocomu 13-15) -Benuki akpouentpudni xpomocomu. I'pyna E (xpomocomu 16-18) —
e KOpOTKi cyOMmeTaneHTpu4Hi xpomocomu. [pyma F - (xpomocomm 19 i 20) - maneHbki
MeTaleHTpu4Hi XxpoMocomu. ['pyna G - (xpomocomu 211 22) - BKIIIOYaeT MaJICHbKI aKPOLICHTPHYHI
xpomocomu. CtateBa X-XpoMOCOMa 3a JOBXKHHOIO Ta IIEHTPOMEPHHUM iHIEKCOM (CITiBBiTHOLICHHS
MiXk JTOBKHHOIO KOPOTKOI'O Ta JJOBTOTO Iieda XpoMocoMu, %) 6iu3bka 10 xpomocom rpynu C, a Y-
XpOMOCOMa 3a TIEI0 K XapaKTepUCTUKOI — 10 xpoMocoM Trpynu G. Knacudikamiro xpomocom Ha
IIJICTaB1 BiTHOCHOI JIOBXXWHHU Ta PO3MIIIECHHS IIEHTpoMepHu 3amporonyBaB [laray. 3rigHo 3 1i€ro
XapaKTEPUCTHKOIO PO3PI3HSIOTH 3 IPYIU XpOMOCOM: Memayenmpuyni (IEHTpOMEpa po3TalioBaHa
B IIEHTPI XPOMOCOMH), cyOmemayenmpuuni (UEHTpOMEpA EIIO 3MIIICHA [0 BITHOIIEHHIO 0
IIEHTpa XPOMOCOMH) # axpoyenmpuuni (UEHTpOMEpa 3HAXOJUTHCS B JUCTAIbHIA YaCTHHI
XPOMOCOMH).

Pucynox 2. Hopmanbnamii kapiotun dojoBika 46XY. Po3momin XpoMocoMm 3a Tpynamu.
®dapOyBanns xpomocoM 3a GTGwmeromom.

Kapiorun sroanaun

CyKyITHICTh XPOMOCOM Y JIFOJIMHH CKJIa/Ia€ XPOMOCOMHHH HaO1p abo KapioTwHil.

Kapiorunmom Takox Ha3uBalOTh 300pa)KCHHS MHPOHYMEPOBAHOTO IOBHOIO Habopy map
TOMOJIOTIYHUX XpOMOCOM (KapiorpaMu), BA3HAYSHOTO [ATOTCHETHYHIUMHU METOIaMH.

[TOHATTS <«KapiOTHII» CTOCYETbCSA SIK HOPMH, Tak 1 maroiyorii. B mepmomy BHmagky
TOBOPSITh PO HOPMAJILHUN KapiOTHI, B IPYrOMy — MPO MATOJOTIYHUN, HaJOAHUN COMAaTUYHUMHU
KJIITHHAMH Ha eTamax ITOCTHAaTAJIhHOTO PO3BUTKY. 3a3BWYail Haa0aHI XpPOMOCOMHI aHOMaii
PEECTPYIOTh TIPH OHKOJIOTIYHHUX 3aXBOPIOBaHHAX, [ii (akTopiB (I3UYHOr0 Ta XIMIYHOTO
MyTareHesy.

B coMaTyHUX KJIITHMHAX OpraHi3My JIOAMHH MICTUThCS auiutoigHe uucio ( 46 )
XPOMOCOM, B CTATeBHUX — rarioifgHe (23 xpomMocoMu).

3a HOpMAaTBLHUX YMOB IOJOBHHA XPOMOCOMHOTO HA0OpPy Ma€e MAaTepUHCHKE MOXOKEHHS,
iHIIa — 0aThKIBCHKE.
Kokna kiaitrHa (32 BHKIIOYEHHSM 3PIIMX E€PUTPOIMTIB) MICTHTh 22 MapH ayrocoMm Ta 2
Mapu CTaTeBHX XPOMOCOM - ToMOcoM. JKiHKM € TOMOTaMETHHMH 32 CTaTEBUMHU XPOMOCOMaMH Ta
MarTh J1Bi XX XpOMOCOMH, YOJIOBIKM — reTeporaMeTHi Ta MaioTh X 1 Y xpomocomu. ['eHu, 1o
JIOKaJIi30BaHi Ha Y XpOMOCOMi BU3HAYAIOTh CTaTh OCOOH.

Hopwmanbauii sxiHOUNH KaploTUT 3amucyeThes K 46,XX, gonopiunii - 46,XY.

3miHy MopdoJsorii  XpoMOCOM B MeXaxX HOpPMajbHOI BapiabeTbHOCTI HA3WBAIOTh
noJjiimopgHuMHU pizHOBHIaMHU, oJiMopdgizMoMm. [{fo B1acTHBICTE XpOMOCOM BHUKOPHUCTOBYIOTH B
SIKOCT1 MapKepiB IS MOMYJISIIHHAX JOCIIKEHb, BU3HAYCHHS IMOYaTKOBOTO €TaIly HEPO3XOIKEHHS
XpOMOCOM IIiJ] 4ac MiTO3y, BU3HA4YCHHs OATHKIBCTBA, BHSBIICHHS KOHTaMiHAIlll MaTepHHCHKHUMU
KIITHHAMU B aMHIOTUYHIN piMHI, BUSHAYCHHS TMOXO/HKCHHS JIEJIeTOBaHUX a00 TPaHCIOKOBaHUX



xpomocoMm. [Tomimopdizm xpomocoMm Moke OYTH BUKOPUCTAHUM B MOHITOPUHTOBHUX JOCIIIKEHHSIX
MPU TPaHCIUIAHTAIll KICTKOBOTO MO3KYy. B SKOCTI mpuKiamy MOKHAa MPUBECTH TOJIMOPGIZM
BCJIMKOI'O TCMHOI'O I'CTCPOXPOMATUHOBOT'O 6HOKy, PO3TAIIOBAHOI'0 HMXKYC HCHTPOMECPHU HAa JOBIOMY
iedi xpomocomu 1.

IHONMI MpW TOpyIIeHH] eMOpPIOHATBFHOTO PO3BUTKY MOXYTh CIOCTEPITaTHUCh TaKi CTaHH SK
MO3ailM3M Ta XiMepHu3M.

Mo3zainu3m (MOS)xapakTepu3yeThCs HAABHICTIO B TKAHWHAX (POCITMHH, TBAPUHH, JIIOIWHHI),
KIIITHH, 110 TEHETUYHO BiNpi3HAIOThCA. Lle BimOyBaeThcs, Ko J1BI a00 OunblIe KIITHUHHI JiHIi
PO3BHUBAIOTHCSA B OJTHOMY OpPTaHi3Mi.

3 MO03ailu3MOM TIOB'si3aHI JCSKI XPOMOCOMHI XBOPOOH JIIOJIMHU, B OCHOBI SIKUX JIEXKaTh
Tpucomii abo aneyruioinii. Tak, mpubmmzno B 2 % BumaakiB cuHapomy JlayHa, CHHApPOMY
Knaitndensrepa, 20-50 Y%cunapomy lepemescokoro — Tepuepa Ta npubauzno 10 % cunapomy
EnBapyca yacTuHa KJIITUH Ma€ HOPMAJILHUH XpOMOCOMHUI Halip, a 4acTHMHAa XapaKTepU3yeThCs
HasBHICTIO aHOMAJIbHOT XPOMOCOMH.

3a3Buuail KIiHIYHA KapTUHA CHHIPOMIB 32 MO3aillM3My MEHII BUpPa)XeHa, 0COOJIMBO, SKILO
KUTBKICTh aHOMAJIbHUX KTiTHH He nepeBunrye 10 %.

Bin mo3zainu3My BapTo BiAPI3HATH TaKUK CTaH SIK XIMEPHU3M.

Ximepusm (Chi) me pesynbTar pifKICHOrO BHITAAKY, 3a SKOrO JBa a00 OiabIlle T€HOTHIIH
MOXO/ISATh OUTBIIE HIXK B1Jl OJHIET 3UTOTH. 32 TAKOTO CTaHY YacTO PEECTPYIOTHCS 3MIMIaH1 MOMYJISIIIT
YOJIOBIYMX 1 KIHOYMX KJIITHH B OJHOMY OpraHi3Mi.

Crarei xpomocomu (X, Y)

CraTeBi XpoMOCOMHM, Ha BiJIMIHYy BiJ ayTocoM, IO3Ha4yalTbcs jitepamu X, Y, a
BIZICYTHICTB OjtHi€T 3 HUX — O {HyJIb).

Cratb 3aMeKUTh B Y-XpOMOCOMH, HASBHICTh a00 BIJICYTHICTH SIKO1 BU3HAYA€E YOJOBIUMI
a6o0 xiHouuit ¢penorun. JKiHoua cTaTh TOMOTaMEeTHA, YOJIOBIYa — TeTepOraMeTHa.

Po3pisustoTh eenemuuny (Xpomocommy), 20naony ma cmamo 3a heHOMUNOM.

l'enemuyna cTaTh BU3HAYAETHCA HA CTalii 3aIUTIIHEHHS B 3QJICKHOCTI BiJ] TOTO, SIKY
xpomocoMy (X gu Y ) Ma€ criepMaTo30i, 10 3aILTiHIOE SHICKTITHHY.

Ha mouatky chOMOro THXHS €MOpPIOHAIBLHOTO PO3BHUTKY CTaTEBl 3aji03u 1HAM(EPEHTHI
II0JI0 CTaT€BOi MPUHAJIEKHOCTI 1 TIIBKH B KIHI[I BOCBMOTO TIDKHS BiOYBAa€ThCs aKTUBAIlisl T€HY
SRY (Sex determining Region Y genelio jokagi3oBaHWii Ha AWCTAIbHIN MUISHIN p-Ticya
xpomocomu Y. T'en SRY ekcnpecye criemialbHU O1TOK, KUK cripusie (GOPMYBaHHIO 3BUBHUCTHX
CIM'SHMX KaHAJIbIIB Ta YTBOPEHHIO KJIiTHH Jleianra, mo npoayKyrTh TECTOCTEPOH. TakuM YHHOM
HasBHICTh IIbOTO TE€HY 3YMOBIIOE PO3BUTOK TECTHKYJ. 3a BiJIICYyTHOCTI XpomocoMu Y ToOHaja
TUQEPEHIIIOETHCS B SEYHUK.

Tepmin “ cmams 3a ¢henomunom " BiTHOCUTBCS 10 eTany (GOPMYBaHHS CTATEBUX OpPTaHIB
Ta BTOPUHHUX CTAaTEBUX O3HAK 3a KIHOUMM 200 YOJIOBIYUM THUIIOM.
X-XpoMocoMa JIIOIMHU € CyOMETalEeHTPUKOM CepelHIX pO3MipiB Ta MOpPQOJIOTiYHO
BiamoBigae xpomocomaM rpynu C. Ile ¢pyHKITIOHATFHO aKTHBHA XPOMOCOMA, sIKa MICTHUTH JOCHUTh
BEJIMKY KUIBKICTh T€HIB, B TOMY YHCJIl ¥ THX, 110 3yMOBIIIOIOTH MTEBHI CIIAJAKOBI XBOPOOH.



B coMartnuHux KIiTHHAX JKIHOK TUIBKKM OJHA X XpPOMOCOMa aKTHWBHA. [HaKkTHWBAIlis 1HIIOT
B1IOYBA€THCS HA PaHHIX CTAIAX MICIS 3aIUTIIHEHHS 3 3-TO 10 /-1 JIeHb eMOpIOHATIBLHOTO PO3BUTKY.
IHakTHBAIlIS O/IHIET 3 IBOX XPOMOCOM Ma€ BUIIAJIKOBUH XapaKTep, a TOMY MOKe OyTH iHaKTHBOBaHA
K MaTepUHCHbKa, Tak 1 OaTbKiBChbKa X XpoMocoma. Yci JOYipHI KIITUHH MAalOTh Ty X caMy
1HAKTUBOBaHY XpoMOCOMY. B JKiHOYMX 3apOAKOBHX KJIITMHAaX akTHBHICT X XpPOMOCOMHU
MTOHOBIIIOETHCS SIK TUTBKU KJIITHHA BCTYIAa€ B MEHO03, B YOJIOBIYMX — IHAKTUBYETHCS.

Y -xpoMocoMa — Haii0ibII BapiabenbHa 3a po3MipaMH XpOMOCOMa T'€HOMY JIFOMHHU.
3a3Buuail nemo Outbia 3a XxpoMocoMu rpynu G, a xpomatuau ii JOBroro 1ieya, sik IpaBuio,
JeKaTh MapajenbHo o/lHa oHIN. LleHTpomepa Bi3yamizyeTbesi He YiTKO, CyIyTHUKH BiJCYTHI.
[leaTpomMepHuii iHgekc KomuBaeTbes Big 0 1o 26 @ cepeauapomy ~ 16).binbma yactuna (~60%)
JIOBrOro Tuie4a Y-XpoMOCOMH Mpe/CcTaBIeHa () yHKIIIOHATEHO HEAKTHBHUM T'€TEPOXPOMATHHOM,
110 Mae po3mip 6mu3bko 24 Mb.1le earHa B reHOMI CCaBIIiB XpOMOCOMA, IO HE MPAIOe
Ge3nmocepeIHbO Ha peariszallito peHoTuny. Il reHeTHUHA 3HAUMMICTB OB’ A3aHa 3 KOHTPOJIEM
raMeToreHe3y, IEPBUHHOIO JIETePMiHAaIlI€l0 CTaTi.

YUCJIOBI AHOMAJIILI XPOMOCOM

Tepmin «ancoBl aHOMamii» omucye 30UIbIIeHHS a00 3MEHIICHHS 4YKciia XpoMmocoM. Bci
TaKi BiIXWJICHHS MTO3HAYAIOThCS YHCIaMU 3 BUKOPUCTAHHAM 3HaKiB (+) abo (-) i3 3a3HaUCHHSIM TOT
YM 1HIIOT KUTBKICHO 3MIHEHOT XpOMOCOMHU. BilCyTHICTH OZHOTO 3 TOMOJIOTIB XpOMOCOM a00 HOro
YaCTUHHM B KapiOTHINI HA3MBAEThCS MOHOCOMis (IOBHA ab00 YacTKOBA), a HASBHICTb - TPUCOMIs
(moBHa ab0 yacTKOBA).

YucnoBi aHOMaii 13 3aJy4eHHSM CTaTeBHX XPOMOCOM MOXYTh OyTH KOHCTHUTYUiHHHUMM
(Bpomxkenumu) Ta HaOyTuMu. [Ipy BpomkeHnx aneymiaoigisx xpomocom X i Y 3Haku (+) abo (-)
B KapiOTHI1 HIKOJIX HE CTaBJISATHCS:

45,X -xnacuuna MmoHocoMmist X abo cunapom lleperescrkoro-Tepuepa
47 ,XXY — cunapom Knaitndensrepa
47 XXX -xiHka 3 TpboMa XxpoMocoMaMu X (CHHIpOM TprcoMii X)

48,XXYY — Bapiant cunnpomy Knalindenbrepa 3 1BOMa XpoMocomamMu X Ta JIBOMa
xpoMocomamu Y.

Hao0yTi kijibKicHi 3MiHHM cTaTeBHX XpOMOCOM 3a3BUYall PEECTPYIOTHCS 32 OHKOIMATOJIOTIT B
KIITHHAX ITyXJIMH 1 OMUCYIOThCS 3a qomomororo (+) / (-) 3Hakis.

45,X,—X —TaKkuM YMHOM 3aIHUCYEThCS J)KIHOUMH KaplOTHUII 3 IBOMa XpOMOCOMaMH X, aje B
MYXJINHHUX KJIITHHAX OJlHAa 3 HUX BTpaueHa.

47,XX,+X - KIHOYMI KapiOoTHUII 3 IBOMa XpoMOcoMaMH X, alie B IMyXJIMHHUX KJIITHHAX OJIHA
X XpomocoMa 3aiiBa.

45,X,—Y —40J0BIYMi KapiOTHII 3 OJHIEI0 XPOMOCOMOIO X 1 BTpayeHo0 Y XpOMOCOMOIO B
ONYXJIMHHUX KJIITHHAX.

48,XY,+X,+Y — kapioTun 4oJoBiKa 3 J10JaTKOBUMU X 1 Y XpOMOCOMaMH B MaTOJOTIYHUX
KITITHHAX.



Yucaosi anomasiii ayrocom

B maHomy BWmanky [jIsi ONMKCY aHOMATiii ayTOCOM TaK0X BHKOPHUCTOBYIOThCS (+) / (-)
3Haku: 47,XY,+18 -qonoBik 3 Tpucomiero 18

45 XY ,—21 -4onoBiK 3 MOHOCOMI€rO 21

46,XY,+21c,—21 =ono.ik 3 Tpucomiero 21 (cuaapom JlayHa) i BTpaueHOI0 XpOMOCOMOIO
21 B naTONOTIYHUX MYXJIMHHUX KIITHHAX.

CTPYKTYPHI AHOMAJIILI XPOMOCOM

3MiHA XpOMOCOM, TIOB'Si3aHI 3 TOPYIICHHSIMH IUTICHOCTI XPOMAaTHI, 3 TOJAJIbIIUM
MePEPO3MOIIIOM, BTPATO a00 MOJBOEHHSIM T€HETHYHOI'O MaTepialy Ha3UBalOTh CTPYKTYPHUMH
XPOMOCOMHHUMH AHOMAJISIMH.

CTpyKTypHi 1epedy1I0BH XpOMOCOM Y JIFOJIMHU 3YCTPIYAIOThCA 3HAYHO PiJIie, Hi’K YUCIIOBI
abepariii, MpoTe MalOTh CYTTEBY KIIHIYHY 3HAYUMICTh, TOMY SK MOXYTh YCHaJKOBYBAaTHUCH
HAI[aJKaMH HOCIIB IToiOHOT aHomaii.

Po3pi3HAIOTH 1Ba OCHOBHUX TUIIH TIEPEOYI0B.

[TepebymoBu B MeKax OIHIET XPOMOCOMH — BHYTPIlIHBLOXPOMOCOMHI aHomaitii (mernenii,
iHBepcii, Ayrutikamii, iHcepIii), Mpu 3ady4eHHi ABOX 1 OLIBIIE XPOMOCOM — MIisKXPOMOCOMHI
aHomautii (TpaHcaoKaltii).

Ti cTpykTypHi aHOMali, 10O HE MPHU3BOIATH O BTpaTH ab0 HAJIUIIKY XPOMOCOMHOTO
Marepiaiay, TOOTO B TEHOMI HasBHI YCI JIOKYCH, aj€ IX pO3TallyBaHHS BIAPI3HAETHCS BiJ
MOYaTKOBOTO HOPMAaJBHOTO, BBAXKAIOTh 30aiancoseanumu. Taki nepeOyqOoBH MOXKYTh BUKIHKATH
aHOMaJIbHE PO3XO/KEHHS XPOMOCOM B Mei031 Ta MPU3BOAUTH 0 TMOPYLIECHb PEHPOTYKTHBHOI
¢ynkuii. Bapro 3a3HaunTH, 1110 HOCI# 30amaHcoBaHOl IepedyI0BU B KapiOTHIIi, K MPaBUIIO, HE Ma€
3MiH ()EHOTHILY, KPIM MOXJIMBUX MPOOJIEM 3 HAPOPKEHHS 30POBUX HAIAIKIB.

He3banancosani abepanii  XapakTepU3YIOThCS BTpPaTold ab0 TOJBOEHHAM  JIIISTHOK
XPOMOCOMH.

VYci BUAM CTPYKTYpPHHX aHOMAaJiH, MO CYMPOBOUKYIOTHCS THUMH YW IHIIUMHU KITIHIYHUMH
CHMITOMaMH (32 BUHSTKOM IOPYIICHb PENPOIYKTUBHOI (DYHKIIIT), MOXKYTh OyTH OXapaKTepU30BaHi
SIK 9aCTKOBI MOHOCOMI1, YaCTKOBi TprucoMmii a00 1X moeTHaHHS.

Sk 3a3HavYaI0Ch BUIIE, B CTPYKTYP1 XpPOMOCOM MOKYTh PEECTPYBATHCA JEJelii, AyrITiKariii,
iHBepcii abo iHcepii. YacToTa Takux CTpYKTypHUX 3MiH npubnuzno 1:2000.

JeJseniss — 11¢ BTpaTta 4aCTHHU XPOMOCOMH, IO € PE3yJbTaTOM JBOX PO3PHUBIB M OTHOTO
3‘€THaHHS 3 BTPATOIO MTPOMIDKHOTO CETMEHTA. SIK MPUKIIaI, MOKHA HAaBECTH JCIICIII0 XPOMOCOMHU S5
y JIOAMHHU, BHACTIIOK KO (POPMYETHCS CUHIPOM «KOTSYOTO KPHKY>.

Jlenertist Moxxe OyTH TEpMIHAIBHOIO, KOJM BTPAYAETHCS yCs JAUISTHKA BiJl TOUKH PO3PHUBY, Ta
IHTEpPCTULIIATBHOIO, 32 K0T BTPAYA€ETHCS CETMEHT MIXK TOUKaMU PO3PHBY XPOMOCOMH.



Jdymiikamis—iie TMOABOEHHS JUISHKA XPOMOCOMH, B pe3yJdbTaTi 4Oro KIITHHA CTae
MOMIIUIOITHOK 32 JaHUM cerMeHToMm. Jlymmikaiis MoKe B3HaXOOUTHCS Oe3mocepeHho 3a
MOYaTKOBHM CETMEHTOM XpOMOCOMH (TaHAeM-IyIUTiKalis) ado B iHINUX ii AinsHKax. bBimbmiicTs
TaKkuX nepeOy/I0B JIeTalbHI, a Ti HOCI1, sIKi BHXKWIX, O€3IUTiIHI. SIK MpaBUIIO, HACIIIIKH 3aJIekKaTh Bij
PO3Mipy aHOMAJIBHOTO (pparMeHTy.

3a inBepcii BigOyBaeTbcs MOBOPOT IUIIHKM Xpomocomu Ha 180°, a posipBani KiHIi
3'€IHYIOTBbCS B IHIIIM MOCTIIOBHOCTI. SIKIIO B iHBEPTOBaHY AUISHKY MOTpAIUIIE€ IEHTpoMepa, TO
TaKy iHBEpCiI0 Ha3MBAaIOTh MEPULIEHTPUYHOKW. Y BUIMAJKY, KOJHM 1HBEPCis 3ayilla€ TIIbKUA OJHE
Iie4e XpOMOCOMH TOBOPSATH NMPO MapaueHTPUYHY mepeOynoBy. I'eHu B iHBepTOBaHIN IIISAHII
XPOMOCOMH PO3TAIIOBYIOTHCS B 3BOPOTHIMH 1O BITHOMICHHIO JI0 MTOYATKOBOT MOCIIIIOBHOCTI.

Incepuis — Tun XxpoMocomHOI nepe0yq0BH, IO CHOTBOPIOE TeHETUYHY iH(opMarliio, 3a
KOl PpEECTPYETbCA BCTAaBKAa CETMEHTY JHK po3mipamu BiJl OIHOTO HYKJIEOTHIY [0
CyOXpOMOCOMHOTO (h)parMeHrTy.

JIo MIZKXpOMOCOMHHUX TIepeOyI0B BiIHOCATH TPaHCJOKAWil — MepeHeceHHs AUITHKU a0
IIJTOT XpOMOCOMH Ha 1HIITY HETOMOJIOTTYHY XPOMOCOMY.

30anaHcoBaHl TpPaHCIOKAIl, 1[0 HE CYNPOBOKYIOTHCS 3MIHOIO KUIBKOCTI T'€HETHYHOTO
Marepiany, He BUKJIMKAIOTh 3MiH ()EHOTHITY 1 CTaHy 340pOB‘ s (32 BUHATKOM MOXKIIMBOTO O€3ILTiIs)
Ta PEECTPYIOThCA Yy HOBOHapomkeHnx 3 yactotoro 1:500. V¥V Bumaaky He30alaHCOBaHHMX
TPAHCJIOKAIIA CIOCTEPITaEThCsl HecTadya ab0 HAIJIUIIOK 4YacTUHU Oyab-sIKOi  XPOMOCOMH.
XapakTepHOIO OCOOJIMBICTIO ITUX aHOMATIl € CYTTEBI 3MIHM CTaHy 3JI0POB'S 3 BHUPAXCHOIO
KJIIHIYHOI0 CUMIITOMAaTHKOI. Bu3HavaroTeces 3 gactoToro 1:2000H0BOHAPOIKEHNX.

Po3pi3HAIOTH Takl TUTI TPAHCIIOKAIIiH:

1. Peyunpokni TpaHciokaiii — 30aJaHCOBaHI XPOMOCOMHI Mepe0yaoBH 3a SKHX
BiOyBa€ThCs B3aEMHUN OOMIH JUISTHKAMM MK HETOMOJIOTIYHMMH XPOMOCOMaMH  3i
30epeKeHHSIM FeHETUIHOTO MaTepiany.

2. Hepeyunpokna TpaHCIIOKaIlis, KOJIA CETMEHT OJIHIET XPOMOCOMH MEPEHOCUTHCS HA
1HITY;
3. Pobepmconiecoki TpaHCIOKAIll — OCOONMBUI THIT TPaHCIIOKAIii, KOJM aHOMAallbHA

XpOMOCOMa € pe3yJabTaToM IIEHTPUYHOTO B3JHUTTA JOBIHX IUICYCH aKpOLICHTPUIHUX
xpomocoMm (13-15Ta 21,22)3 BTpaTO KOPOTKUX ILUIeUEiH. 3aMiCTh YOTUPHOX XPOMOCOM 3
IIBOX TIAp YTBOPIOETHCS TPU XPOMOCOMH, 3 SIKMX JBI HOpMallbHi, a OJHA IpeICTaBlicHA
JIOBIMMMH IIJICYaMH XpOMOcoM 000X map. TakuM 4YHHOM, B KapiOTHUMi HOCIS Takoi
TpaHCJIOKAIlli PEECTPYETHCA 45 XpOMOCOM.

Came TakuM 4HHOM (OPMYETHCS TpaHCIOKaliiHuN cuaapoM [layra. XBopi MarOTh TUIIOBY

s XxBopoOu JlayHa cHMOTOMAaTHKY, IPOTe B iX KapioTumi 46 XpoMocoM, 3 HUX JIBI Xxpomocomu 21
HOPMAaJIbHI, a TPETsl TPAHCIIOKOBaHa Ha XpomocoMmy rpynu D (3a pi3HuMMHU naHuMH, XpomMocomy 14
a6o 15). JlocmimpkeHHs KapioTHIiB 0aTbKiB MPOOaHaa MoKa3ao, o 4acTo (EHOTUIIOBO HOpMaJIbHI
MaTepi MaroTh 45XpOMOCOM Ta TaKy K TPAHCIIOKAIII0 XpoMocoMu 21, 4K 1 JUTHHA.

[Ipote, B OiibIIOCTI BUIMAAKIB HOCIi pOOEPTCOHIBCHKOT TPAaHCIIOKAIl HE MalOTh KIIHIYHUX
MPOSIBIB, 10 TOSCHIOETHCS MOJKJIMBICTIO KOMIIEHCAIII] BTpaTH KOPOTKUX TUIEYEH aKpOICHTPHUUHUX
XpoMOocOoM (YHKIIOHYBaHHSIM IHIIUX T€HIB. Y HOCIIB pOOEpPTCOHIBCHKOI TpPAaHCIOKAIl pPU3HK
HApO/DKEHHS TUTHHH 3 He30alaHCOBAHUMH XPOMOCOMHHUMH Iepe0y0BaMU BiJHOCHO HEBEIIMKUH,
110 OB’ SI3aHO 3 EIIMIHAIIE€I0 AHOMAJTLHUX TaMET, 3UTOT a00 eMOPIOHIB.



3arajibHa XapaKTepHUCTHKA XPOMOCOMHHUX XBOPOO

Ha croroguimHiii AeHh MAaTOreHE3 XPOMOCOMHHX XBOPOO 3aJMINAETHCS HE3' sICOBAaHUM,
HaBiTh HE 3BAXKAIOYM HA TME€BHY BHU3HAYCHICTh iX KIHIKO-IIATOTEHETUYHUX XapaKTEPHUCTHK.
BBaxkaeThcs, 10 XpOMOCOMHI aHOMaJTii BUKJIMKAIOTh TMOPYIICHHSI 3arajlbHOTO T€HHOTO OallaHCy,
pEe3yIbTATOM YOTO € JCKOOPAWHOBAHICTH B POOOTI T€HIB 1 pO3JagM PEryisiii Ha BCIX CTaIifax
onrtoreHesy. IIpore, 3aranpHoOi cXeMH PO3BUTKY CKJIaJHUX MATOJOTTUYHUX MPOIIECIB, AKi peani3yloTh
XPOMOCOMHIi aHOMaJIii y (PeHOTHUIT XBOPOOH, HEMAE.

3 ormsny Ha 3MiHY KiJIBKOCTI T€HETHYHOTO Marepiajly MOXKHa 3pOOWUTH BHCHOBOK, IO
NaTOJNOTiyHI e(peKTH MOoB'sI3aHi 31 3MIHOIO YMClIa CTPYKTYpHHUX TE€HIB, IO KOAYIOTh CHHTE3 OllKa
aJieNliB TeHa HE 3aBXKIM BUKIHUKAE MPOMOPLIMHY 3MiHY NMPOAYKIIi BiAMOBigHOrO Oinka. BusBieni
NpU JIaHUX 3aXBOPIOBaHHS 010XiMiuHI BiAXHJICHHS (3MiHA aKTUBHOCTI (pEpMEHTIB Ta iHIIE) Ba)KKO
MoB's3aTH (DEHOTUTIOBUMHU XapaKTEPUCTUKAMH Ha OPraHHOMY 1 CHCTEMHOMY PIBHAX, TOMY fK iX
T'eHU JIOKAJII30BaH1 Ha HE 3aJydyeHiid 10 nepeOynoBu xpoMocomi. Ha choroaHimmHii AeHp YCHIITHO
MOXHA JIMIIIE TPOBOJIUTH 3ICTABJICHHS KIIHIYHOTO (EHOTUIY XBOPOOHM 3 IHUTOTCHETUYHUMH
3MIHaMH.

HeoOximHo migkpecnut, 1Mo yci (GopMH XPOMOCOMHHX XBOPOO XapakTEepPU3YIOThCS
MHOXUHHICTIO YPaKeHb. ¥ CbOTO MPHU KOXKHINA XBOopoOi1 Moxke croctepiratucs Biax 30 1o 80 piznux
MOpyIIeHb 1 BiAXWiIeHb Big HOpMmH. lle vepenHo-numeBi au3mopdii, BpOIKEHI Baaud PO3BUTKY
BHYTpIIIHIX OpraHiB 1 YacTUH Tija, YNOBUIBHEHWH PICT 1 PO3BUTOK OpraHizMy, pO3yMOBa
BIJICTAJIICTh Ta 1HII CUCTEMHI MOpymieHHS. MHOXWHHI BPOKEHI BaJd PO3BUTKY (OPMYIOTHCS B
paHHbOMY eMOpioreHesi, MO0 ¥ TMOSCHIOE JEsIKy CHUIbHICTh KITIHIYHOI KapTUHU PI3HHX
XpOMOCOMHUX XBOp00. KiiHiunuii noniMophisM XpoMOCOMHUX XBOPOO 0OYMOBJIEHUN T€HOTUIIOM
OpraHi3my, CTylIeHEM M03aiYHOCTI 32 MyTaHTHUMH KJIITHHAMH Ta YMOBaMH cepeioBuIa. Bapiairii B
MPOSIBI 3aXBOPIOBAHHS MOXYTh OyTH JTy)K€ ITUPOKUMH: BiJl JIETAILHOTO PE3yJIbTaTy 1O HE3HAUYHUX
nopymieHs (Harmpukiaa, 6au3bko 70% BumaakiB TpucoMii 21 3aKiHIYETHCSA BHYTPIITHBOYTPOOHOIO
3arubemmo, B 30% HapOIKYyIOThCA MITH 3 CHHApoMOM JlayHa pi3HOMaHITHOIO KJIHIYHOIO
kapTtuHO10). KiriHiuHe 3icTaBieHHs MOBHUX 1 MO3aidyHUX (opM moKasye, mo Mo3aiui (opmu
NPOTIKAIOTh JIETIIE, M0 WMOBIPHO OOYMOBIJIEHO TMPHCYTHICTIO HOpPMAJIbHUX KIITHH, IO
KOMIICHCYIOTh TeHETUYHUH nucbhaiaHc.

VYci XpoMOCOMHI XBOPOOH OB s13aHi 31 CTPYKTYPHUMH aHOMAJIiIIMH XpOMOCOM 200 3MiHOIO
X KUIBKOCTI Ta MOXXYTh OyTH YMOBHO pO3/iJieH] Ha 3 BEJIUKI IPYIIH:

1) 06yMOBIIEH] 3MIHOIO YKCIa XPOMOCOM;
2) OB’ s13aHi 31 3MIHOIO CTPYKTYPH XpPOMOCOM;

3) MoB' s13aHi 3 MOPYIIECHHAMH ILI0IHOCTI.

XpoMocoMHi XBOpoOH, NOB'AA3aHI 3 NOPYIIEHHSIM YHCJIA OKPEeMHUX XPOMOCOM B Habopi

[TpencraBneni abo MOBHOKO MOHOCOMIi€IO (OHIET 3 TBOX TOMOJIOTIYHUX XPOMOCOM B HOPMi)
a00 TMOBHOI TpHCOMi€l0 (TppoMa romosioramu). I[loBHA MOHOCOMisS Yy IKHBOHAPOIKEHHX
XapakTepHa Tijbku st xpomocomu X (cunapom lllepemeBchkoro-TepHepa), OCKUIBKY OUIBIIICTB
MOHOCOMIH pemTn XpoMocoMHOro Habopy (Y XpoMocoMu i ayTOCOMH) TMHYTh Ha AYKE paHHIX



eTanax BHYTPIIIHHOYTPOOHOTO PO3BHTKY Ta ITOCHTH PIAKO 3YCTpiHarOThCS HaBITh y MaTepiami
CrOHTaHHO abopToBaHUX emOpioHiB 1 TwiomiB. Cmia, OAHAK, BIA3HAYUTH, IO Yy CHOHTAaHHUX
abopTyciB MOHOCOMIsI X BU3HAYAETHCS 3 JIOCHTh BUCOKOI 4acToTOr (0113bK0 20%), 1110 CBITYHUTH
npo i BUCOKY NMpeHaTalbHy JeTaabHIiCTh. [lpuumnHa rubeni 3apojKiB 3 MOHOCOMi€I0 X B OJJHOMY
BUMAJKY 1 >XMBOHApO/KEHHS JiB4aTok 3 cuuapomoM lllepemeBchkoro-TepHepa B iHIIOMY,
HeBioMa. IcHye psn rimoTe3, MO MOSCHIOWTH Ie (akT, OAHA 3 SKUX TOB'SI3y€ IIiIBHILIEHY
3aru0enb X-MOHOCOMHHUX 3apOJIKIB 3 OUIBIII BUCOKOIO HMOBIPHICTIO MPOSIBY PELIECUBHUX JICTATLHUX
reHiB Ha enuHii X-xpomocowmi. Ll Tpucomii y >XMBOHApOKEHHX XapakTepHi miusa X, 8,
9,13,14,18,21 22 xpomocom. Tpucomii xpomocom 1,5,6,11i 19 3ycTpivaroTbcsi pigko HaBiTh B
a0OpPTUBHOMY MaTepiai, 10 CBIIYUTH MPO BEIUKY MOP(OreHETHYHY 3HAYUMICTh IIMX XPOMOCOM.
binbIn gacto misii MOHO-1 TPUCOMIT 32 PAIOM XPOMOCOM HAa0Opy 3yCTPIidalOThCS B MO3aiuHOMY
CTaHl SIK y CIIOHTaHHUX a0OpTYCiB, TaK 1 y JITel 3 MHOKMHHMMHU BPODKEHHUMH BaJaMH PO3BHTKY
(MBBP).

KuiHiko-1iUTOreHeTHYHA XapaKTePUCTHKA CHHAPOMIB, MOB' I3aHUX 3 AHOMAJTISIMU
CTaTeBUX XPOMOCOM

Cunapom moHocomii xpomocomu X (XO — cumapom, cunapom IllepemeBchbKoro-
Tepuepa). Yacrora napomkenns 1:2000-1:30003a neskumu mnanumu -1:5000.11e equna popma
MOHOCOMII Y JIIOIMHH, SIKa MOKe OYTH BUSBIIEHA Y )KMBOHAPOKEHHX.

Lumoeenemuuna xapaxmepucmuxa. Kapiotun 45X0. Y 55% niB4atok 3 1iuM CHHIPOMOM
BusBsieThes Kapiotun 45,X0,y 25% -3miHa cTpykTypH oaHiel 3 X-xpomocom (zmesnerii J0Broro i
KOPOTKOro 1mieda X XpPOMOCOMH, i30-X-XpOMOCOMH, a TaKOx KinbleBi X xpomocomu). Y 15%
BHIAJIKIB BUSBJISIETHCSI MO3aiUHICTh y BUTJISII ABOX a00 OlbIle KIITUHHHX JIiHIA, OJTHA 3 SKUX Ma€
kapiorun 45,X0,a inma - 46,XX a6o 46,XY. Tpers kniTHHHA JiHIsA HAHOUTBII YaCTO MpeICTaBICHA
kapiotuniom 45X0, 46XX, 47XXX. ¥V 2-5% BunaakiB peectpyerbes mozainmsm 45,X0/46,XY,
SIKUN XapaKTepHU3yeThCs MIHPOKUM Jiara30HOM O3HaK: BiJ TumoBoro cuuapomy lllepemnieBchkoro-
TepHepa 10 HOPMATBLHOTO YOJIOBIYOTO (DEHOTHITY.

Pusuk cnaakyBanHs cunapomy lllepemeBcrkoro-Tepuepa ckiamae 1 Bumagok Ha 5000
HOBOHAPOJKCHHUX.

OcnosHi kniniuni oznaku. denorun xiHouwil. Y HOBoHapomkeHux y 40 % Bumajikis
BiJJ3HAYAETHCS JiMpaTHYHUI HAOPSIK CTOI, KUCTEH PYK, TIMOTOHISA. XBOpI MalOTh THIIOBI KIIIHIYHI
O3HAKW. KOPOTKa MW 3 HAAJIUIIKOM IIKipH 1 KPWIOMOIOHMMH CKJQJKaMmH,  BallbIyCHA
nedopmatlisi CTON, TiMepIirMeHTalis MKipH, HU3bKOPOCIiCTh. BincraBanHs B pocTi (picT 1opociux
135-145 cm) peectpyetbess 'y 98 % xBopux. HemopossuHeni crateBi O3HakM (CTaTCBHiA
iHbaHTHUII3M), TICpBUHHA aMeHOpes, Au3reHe3 roHax Ta Oesmmiaas B 94-99 % sumnaakis. s
JIOPOCINX XapaKTePHO HU3bKE PO3TAllyBaHHS BYIIHWX PAaKOBHH, 3aHM3bKA JIHIS POCTY BOJOCCH,
aromautii kictsaka. Y 20% xBopux € Bagu cepus (KoapKTailis aOpTH, CTEHO3 aOPTH, BaJd PO3BHTKY
MiTpasipHOrO Kiamnana), y 40% -Baau HUpPOK (IIOJABOEHHS CEYOBHMBITHHUX LUISAXIB, ITiIKOBOIOAIOHA
HUpKa). Y XBOpHX, IIO MAalOTh KIITHHHY JIiHII0O 3 Y-XpOMOCOMOIO, MOXE PO3BHHYTHUCS
roHa/100J1acTOMa, YacTO CIIOCTEPIraeThbesl AyTOIMyHHUH TUPEOIANT, MiJBUILEHUH PU3HK LIYKPOBOT'O
niabery. [aTenekt crpaxnae pinko. s miaTBEpKSHHS 1IarHO3y Pa3oM 3 JOCHIDKEHHSIM KIITHH



nepudeprudHOi KPOBI MPOBOIATHCS Oioricis mKipu 1 gociimpkeHHs (idpodnactiB. Y OLIBIIOCTI
BHIIA/IKIB, 3aXBOPIOBAHHS HE TTO3HAYAETHCS HA TPUBAIOCTI KHUTTS TAI[I€HTIB.

Cunapom nodticomii X-xpomocomu. Ilonmymsmitina gacrota 1 va 1000 HOBOHapOHKEHUX
IIBYATOK.

Lumoeenemuuno BusBisitoTbest hpopmu 47, XXX, 48 XXXX 1 49 XXX XX. Tpucomis no X-
XpPOMOCOMi1 BHHHUKA€ B Pe3yJbTaTi HEPO3XO/DKCHHS CTAaTEBUX XPOMOCOM B MeHO031 abo mpu
MIEPIIIOMY PO3TOIIJIi 3UTOTH.

OcHosni kniniuni o3naku. CUHAPOMY mojiicoMili X BIACTUBHM 3HAYHUU mojaiMopdizm. 3i
30UIBIICHHSM YMCJIa XPOMOCOMH X HApOCTa€ CTYIHb BIAXWICHb BiJl HOpMU. JKIHKH 3 KapiOTHIIOM
47 XXX sK 3 IOBHOIO, TaK 1 MO3ai4HOIO (POPMOIO B OCHOBHOMY MarOTh HOPMajdbHUU (DI3MYHUM 1
NCUXIYHUNA PO3BUTOK, a IHTENEKT - B MEXaxX HIKHBOI MEXI HOPMH. Y IMX KIHOK HEeperyispHUn
MEHCTPYQJIbHUIA UK 1 BTOPHHHA aMEHOpes, OAHAK BOHM MOXXYTh MaTH MOTOMCTBO. Y JKIHOK 3
TeTpa-i TeHTacoMiero X ONHUCaHI BIAXWIECHHS Yy pO3yMoBoMY po3BHTKY (y 75% Bumajkis
CIIOCTEPIraeThcs MOMipHAa PO3YMOBA BiJICTANICTh), aHOMAJIii CKeJIeTa i craTeBUX oprasiB. JKiHouwii
OpraHi3M 3 MYXOMOJIOHOIO CTaTypor. MoXyTh OyTH HEIOPO3BHMHEHI TMEpPBHHHI Ta BTOPHHHI
cTareBi O3HAKU. Y JESIKUX 3 HUX MOpylieHa (YHKINS A€YHUKIB (BTOPHHHA aMEHOpEsl, TUCMEHOPe,
paHHsS MeHoImay3a). [Hoai Taki KiHKM MOKYTh MaTH IiTei. [TigBHUIICHUIT pU3KMK 3aXBOPIOBAHHS Ha
mu30(peHiro.

Cungpom xpomocom XXY  (cunapom Knaiindgeabrepa) Onwmcanuit B 1942 pomi
H.Klinefelterra cmisast. [Tonmyssmiiina gactora 1:1000x10m4KKiB.

Lumoeenemuuni e6apianmu cuHIpOoMy MOXYyTb Oytm pizHUMEU. 47,XXY; 48,XXYY;
48, XXXY; 49,XXXXY. BigznaueHo sk moBHi, Tak 1 Mo3aiuHi ¢popmu. bimseko 80% xmonmuukis 3
cunapomoM Kiaitndenbprepa Marots kapiotun 47,XXY,y 20%BunaaxiB peecTpyeTbCs MO3AIIU3M,
MpU SIKOMY OfHA 3 KIITHHHUX JiHIA Mae kapiotun 47,XXY. IloBTOpHUN PU3HK ISl CHHIPOMY
Knaitndenbrepa He nepeBHIlye 3arajlbHO MOMYIIALIMHI TOKA3HUKH 1 cTaHOBUTH 1 Bumagok Ha 2000
KUBOHAPODKEHUX JITCH.

OcHosni  kniniuni  o3uaku. Oenorun donopiumid. KiriHika BIIPI3HAETHCS —IIHPOKOIO
PI3HOMAHITHICTIO 1 HEe cTIeU(IYHICTIO TPOBiB. XBOP1 BUCOKOTO 3pOCTY 3 HEMPOMOPLUIHHO TOBTUMH
KIHI[IBKAMH, BHUPAXKEHOI TIHEKOMACTI€I0 1 OBOJOCIHHAM  3a JKIHOYMM THUIOM. Y JUTHHCTBI
BIPI3HAIOTbCA TEHIITHOIO craryporo, a miciast 40 pokiB crpaxnaoTs oxupiHHAM. Ciabo
PO3BUHEHUI BOJIOCSIHHUI IOKPWB, YacOM 3HIDKEHUH 1HTENeKT. BaiIuBUMH MiarHOCTUYHUMH
O3HaKaMH € TIMOTOHAAW3M 1 TIMOTeHITa3M. BHACIi0K rinmoronaau3my ciabo BUpaKeH1 MEepBUHHI
Ta BTOPHMHHI CTaTeBl O3HAKH, MOPYIIEHWUH Tepedir crepMaroreHe3y. Sk mpaBmiio, Takli XBOpi
oe3rmiaHi. CtaTeBi peduiekcn 30epekeHi, MPOTe MOXKE BiI3HAYATHCS 3HUKEHHS CTAaTEBOTO MOTATY,
iMrioTeH1is. [HpaHTUIBHICTE 1 MOBEMIHKOBI MpobseMu nipu cuHapomi KimaitHdenbTepa CTBOPIOIOTH
TpYyIHOIII comianbHOi amanTarii. ¥ 15 — 20%BunankiB koedimieHT iHTeNnekTy Hibkue 80. B3arani,
yuM Oinbiie B Habopi X-XpoMOCOM, TUM O1JIbIIIE 3HUKEHUN 1HTEIEKT.

Cunapom mnoJgicomii Y-xpomocomu: XYY, XYYY. Ilonynsauiiina wacrora 1 ma 1000
XJIOMYUKIB. [{umozenemuyno Bii3Ha4YEHI MOBHI 1 MO3aiuHi popMH.

OcHosHi  Kniniuni o3uaxu. BiNBIIICTH TAIieHTIB 3a (I3UYHUM 1 PO3YMOBHM PO3BHUTKOM HE
BIJIPI3HSIOTHCS BiJ 3J0POBUX. 3a3BHUail BOHH BHCOKOTO 3pocTy (B cepeanbomy 186 cm). MoxyTh
Oytu aHomaiii 3y0iB 1 KicTkoBoi cucremu. CTaTeBi 3al03W PO3BHUHEHI HOPMaJbHO, TOMY BOHHU



MOXXYTh MaTH 370pOBUX niTei. [Ipu 11boMy CHHIPOMI MOXYTh BiJI3HAYATHCS NESIKI OCOOIMBOCTI
MOBEIHKHU. CXWUJIBHICTh JIO arpecii, acoIiajgbHICTh, 3a JCSIKAMH JAaHUMHU -TOMOCEKCyalizM. Ymm
OinpIIe B HaOOpi Y-XpOMOCOM, TUM 3HAYHIIIE 3HUKECHHS 1HTENEKTY.

KuiHiko-IUTOreHeTHYHA XapaKTePUCTHKA CHHAPOMIB, MOB'fAI3aHUX 3 YHMCJIOBHMH
aHOMAJIISIMHM ayTOCOM

Cunapom Tpucomii xpomocomu 13 (Cunapom Ilaray). Brepmie onucanuii 8 1960 porri.
[Tonynsmiitna wacrora 1 va 7800.

Lumocenemuuni eapianmu MOXyTh OyTH Pi3HUMH. Miga Tpucomis 13 [Hepo3xXoIKEeHHsS
XxpomocoM B Meio3i, y 80% BumankiB y marepi), TpaHCIOKamiiHui BapiaHT (poOEpTCOHIBCBHKI
tpanciokaiii D/131 G/13),mo3aiuni popmu, 101aTKOBA KinblieBa XpoMocoMa 13,i30XpOMOCOMH.

OcHosni  Oiaenocmuyni  o3uaxu. Jlns cunnpomy Ilatay xapakrtepHi: Mikponedartis,
TTOJTITAKTHITIS, PO3IIUIMHA BEPXHBOI TYOHM 1 MigHEOIHHS, HU3BKO MOCAKEHI aedopMOBaH1 BYIIHI
PaKOBHHH, MIKpPOTEHisl, (JICKCOpPHE TOJIOKEHHS TaJbIliB PYK, OMYKJIl HIITI, MOMEpeYHa JOJIOHHA
CKJIaJKa, CTOIa-Kayauka. 3 BaJ BHYTPIIIHIX OpraHiB BiA3HaucHi BPOyKeHI Baau cepii (medexrn
MEPEropoIoK 1 BEIMKUX CYAHMH), HE3aBEPIICHUN MOBOPOT KUIICYHHUKY, TUBEPTUKYT MeKkes,
MOJIIKICTO3 HHUPOK, MOABOEHHS ceyoBoay. CriocTepiraeTbesi KpUOTOPXi3M, TiNOIUIA3is 30BHIMIHIX
CTaTeBUX OPraHiB, OJBOEHHS MaTKH 1 MixBH. [ mnboka iniorid. [liTH, B OCHOBHOMY, IOMUPAIOTh Y
Bimi 10 1 poky, gacrimie B nepiri 2-3 MiCsIIIi JKUTTS.

Cunapom tpucomii xpomocomu 18 (Cunapom EnBapnaca). Onwucanuit B8 1960 pori.
[Momynsmiitna yactora ctanoButh 1 Ha 6500.

Lumozcenemuyno B OITBIIOCTI BHUIIAJIKIB MPEACTABICHUN IO Tprcomiero 18 (ramernyHa
MyTallisi OJIHOTO 3 0aThKIB, YaCTillle M0 MAaTEPUHCHKIM JiHii). KpiM Toro, 3ycTpidaroThcs 1 Mo3aiuHi
dbopmH, TpaHCIOKalii CroCTepiraloThest Ayke piako. KputnyauMm paifloHOM, BiAIOBIiJAJILHUM 32
(dhopMyBaHHSI OCHOBHUX O3HAaK CHHIpOMY, € cermeHT 18q11.

Ocnosni diacnocmuyni o3naky. KIHIYHUX BIIMIHHOCTEH MIXK IIUTOT€HETUYHUMHU (hopMaMu
He BusBieHo. [litu 3 cunapomoMm Enapaca MaooTh Many Macy Tila OpU  HapOKEHHI.
XapakTepHUMH € MHOXWHHI BaJ PO3BUTKY, Aojixomedatis, TiNepTeJIOPU3M, HU3BKO MOCAHKEHI
aHOMaJIbHOI (hOpMH ByXa, MIKpOTHATIsI, MIKPOCTOMIsI, CKOIIIEHEe Tia0opiaas. € aHoMamii po3BUTKY
KIHITIBOK. BEPXHIX - 3THHAJIbHI Jedopmarili manbIiB, MEPEKPUTTS TaIbIiB, CTUCII MaJbIl PYK,
rimorutasis HirtiB (0co0auBO V MaibIll); HIKHIX - KOPOTKHMU 1 IMIMPOKHH IMajelb CTOIH, TUIIOBA
dbopma cTonu y BUTIISNI TOWIATKH, MIKIPHA CHHIAKTIIIIS CTOM. 3 BHYTPINIHIX Baj CIi BIA3HAYUTH
KOMOIHOBaHI BaJH CEPIEBO-CYAMHHOI CHUCTEMH, HE3aBEPIICHUI MOBOPOT KHIIEYHHUKY ITOPOKH
PO3BUTKY HHPOK, YacTille TigpoHe(dpo3 i MiJAKOBOMOAIOHA HUpPKA), KPUITOPXi3M. BigzHauaeThCs
3aTpUMKa IICUXOMOTOPHOTO PO3BUTKY, 1110Tis Ta iMOeUMIbHICTh. [[iTH THHYTH, B OCHOBHOMY, Y BiIli
10 1 poky BiJl yCKJIaTHEHb, BUKJIMKAHUX BPOJDKCHIUMH BaJaMU PO3BUTKY.

Cunapom tpucomii xpomocomu 21 (Cunapom Jdayna, C/1). Brepme onucanuii B 1866
poui anrmiicekuM Jikapem J.Down.Cepen HOBOHapOmIKeHUX peecTpyeThes 3 yactororo 1:700 -
1:800, ne mae Oynb-AKOi THMYACOBOI, €THIYHOI ab0 reorpadiuHoi Ppi3HMII TpPU MOPIBHAHHI
OJTHAaKOBOTO BiKy OarbkiB. Yacrora HapomkeHHs mitedi 3 CJ] 3amexuTh Bin Biky marepi (pizko
301MbIIy€eThCs Ticis 35 pokiB) i MEHIIIOO MIpOIO Bijx Biky O0arbka. [IOBTOpHMIA pU3HK HAPOIKCHHS



JTUTUHU 3 CHHAPOMOM JlayHa y 6aThKiB 3 HOpMaJIbHUM KapiOTHIIOM CTaHOBHUTH 0yin3bko 1%.Y oci6
3 MoO3aiM3MOM 1 HOCIiB 30alaHCOBaHOI TpaHCIOKaIli - iCTOTHO BHUIIMK. CHiBBiIHOIICHHS
XJIOITYMKIB 1 JiBUATOK cepesi HoBoHapokeHux 3 CJI craHoButh 1:1. He3axaroun Ha iHTEHCHBHE
BUBYCHHS CHHAPOMY IPHYMHH HEPO3XO/HKEHHS XPOMOCOM JO TENEpillIHBOIO Yacy 4YiTKO He
BU3Ha4YeHi. ETIONOriYHO BaXIMBUMHU (DaKTOpAaMH BBaXKAIOTHCS BHYTPIIIHE 1 1M03adolikyIspHe
nepe3piBaHHs AULIEKITITUHY, 3HIKEHHS Yrcia ado BiACYTHICTh Xia3M B 1-My mofini Meiio3sy.

Lumocenemuuni eapianmu nyXe pi3HOMaHITHI, ae Onu3bko 95% BUMaIKiB MpeICTaBICHI
MIPOCTOI0 TPUCOMIEI0 XpoMOCOMH 21, 10 BUHUKAE y pe3yiabTaTi HEPO3XOKEHHS XPOMOCOM B
Meio3i y OaTbkiB. HasBHICTH TNOTIMOPPHHUX MOJEKYISPHO-TEHETUYHUX MAapKepiB H03BOJISIE
BH3HAYUTH KOHKPETHOTO OaThka Ta CTail0 MEWO3y B sAKIA BimOynocs Hepo3xomkeHHs. Y 3%
XBOPHX CIIOCTEPIraeThCsi MO3ailu3M. B iHIIMX BUMAIKaX CHHAPOM BHUKIMKAHUH CIIOPAJAUYHOIO YU
YyCHaJKOBaHOI pOOEPTCOHIBCHKOIO TpaHCIOKaIlie xpomocomu 21. SIk mpaBuio, Taki TpaHCIOKaIil
BUHHUKAIOTh B PE3YJIbTAaTi 3JUTTSA IEHTpoMepu xXpomocomMu 21 Ta iHImIOT aKpOIECHTPUYHOT
xpomocoMu. bmmzpko 50% TtpancnmokauiiHux (GopM ycmaakoByloTbes Bin OatbkiB 1 50% e
MmyTanisMu de NOVO.KpUTHYHUM CerMEHTOM, BiAIOBIAaIBHUM 32 (POPMYBAaHHS OCHOBHHX O3HAK
cuHApoMY, € obmacth 21¢22.
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B [IOJIOTOBOMY OYAMHKY.

OchosHumu  0ia2HOCMUYHUMU — O3HAKAMU CUHOPOMY €. THIIOBE IUIACKe OOIMYYs,
MOHTOJIOTTHHUI pO3pi3 OUeH, eMiKaHT, BIAKPUTHI POT, MAKPOTJIOCis 1 aHOMaTii 3y0iB, KOPOTKHH HiC 1
IJIaCKe TepeHicCs, HAUIUINOK IIKIpW Ha IIHi, KOPOTKI KIHIIBKH, MOMEPEYHa YOTHPhOX-TAJIbIIeBa
J0JI0HHA CKJaaKa (MaBIsiua 60po3Ha). XapakTepHa M's130Ba TIIOTOHIS B MOEHAHHI 3 PO3XUTaHICTIO
cyrino0iB. 3 nedexTiB BHYTPINIHIX OpPraHiB 4YacTO BiJ3HAYAIOTHCS BPODKEHI Baau cepus 1
[TYHKOBO-KHUIIIKOBOTO TPaKTy, fKi 1 BU3HAYAIOTh TPHUBAIICTh KHUTTS XBOpHX. PicT mopocmmx
xBopux Ha 20 caHTHMETpIB HIDKYE cepeqHboro. Po3ymoBa BifcTamicTh 3a3BUYall CepeIHBOTO
CTYHEHS TSDKKOCTI. 3aTpUMKa Y pPO3YMOBOMY PpO3BUTKY J0 piBHS IMOCHMIBHOCTI OCOOJIMBO
MPOSIBIISIETHCS, SKIIO HE 3aCTOCOBYIOTHCS cCremianbHi meroaw HaBuanHsa. Jlitm 3 CJ] mackasi,
YBa)KHI, CITyXHSIHI, TePIUIAY] IPU HABYAHHI.

Bpomkeni Bagu BHYTpIIIHIX OpraHiB, 3HIKEHa NpHUCTOCOBaHICTh aited 3 CJ] wacro
NPU3BOJATH JI0 JIETAJBHOTO pe3ylbTaTy B mepuri S pokiB. HacmigkoM 3MiHEHOro IMyHITETY i
HEJIOCTAaTHOCTI pernapaliiHuX CUCTEM € JIEHKeMii, 1[0 YacTO 3yCTPIYaloThCsl Y XBOPUX HA CHHAPOM

HayHa.



AHoMmaJIii XpoMocoM, MOB'sI3aHi 3 MOPYIIEHHAM IJIOITHOCTI

[IpencraBneni TPUILIOIAIEIO 1 TETPAIIOIIEI0, SIKI 3yCTPIHalOTHCS MEPEBaXKHO B Marepiaji
CMOHTaHHUX abopTyciB. Bia3HaueHO nuIle MOOJMHOKI BUMAIKA HAPOPKEHHS ITEH-TPUILIOINIB 3
Bakkumu MBIIP, HecymiCHUMU 3 HOPMaJIbHOIO KUTTEAIIIbHICTIO. Tpumnoin Moxe GopmyBarucs
SIK BHACJIIJIOK JireHii (3arutiAHeHHs TUIUTOTIHOT SHIEKTITHHN TaluIoiIHUM CIIEPMaTO301i10M), TaK i
BHACITIIOK JiaHzapii (3BOpOTHIM BapiaHT) 1 aucrepMii (3aluUTiIHEHHS TaruioigHOl — SMIEKITITHHA
JIBOMA CIIEPMAaTO3011aMH).

KuiHiko-nmuTOreHeTHYHA XapaKTePHCTHKA CHHAPOMIB, 00yMOBJIEHHX CTPYKTYPHHUMH
nepedy10BaMu XpoMoOCOM

XpoMocoMHI XBOpOOH, II0 MOB'A3aHI 3 MOPYUICHHSAM CTPYKTYpH XPOMOCOM, CTaHOBIISITh
BEJIMKY TPYIy CHUHAPOMIB YaCTKOBUX MOHO- ab0 Tpucowmiil. Sk mpaBuio, BOHM BUHHUKAIOTH B
pe3yNbTaTi CTPYKTYpHUX IMepeOylIoB XpPOMOCOM Y CTAaT€BUX KIITHHAX OaThKiB, SIKI BHACIIOK
MOPYIIEHHS MPOIECIB PEKOMOIHAIlT B MEH031 MPU3BOAATH A0 BTpAaTH a00 HAMIUIIKY (pparMeHTiB
XPOMOCOM, 3alTydeHux 110 nepedyaoBu. YacTKoBI MOHO- a00 TpUCOMIi BU3HAYCHI MPAKTUYHO Y BCIX
XpOMOCOM, ajie JIhme JAeski 3 HUX (OPMYIOTh UITKO JIarHOCTOBAaHI KJIIHIYHI CHHAPOMHU.
DeHOTHUNOB] MPOSBY IIUX CHHAPOMIB OUIBII TTOIMOP(HI, HI’)K CHHIPOMIB IIUTMX MOHO- 1 TPUCOMIH.

Cunapom 4p- (Cunapom Boubda-Xipmixopua). Onucanuit B 1965 pomi. IMomymnsiiiiaa
gacrora 1:100000. 90%®unaakiB npeacraBicHi mytaiismu de NOVO, yacToTta crnaakoBux Gopm -
10%.

Lumoecenemuuna xapaxmepucmuxa. OOYMOBICHHI YaCTKOBOIO JICJCII€I0 KOPOTKOTO
mieda xpomocomu 4. Kputuanoi 001acTio, BiAMOBIAAIBbHOIW 3a (OpPMYBAaHHS OCHOBHUX O3HAK
CUHIpPOMY, € cerMeHT 4pl6. YacoM peecTpyroThCs KUTBLIEBI Ta 130XpPOMOCOMH.

OcHO8HUMU KATHIYHUMU O3HAKAMU 3AX80PI0GAHHA €. HW3bKAa Maca Tijla MpH HapOPKEHHI,
Mikpouedatisi, 13000MOAIOHUI HIC, TIMEPTEIOPU3M, MIKPOTHATISI, MAJICHBKUN POT 3 OINMYIICHUMH
KyTOYKaMHu poTa. Byxa Benuki, BiicTOBOypUYEHi, MOYKaA 1 3aBUTOK, SIK MPABWIIO, HE BUpaxeHi. YacTo
3yCTpIHalOThCS yIIENMHU TyOuM 1 migHEOiHHSA. Y XJIOMYHUKIB 3YCTpidaloThes rimocmamis 1
KPUNTOPXi3M. 3 BHYTPIIIHIX Baj - MOJIKICTO3 HUPOK 1 ypakeHHS CEpLEBO-CYIUHHOI CHCTEMH.
[TpoBiAHOIO KIIHIYHOIO 03HAKOIO € 3aTPUMKA IICUXOMOTOPHOT'O PO3BUTKY.

Mownocomist 5p (Cunapom " korsiuoro kpuky'). Onmcanuii B 1963 poui k. JlexxeHom.
[Monynsuiitna yacrora 1:45000 - 50000.

Lumozenemuuni éapianmu BapilOIOTH BiJl YaCTKOBOI O TIOBHOI JeJelil KOPOTKOTO Iuiedya
XpoMocoMu 5. /{1151 po3BUTKY OCHOBHUX O3HAK CHHAPOMY BEIMKE 3HAUEHHS Ma€ CErMeHT - 5plo.
Kpim mpoctoi neneniii BigzHaueHi KiIbIEBI XpOMOCOMH 5, MO3ai4Hi (JOPMH, a TaKOX TpaHCIOKalii
13 3JIy4CHHSIM XPOMOCOMH Sp (3 BTPaTOI0 KPUTHYHOTO CETMEHTA) Ta 1HIIOT ayTOCOMH.



Hiaenocmuunumu o3nakamu 3axeoproganis €. MiKporedais, He3BHYAHUNA KPUK YW TIIad,
Harajaye HsSBKaHHS Kimkd (O0COOJMBO B MMEPII THXKHI IMICIS HAPOKCHHS); aHTHMOHTOJIOITHHH
po3pi3 oueH, KOCOOKICTh, MicALENOAIOHE IMIe, TilepTenopus3M, IIUpOKe MepeHiccs. Bymi
PaKOBHMHU HU3BKO TOCAKEHI 1 aedopmoBaHi. € momepedyHa JOJOHHA CKIAAKa, KIUHOIAKTUIIISA,
cHUHJAKTWIiA. Po3ymMoBa BifcTanicTh B cTafil iMOemIbHOCTI. [HOMI 3ycTpiualoThCsl KPUNITOPXI3M 1
aHomaJii HupokK. [ToTpiOHO 3a3HAYMTH, IO TaKi O3HAKH SIK MICSAIENONI0HEe 00Ul 1 KOTSIUMH KPUK
3 BIKOM 3TJIQDKYIOTBCS, a Mikpouedatis 1 KOCOOKICTh BHSBISIOTHCA OUIBIN 4iTKO. TpPHBANICThH
KUTTS 3aJCKHUTHh BiJl TSHDKKOCTI BPOKCHHMX BaJ PO3BUTKY BHYTpIMIHIX opraHiB. [IpoTe OinburicTh
XBOPHX TUHYTH B MEPILi POKHU JKUTTS.

Cunapom 9p +. Onucanwmii B 1970poui M.Rethorei criiasr.

Llumoeenemuxa CUHAPOMY PI3HOMaHITHA: YAaCTKOBA TPUCOMIisi KOPOTKOT'O TIEYa XPOMOCOMHU
9, yacoM BU3HaYalOThCA 130XpoMocomu 9p, He30aTaHCOBaHI TPAHCIIOKAIlii, ajie y BCIX BUIAJKAX €
MOTPiitHUI HAO1p reHiB YaCTUHU KOPOTKOTO TuIeua XpoMocomu 9.

Hiaenocmuunumu o3Haxamu 3axeoproganus €. MikpoOpaxinedaiis, aHTUMOHTOJIOITHUN
po3pi3 ouei, rimeprenopu3M, aHO(PTAIbMIis, MUPOKUANA 1 OKPYIJIMA KIHYMK HOCA, BUCTYyMaroya
BepxHs Tryba 1 BepxHsA Imenena. BymHI pakoBUHM HH3bKO PO3TAIIOBaHI 3 aHOMAJIbHUM
MPOTH3aBUTKOM, BY3bKHH CITYXOBHH KaHaj. KpiM TOro € KopoTKa Ims 3 HU3BKOIO JIHIEID POCTY
BOJIOCCS, TOTIEPEKOBHU JIOPAO3, CKOJIO3, TMOMEpeYHa JOJOHHA CKJIagKa, PEHTTCHOJIOTIYHO
BI/I3HAYAETHCS 3aTPUMKa KICTKOBOTO BiKy. Y 25 % XBopuX BHSBISIOTH MATOJOTIF0 HUPOK CEPIIS.
Oumniro¢penis. [Iporuo3 st KUTTA COpUATIMBUN, 25%XBOPHX T0KUBAIOTH 10 MTOXUIJIOTO BIKY.

Kuiniko-nuroreHeTu4yHa XapaKTepucTHKA CHH/POMIB, MOB’ SI3aHUX 3
MIiKPOCTPYKTYPHUMH AHOMAJIIAIMU XPOMOCOM

OcTaHHIM YacoM KIIHIKO-IIMTOTEHETHYHI JOCTIIPKEHHSI CTaJId CIOUPATACS HA METOIU
XPOMOCOMHOTO aHaji3y 3 BHCOKOI PO3MOMUIBUOI0 3JATHICTIO, MIO0 JO3BOJWIO MiATBEPIUTH
ICHYBaHHS MIKPOCTPYKTYPHUX MYyTalliif, BUABJICHHS SKUX 3HAXOAMTHCS HAa MEXI MOMIMBOCTEH
CBITJIOBOTO MiKpockora. He3HauH1 mOpyIIeHHsI B CTPYKTYPl XpPOMOCOM MOKYTh OyTH BHSIBIICHI 3a
JIOTIOMOT'OI0 ITUX METOJ[IB XPOMOCOMHOTO aHali3y He TUIbKK cepen xBopux 3 MBBP, ame 1 mpu
JeSKUX IHIIUX CHHApOMax. BiaMmiHHA puca IUX CHUHAPOMIB IOJSATAE B TOMY, IO KIIHIYHO BOHHU
Oy ommcaHi 3a/10Bro 0 TOro, ik Oyna BUsBIEHA X XPOMOCOMHA eTriosioria. Ha choromHinmHin
neHb 3'acoBaHo Onm3pko 20 HO30M0TIYHMX (GOPM, HpPU SKUX BHABICHO MIKPOCTPYKTYpHI
XpoMocoMHi nopymeHHs. [Toka3aHo, 1m0 MIKpOCTPYKTYpHI aHOMallii XpOMOCOM CYNPOBOIKYIOTb
He TiUTbkH cuHIpomMu MBBP, ane 1 pi3Hi rinmepriacTUyHi MpoOIECcH, BKIJIIOYAIOYM 1 3JI0SKiCHI
HOBOYTBOPEHHS. BUTBIIICTE CHHAPOMIB, MOB'A3aHUX 3 MIKPOAHOMAJIISIMH XPOMOCOM, 3YCTPI4a€ThCs
3 yactoTtoro 1:50000-10000@0BoHApOIKEHNX.

Cunapom Binemana-BekBira. Bnepue onucanuit y 1964poui H.Wiedemari J.Beckwith.

Llumoeenemuyno XapaKTepU3yeThCs MYTUTIKAIIEI0 TUITHKA KOpOoTKoro tuieda 11 xpomocomu
(11p15). V cermenti 11p15 nokanizoBano reH "iHcyniHomoaiOHOTO (akTopy pocty |l Tumy", npu
AyIUTIKaLii IKOTO YTBOPIOIOTHCS TPU HOTO KOMii, 110 IPU3BOAMUTE 10 MOSIBH TAKUX O3HAK CHHIPOMY
SIK BEJIMKA Bara, MyrnKkoBa Irprka, 30UTbIIEHUHN 31K 1 T.IHII.



OcHosHUMU ~ OIAZHOCMUYHUMU  O3HAKAMU 3aX80proeantsi €. omdanonene (MyIKOBOTO
KaHATHKY TpHKa), TIraHTH3M, MaKpOTJIOCisA, MakpocoMis 3i 30UIbIIEHHSIM M'S30BOI Macu i
HiAMKIPHOTO JKMPOBOTO IIApy, BUCTYIMal4a MOTHIUI 1 aHOMajil NpUKycy, TMOB's3aHi 3
TirnoIuiasie€lo BEpPXHBOI IIEJeNny 1 BIAHOCHOI TiNepIuia3i€lo HMKHBOI. XapaKTepHOI0 O3HAKOKI0 €
HasBHICTh BEPTHKAJBHUX CMYXOK Ha MoOuKkax ByX. OmmucaHa mHaToyioris PO3BUTKY BHYTPILIHIX
OpraHiB: Je(QeKTH MIKILTYHOUYKOBUX II€PErOpPOJIOK, TOJATKOBA Cele3iHKa, LUTOMEralisi Kopu
HA/THUPKOBHX 3aJI03, HE3aBEPIICHWH MOBOPOT KHUIIEYHUKA. PeecTpyeThcs rinmepriasis KITHH
Jlanrepranca B mianuryHkoBid 3ano3i. KicTkoBuii Bik Bumepemkae nacnoptHuii. B 5 % Bumankis
PEECTPYIOTHCS 3MOSKICHI MyXJuHU. [IcHXI4HWE PO3BUTOK BIAMOBIZAE BIKY, MOXJIMBA TMOMipHa
pPO3yMOBa BiJICTATICTb.

Cunapom IlIpagepa-Binai. Onucanuit B 1956 p. Ilonmymsamiiina wactora 1:15 00O.
3yCcTpi4a€eTbCsi B OCHOBHOMY  CIOPAJWYHO, XO4Ya OMNHUCAHI 1 CIMEWHI BUNAAKA 3 ayTOCOMHO-
JOMiHAHTHUAM THITOM YCIIaJIKyBaHHSI.

HMMOZGHQWZM’{H(I xapakmepucmuka.

[lepuie mpumnyiieHHs: PO 3B'I30K JAHOTO CHHAPOMY 3 XPOMOCOMHUM HOpYIIEHHSM OyIiio
3pobieno e B 1963p. Buehleri cmiBaBr., siki BusBiIN y maiieHta 3 cuaapomom Ilpanepa-Bimti
TpPaHCJIOKAIlI0 OJHI€] 3 akpoueHTpuyHuX XpomocoMm Tpymu D. Ilicis BmpoBamKeHHS METOIB
mudepeHIiiHoro 3a0apBieHHS XPOMOCOM OyJI0 BH3HAUEHO, IO B MepeOyaoBYy MpU JTaHOMY
CHUHIpOMI 3aimydeHa xpomocoma 15. B mopampmiomy Oysio BCTaHOBIIEHO, IO OUIBIIICTH XBOPHUX
MaloTh Pi3HI CTPYKTYpHI aHOMamii XxpoMocoMu 15, B OCHOBHOMY MiKpoJienenii B MPOKCUMAIbHIM
ainsHIi goBroro tieda (cermentu 15011.2-012).B Toii ke uyac OyyiiM BH3HAYCHI BHIAJIKU 3
TUTIOBUMU O3Hakamu cuHapomy I[Ipanepa-Bimmi, ame 6e3 Oyap-SKUX CTPYKTypHUX IMOPYIICHb
xpomocomu 15. 3rogom Oyli0 BCTAaHOBJICHO, 10 y TaKUX XBOPHUX PEECTPYETHCS OJHOOATHKIiBChKa
aucomist (aura. - uniparental disomy - UPp6T0 HasgBHICTH ABOX TOMOJIOTIYHHUX XPOMOCOM Bij
OJTHOTO 3 0aThKiB) XpoMOCcOMH 15 MaTeprHCHKOTO MOXOKEHHS.

[TosicHUTH IMTOTEHETHYHI 3HaXigKu 3a cunapomy llpagepa-Bimn Baamocs 3a 10mMOMOror
MOJICKYJIIPHO-TEHETUYHOTO aHali3y KpUTHYHOI obyacti xpomocomu 15011.2-ql23anydyenoi mo
iIMIPUHTHHTY - EMITEHETUYHOTO TpoIiecy, AUPEPEHIIIHHO MapKYIOUYOTO MAaTEPUHCHKI 1 0aThKIBCHKI
TOMOJIOTIYHI XPOMOCOMH, IO MPHU3BOIUTH JI0 PI3HOTO (PEHOTHUITOBOTO MPOSBY MYTAIliid y HAIIAIKIB,
yCHaJKOBaHUX BiJl MaTepi 4 OaThKa.

VY ninsHKaxX TeHOMa CXWJIBHHX JI0 IMIOPHHTHHTY €KCIPECYEThCS TUIBKU OJWH 3 JIBOX aJIeIIiB
- OaTHbKIBCHKUI YU MaTepUHCHKUI (MOHOANIEIbHA CKCIIPECis TEHIB), @ IPYTHid aJleilb IPUTHIIYETHCS.

B nannii 4ac BCTaHOBIICHO, 110 KaHJUIATHUM T'€HOM JaHOTO CHHAPOMY € T€H IOJIIETHIY-
N masoro sapeproro pubonykienporeiny (anri. - Small Nuclear Ribonucleoprotein Polypeptide N -
SNRPN), sikuii ekcrpecyeThesl TIIbKM Ha OaThKIBCHKI Xpomocomi 15, ame He (yHKIIOHYE Ha
MaTepuHCbKOMY romouio3i. [lopymenns po6oTu enuHoro (pyHKIIOHYIOUOro reHa Ha 0aThbKiBCHKIN
xpomocoMi 15 BHacnifok nenenii abo nepedyaoBH KpUTHYHOI 06iacti, mo mictuth reH SNRPN,
NPU3BOJUTH 10 PO3BUTKY cuHapoMmy [Ipanepa-Bimi.

VY pa3i ogHOOATKIBCBKOi jemernii XpoMocoMu 15 mMaTepuHCHKOTrO MOXOKEHHS, OOWIBI
KOl MaTepUHCHKUX T'€HIB SBISAIOTHCS HEAKTUBHUMH, TOOTO Mae Miclie (DyHKIIIOHATbHA HYJIECOMIs
no reny SNRPN 1110 Takox npu3BOIUTH 10 PO3BUTKY JAHOTO 3aXBOPIOBAHHS.



OcHo8HI diacHOCMUYHI 03HAKU 3aX80prO8anHs. clabke BOPYIIiHHS Twioga B Il TpumecTpi
BariTHOCTI, M's30Ba TiMOTOHisA, PO3yMOBa BIJCTANICTh, HaHI3M, OXHUPIHHS, TIMTOTOHATOTPOITHUMN
riMmoroHaju3M, MAJICHbKI JUCTAIbHI BIAMIIM KIHIIBOK (akpoMikpis). Bii3Ha4atoTbcs TaKOX
rinomirMeHTamisi, crpadi3M, MIKpOTHATIA, [goiixouedanis, MUTHATICTONIOHWIA pO3pi3 Odei,
KPHUNTOPXi3M 1 rinoruiasis cTaTeBOro 4ieHa y XJIOMYHKIB.

Cunapom Enreabmana (cuHapom "macauBoi jasibku'). Omnucano B 1965 p.
Lumozcenemuuna xapaxmepucmuxa. binpimicTs XxBopux MaroTh Mikpoaenemii 15q11-ql3,ane s
JeNelis 3aBX/Id MaTepPUHCHKOTO MOXO/KEHHS. BUSBIEHI TakoX MAIi€HTH 3 THIIOBUM CHHIPOMOM
Enrenbmana 0e3 Mikpojenenii, y SKUX BHUSBISETHCS OAHOOATHKIBCbKA JHcOMis Xxpomocomu 15
0aTbKIBCHKOI'O ITOXOKEHHS.

OcHosHUMU 03HAKAMU 3AX80PI06AHHSA €. HE3BUYAHHUM 1 4acTHil cMiX, cnerudivyae o0muyus
3 TPUMAcOI0 TOCMIIIKH, TMOBTOPIOBAHI JISUIBKOBI CTEPEOTHIIHI PYXH, BIJCYTHICTb MOBIICHHS.
Big3nauaeThcst BUpakeHa po3yMOBa BiICTAJICTh.

Cunapom Binbsamca (o0amyus " ensda'). Onucanuit B8 1961 poui. [Tonynsuiiina yacrora
1:10000.

Lumozenemuuna xapaxmepucmuxa. BUTiasitoTs 2 Tpyny XBOPUX 3 JTaHUMHU CHHAPOMOM:
- knmacuvHa opma 3 neneniero 7011 ,sxa BusiBisieThess B 96%BUMaKiB;

- Oimprn pigkicHa (opma, TpH SKiH BHABISIOTHCS (B OCHOBHOMY, 3a JIOIIOMOTOIO
MOJICKYJIIPHO-IIUTOTCHETHYHNUX METOJIIB JOCIKEHHS) Aenerii B xpomocomax 111 22 - 11g13-q14
Ta 22Q-.

OCHOBHUMU  OIACHOCMUYHUMU O3HAKAMU CUHOPOMY €. HE3BUYaliHE OONHMYYs, eMiKaHT,
HAOpAKIICTh BIK, KOPOTKHMH HIC 3 BIAKPUTUMH BIEpEA HI3APSIMM, TMOBHI IIOKH, MIKpPOTEHis.
[TaTonoris BHYTPIIIHIX OpraHiB BKJIIOYAE€ HAAKIAMAHHUNA CTEHO3 aopTH, Ne(EeKTH MeperopoioK
cepIls, CTeHO3 JiereHeBoi aprepii. PozymoBa BifcTaiicTh pi3HOrO CTYNEHs!, pi3HOMAaHITHI TCUXI4HI
MOPYUICHHS, HU3bKUH 1HTENEKT. 3 BIKOM 3aXBOPIOBAHHS MpUiMae BaXXKy Gpopmy.

MoHOreHHi 3aXBOPIOBaHHS, 10 CYNIPOBOIKYITHCA XPOMOCOMHOI0 HECTAOLIBHICTIO

Panime BBaxkanocs, mo JIHK xpoMocom eykapioT mocuTh cTabUIbHA 1 3MIHIOETBCS JIUIIE B
pe3yibTaTi JOCHTh PIIKUX MYyTalliiHUX moxAiid. OQHaK Ha TENepilHii Jac BCTAHOBJICHI HOBI THUIH
MIHJIMBOCTI T€HOMY, IO BIJIPI3HSAIOTHCS 3@ YaCTOTOIO 1 MeXaHi3MaM BiJl 3BUYAHOTO MYTAIiifHOTO
nporecy. OgHMM 3 TpPOSBIB HECTaOUIPHOCTI T€HOMa Ha KIITHUHHOMY piBHI € XPOMOCOMHA
HECTaOlIbHICTE.

B xpomocomax JOIMHM € JOCUTh BEJIMKA KUIBKICTh CalT - crieu(iYHUX JaMKHX TUISHOK,
eKCIPECis AKUX 1CTOTHO 3aJIKHUTh BiJl YMOB KyJIbTUBYBAHHS KJIITHH 1 MOJIEKYJIIpPHA TPUPOAA SIKUX
TIJBKH 3apa3 NOYHHAE 3'ICOBYBATHUCH.

Cunapom aamkoi X-xpomocomu (Cunapom Maprina-Bber)

Ak mpaBuiI0, pO3pUBH XPOMOCOM ab0 MPOOITM XpOMaTHI, 10 BUHUKAIOTH 3 I1JIBUIIECHOIO
YaCcTOTOI0 B THUX YW IHIIMX KOHKPETHHX XPOMOCOMHHX CerMeHTaX (Tak 3BaHi JIaMKi JiISHKHA a0o
¢bpariibHi caliTH XpOMOCOM), HE TOB'sI3aHi 3 Oy[b-IKMMH 3axBoproBaHHsMu. [Ipote, y 1968 p.



C.Lubsonucas crienudiuHuii IUTOreHETHYHHUI MapKep y XBOPHX 3 PO3YMOBOIO BifcTamicTio. byma
BU3HAUCHA HASABHICTH CHENU(IYHOTO IUTOTCHETUYHOTO MapKepa, IO TPOSBIABCA B OKPEMHUX
KIIITHHAX PO3pPHBAMU XPOMATH] B TUCTAJbHIM YaCTHHI JOBroro ruieda X-XpOMOCOMH B CETMEHTI
XQq27.3. IlizHime Oyno 3‘scoBaHO, MO0 MEPUIMA KIIHIYHHNA OMUC CIMT 3 CHHAPOMOM, B SIKOMY
pO3yMOBa BIACTaNiCTh Oyina MpPOBIAHOIO KIIIHIYHOIO O3HaKow, OyB omucanuwii me B 1943 p.
aHrniicpkuMu Jikapsmu P. Martini J. Bell.

CungpoM namMkoi X-XpOMOCOMH IIiKaBUK CBOIM HE3BHYHUM CIAJKyBaHHSM Ta IOCUTh
BUCOKOI monyismiiHor dactororo (1 ma 1500-3000).He3BuuaiiHicTh CrajKyBaHHs IMOJISATAE B
ToMy, 110 TibKu 80% 40I0BiKiB, HOCI{B MyTaHTHOTO I'€Ha, MAIOTh KJIIHIYHI O3HAKH 3aXBOPIOBAHHS,
a pemra 20% sk KIHIYHO, TaK 1 MUTOT€HETHYHO HOPMAaJIbHI, X04a ICIs mepeaadi MyTarlii CBOiM
JI0OYKaM MOXXYTh MAaTH YPaKEHMX OHYKIB. [luX YOJNOBIKIB Ha3WBaIOTh TpaHCMIiTEpamMHu, TOOTO
neperaBayaMy HE €KCIIPECOBAHOTO MYTAHTHOIO I'eHa, SIKMM CTae eKCIPECylouMM B HACTYIHUX
MTOKOJITHHSX.

Lumoeenemuuna xapaxmepucmuxa Cunapom MaptiHa-bemn xapakTepu3yeThCsl JIAMKOIO
(bparizpaOI0) X-XpOoMOCcOMOIO B cerMeHTi X(27.3, sKa BUABISETHCA B CIHCIAJbHUX YMOBax
KYJIbTUBYBAaHHs KJIITHH B cepeloBuIll 3 aedimutoM ¢omieBoi Kucaotu. OpariibHUA CalT MpU
npoMy cuHapoMi orpumaB mnoszHadeHHs FRAXA. Kpim namkoro caiity FRAXA B mucranbHii
YaCTUHI JOBroro Iuie4a X-XpoMOCOMHU B JIaHHH Yac 1I€HTHU(IKOBAHO LIE TPU JIAMKUX IUISHKU -
FRAXE, FRAXF i RFAXD. Ilepmi nBi moB'si3aHi 3 aHOMAallisIMH PO3BUTKY, a JlaMKa JUISHKA
RFAXD, po3ramopana no6siusy cailty FRAXA, BusBnserscs 3 yactoroo 1-2% y HopManbHUX
0c10 1 MOXe TIPU3BOUTH 10 XMOHO-TIO3UTUBHOI JIIAaTHOCTHKU CHHIPOMY.

OchosHumu  OiA2HOCMUYHUMU — O3HAKAMU  3AX60PIO6AHHA €. PO3YyMOBA BIJCTaJIICTB,
NPOTHATU3M, IIHPOKE OOMMYYsS 3 pUcaMH akKpomeranmii, BeIuKi BifcTOBOypUeHI ByXa,
MaKpOOPXiJIM3M B MiCIsmyOepTaTHOMY TEPio/il, ayTHU3M, TIMepKiHe3 W, ToTaHa KOHIIEHTpaIlisl yBary,
nedeKTH MOBH, OUTbI BUpaXKeH1 y aiTed. PeecTpyroThCcsi TakoX aHOMAaIii CIOMYyYHO! TKAaHWHH 3
rinep pO3THKHICTIO CYIIOOIB 1 MPOJIANICOM MITPAJIBHOTO KilarmaHa. BiTHOCHO TOBHUH CHEKTP
KJIIHIYHUX O3HaK MaroTh TUTbkH 60% 4donoBikiB 3 (pariapHot0 X-xpomocomoro, 10% xBopux He
MaroTh JinieBux aHomanii, 10% maroTe nume po3ymoBy BiactanmicTh 6e3 iHmmx o3Hak, a 30%
XBOPHUX HE MAIOTh MAaKPOOPXiTU3Ma.

Y 1991 poui OyB oxapakTepu3OBaHWW T'€H, BIJIMOBINAILHUNA 3a PO3BUTOK JAaHOTO
3axBoproBanHs. ['en otpumaB Ha3By FMR1 (@uri. - Fragile site Mental Retardation liamka
JUJISTHKA XpPOMOCOMH, TOB's3aHa 3 PO3BUTKOM po3yMoBoi Bifcranocti 1 tumy). byno BcranoieHo,
mo Oaratopa3oBe 30UTbIICHHS B mepiioMmy ek3oHi reHa FMR-1 mpoctoro TpHHYKIEOTHIHOTO
noropy CGG B mpu3BOIUTH 10 IIUTOT€HETHUYHOI HECTaOUIbHOCTI B JIOKyci X(27.31 00yMOBIIIO€
OCHOBHI KJIIHIYHI MPOSBH. Y 3J0POBUX JIOACH YHCIIO IUX MOBTOPIB B X-XPOMOCOMI KOJIUBAETHCS
Bim 5 mo 52, a y xBopux ix KuibkicTh craHoBuTh 200 1 Oumpme. Take sBUIE pPI3KOi,
ctpubkonoaioHoi 3MiaM uynciaa CGGHIOBTOPIB y XBOPUX OTPUMANIO Ha3BYy eKcHaHcil 4uciia
TPUHYKJIEOTHAHUX MOBTOPiB. [lokazano, mo excmancis CGGAI0BTOPIB ICTOTHO 3aJCKHTh Bif
CTaTi HallaJKa, BOHA TOMITHO 30UIbIlIeHA MPU Tepeaadi MyTarii Big Marepi 10 cuHa. BaximBo
BiJI3HAYUTH, M0 EKCHAHCIS HYKJICOTHIHUX MOBTOPIB € MOCT3UTOTHOIO MOJI€I0 1 BUHUKAE HA JYXKe
paHHIX CTaaisIX eMOpiOTeHe3Y.

OCHOBHI KNIHIYHI NPOSBU.

XapaktepHa momipHa a00 BHUpakeHa pO3yMOBa BIJICTATICTh, TOPYIICHHS MOBHOTO
po3BUTKY. OOIHYYS TPSIMOKYTHOT ()OPMH 3 BUCOKUM BUCTYIAIOYNM JIOOOM, TOHKUM JIOBIT'MM HOCOM



Ta TiMepIuia3i€r0 HIKHBOI 1Iesend. MoXyTh PEECTPYBATUCh IIMPOKI KUCTI PYK, M'sI30Ba TIIMOTOHI,
ayTH3M, MaKpOOpXi3M, a TaKOX OXKHPIHHs, TIHEKOMACTis, TIMOCMaIis, MPOJIAC MITPAIHHOTO
KJIaIlany.

V XKIHOK-HOCI1B MOJIMBE 3HI)KCHHSI 1HTEIICKTY.

MeToam AiarHOCTUKN XPOMOCOMHHX XBOpPOO

LlnToreHeTHYHN MeTOA — II€ METOJ aHali3y XpOMOCOM, IO IPYHTYETbCA Ha
MIKPOCKOIIYHOMY JTOCTIKEHH] 1X CTPYKTYPH 1 KIJTBKOCTI.

B Toii ke wac, Ans BU3HAUYEHHS NOPYIIEHb B XPOMOCOMHOMY amapaTi, MOB's3aHHMX 31
3MIHOIO YHclia X-XpOMOCOM, 4acTO 3aCTOCOBYIOTH IMPOCTHH, aje AOCUTh iH(HOPMATHUBHUN MeTO.
AOCJIiAKEeHHS CTATEBOr0 XPOMATHHY.

IIpoTte, AiarHO3 BBa)KAa€ThCS BCTAHOBJICHUM TUIBKU MICHS MPOBEACHHS aHAJII3y KapioTumy
Ta BH3HAUEHHS XPOMOCOMHHX aHoMamii. Merox mudepeHmiiitHoro ¢apOyBaHHS XPOMOCOM
3abe3neuye iAeHTU(IKALiI0 KOXHOI XPOMOCOMH JIIOAMHHU, IO pPOOUTH MOXIIMBUM HOTO
BUKOPUCTAHHS ISl JIOCHIJDKEHHS 0araThOX THITIB BPOKEHUX AHOMANii, a TaKoX BU3HAYCHHS
XpPOMOCOMHUX abepartiii 3a 3J104KICHOT TpaHCchopMallii KIITHH.

VY BHUMagkax CKJIAQAHUX XPOMOCOMHHUX IepeOy/loB, MPUXOBAHUX JENEHild 3 KIIHIYHOIO
CHUMIITOMATHKOIO IIEBHOTO CHHJIPOMY, IOB'SI3aHOTO 3 MIKPOCTPYKTYPHUMHU aHOMAJIISIMH XPOMOCOM,
HassBHOCTI MapKEpPHUX XPOMOCOM, HEOOXITHO JOJATKOBO MPOBOJIWUTH aHAJI3 KapioTHMy 13
3aJy4eHHSAM MOJIEKYJISPHO-IUTOreHeTHYHUX MeToaiB ((ayopecuentHa in Situ ribpugusaris,
FISH). Metoa mosekyispuoi ¢uiyopecueHTHoi riopuausanii in situ (FISH) 3achnoBanuii Ha
3matHocTi  xpomocomHoi JIHK yTBOproBatu CTiliki TiOpHIHI MOJEKYIHM 3 BIJOMHUMH 3a
HykiaeorngauM ckimagom JIHK (PHK Tta iHm.) - mpoGamu OesmocepefHhO0 Ha mpenaparax
(bikcoBaHMX KIIITHH, XpOMOCOM Ta iHTep(ha3HUX sfep 3 MOJAIBIINM BUSBICHHSAM PpE3yJIbTaTy
riOpuau3anii Mo mMitii — (IyopeCcCeHTHOMY CHUTHAIY B O4iKYBaHOMY MiCII .

OcHoBHi cepu 3acTocyBaHHs (ryopecieHTHOI in Situriopuau3arii (FISH):

e KiiHiuHA IUTOrEHETHKA

* IlpenaTanbHa AlarHOCTHKA

e JloiMIUIaHTAIlIiHA T1arHOCTHKA
*  OHKOJIIOTisI, OHKOTEHETHKA

e T'emaroioris
FISH € crangapToM B IiarHOCTHUIll MIKPOJIEIEIii, OCKIIBKH J1aHl MOPYIIEHHS B OUTBIIOCTI

BUIIAIKiB HE MOKHA BUSBUTH 32 JJOTIOMOTOI0 TPAJAHIIIITHOT ITUTOTCHETHKH.

MikpoaeseniiiHi CHHAPOMH - TII€¢ TCEHETHYHI TIOPYIICHHS PO3BUTKY, IIOB'A3aHl 3
HEBEJIMKUMHU XPOMOCOMHHMH JICJICIISIMH, 110 3a4iNal0Th OJIMH a00 KiIbKa T'eHiB.

KoHTpOJIbHI 3aniuTaHHA

1.XpomocomHi  3axBoproBaHHs.  Ertiomoris.  Ilpukiagm  mOmMpEHUX XPOMOCOMHHUX
3aXBOPIOBaHb.

2. TlonsTTsa mytarii reny. Myrareau. Myrarenes. Teparorenes.

3Ilonstrs  kapiotmmy. [lutoreHermunuit  anami3. [lokasaHHs 10  JOCTIIKEHHS
KapioTHITy.

4 KinbkicHi anoManii kapiotuny. [omimnonis, aneyriogis. [Ipuknamm.



5.CtpykTypHi aHomanii kapioruny. Bapiaitu cTpykTypHuX KapiOrumis.
6.XpomocoMHi xBopoOu. Buznauenns mousaTTs. ETionoris Ta kinacudikariis.

7 EQexTn XpoMOCOMHUX aHOMAJIii B OHTOTEHE3I.

8.ITatorene3 XpoMOCOMHHUX XBOPOO.

9.3aranpHa XapakTepUCTHKA XPOMOCOMHHUX XBOPOO.

10. 'enomHU# iIMOPUHTUHT. BU3HAUEHHS TOHATTS.

11. KniHiKo-TeHeTHUYHa XapaKkTepucTHka cuaapomy [laray.

12. KniHiko-TeHeTHYHA XapaKTepUCTHKa cuHapomy ExBapca.

13. KniHiko-TeHeTHYHA XapaKTepUCTHKA CHHIpoMy JlayHa.

14. KniHiko-TeHETHYHA XapaKTePUCTUKA TpUCOMIi 22.

15. Kuniniko-reHeTHYHa XapakTepucTuka cunapomy Lllepemescrkoro-TepHepa.
16. Kniniko-reHeTHYHA XapakTepucTuka cuaapomy KisiitHbenstepa

17. KniHiKo-TeHeTUYHA XapaKTEePUCTHKA MOJIICOMIN 32 CTATEBUMH XPOMOCOMaMHU.
18. KniHiko-TeHEeTHYHA XapaKTePUCTUKA CUHIPOMIB YaCTKOBUX aHEYIUIOIIIH.

19. KuniHikO-TeHeTUYHA XapaKTEePUCTHKA MIKPOLIUTOTCHETUYHUX CUHAPOMIB.

20. dakTopu MiIBUIIEHOTO PU3UKY HAPOKECHHS IITEH 3 XPOMOCOMHHUMH XBOPOOaAMH.
21.TeHeTnuHi OCHOBH MPOQUIAKTUKY CIaKoBOI marosorii. [lnanyBaHHs CiIM'T.

VI. Ilnan Ta opraHizaniiiHa CTPyKTypa ceMiHAPCBKOTIO 3aHATTS

OcHoBHI eranmu  3aHgaTTA, 1Xx | HasyaneHi | Metomn Marepianu Posmoain
GdbyHKIIIT Ta 3MiCT LTI B PIBHSX | KOHTPOJIIO METOMYHOTO qacy
n/u 3aCBOEHHS | HABYAHHS 3a0e3MCUeHHS (y xBu-
JIMHAX)
2 3 4 5 6
I. IlinroToBuMNii eTan 30xB.
Oprani3arniifai 3axo011 2XB.
1
ITocraHoBKa HABYAILHUX ILIiJIEH I «AKTYyanbHICTh 3 XxB.
2 TEMH"
1.0O3HallOMUTHCh 3 TOMIUPEHICTIO “HauanpHi 1’
Ta 3aXBOPIOBAHICTIO Ha

XPOMOCOMHY TaTOJIOTiI0 B YKpaiHi

. 25xB.
2.03HalOMUTUCH 3  Cy4YaCHUMU

VSBICHHSIMH NP0  TEHETHYHI
MeXaHI3MHU dbopmyBaHHS
XPOMOCOMHOT MaTOJIOT1i.

3. [TloscHioBaTH  Y3TOIKEHICTh
XapakTepy TMOpYIIeHb 3 eTarmamMu
oHtoreHesy (ramero-, emoOpio-,
dberonaris.)

4. 3HaTh €TIOJNIOTII0, ITaTOreHe3 M
IIUTOTCHETHKY XPOMOCOMHHX
XBOpPOO.

5. 3HaTM THUMU TIOpyIIEHb B
XPOMOCOMHOMY Habopi:




CTPYKTYpPHI, YACIIOBI.

6. TpaktyBaTu KapiorpaMu B HOpMi
Ta NP MATOJIOTI].

7. 3HaTH 0COOIMBOCTI KIIIHIYHUX
MPOSIBIB  OKPEMHX  CHHJIPOMIB:

HayHa, [Taray, Engapna,
«KOTSAYOTO KPUKY»,
[IepemeBcbkoro-TepHepa,
Knaitudensrepa.

4, 3acBoitu 3MICT,

MOHATTS, €(EeKTH XPOMOCOMHOTO 1
T€HOMHOTO IMIIPUHTHUHTY.

5. TpakryBatu
MMOHATTA OMHOOATHKIBCHKA THCOMIS
Ta XpOMOCOMHUH TOJTIMOP(I3M.

6. [TosicHtoBaTn
TCHETUYHY reTepOTreHHICTh
KIIIHIYHO MoII0HUX bopm
3aXBOPIOBaHb.

7. BMiTH Ha OCHOBI OTPUMaHHUX
3HaHb Ta HABHYOK MPOBECTH
KJIIHIYHE OOCTEKEHHSI XBOPOTO 3
XPOMOCOMHOIO [IaTOJIOTIEIO,
MPU3HAYNTH  HeoOximHe obcre-
’KEHHS, MPOBECTH AuDepeHIiHHIIA
JIiarTHO3 B MEXax  CYMDKHHX
HO3O0JIOTIH.

II. OcHoBHMII eTan

10Gs.

KoHTpoip BUXiTHOTO PIiBHS 3HAHB,
HABUYOK, BMIHb:

Bussutu
piBeHb 3a-
CBOCHHS
3HaHb PO

TeHETHYHI
MeXaH13MHU
dbopmyBaHHS
BPO/KCHOI 1
CITIaJIKOBO1
[aToJIoril Ha
MOTIePEHBO
3abe3mneuyro-
qUx
UCIAIIIIHAX

¢dpoHTaNBHE,
1HIUBITyaTb
He
OIHUTYBaHHS,
TECTH I
piBHS,

3aga4i 11
piBHSA

dopmyBaHHs TIPOQECIHHUX BMiHBb
Ta HABHYOK




1. 3Hatu OCHOBHI
nudepeHIiiHo IarHOCTUYHI
KpuTepii XPOMOCOMHHX
3aXBOPIOBaHb, CydacHy
Kiacuikariro XPOMOCOMHOI
maroyiorii Ta BMITH BH3HA4YaTH

MPIOPUTETH B JIKYBaHHS OKPEMOTO
XBOPOTO 3 YpaxyBaHHIM CYIyTHBOT
MaTOJIOT .

2 OBosiogiTu HaBUYKaMU
0O0CTEKEHHS XBOPOTO 3
XPOMOCOMHOIO  TATOJIOTi€l0  Ta

po3mi3HaBaHHS 3arajJbHUX MPOSBIB

CIIagKoOBOI IaToJIOrii, BHU3HAYATH
TaKTHUKY OOCTEKEHHSI Ta BEICHHS
XBOPHUX XPOMOCOMHY
MaToJIOTIIO, IHTepIpeTyBaTH
mabopaTopHi TECTH Ta JOJATKOBI

METOAN OOCTEKEHHS.

Ha

Haeuumu
mMemooam

Menuko-
T€HETUYHOTO
00CTeXXEeHHS
MarieHTa, saKi
BUKOPHCTO-
By€  JKap-
TE€HETUK B
CBOIH
MIPaKTHUIII

MeTton
dbopmyBaHHS
HaBUYOK:
MPAKTUYHUN
TPEHIHT

1. IHCcTpyKIIiT
st (popMyBaHHS
HAaBHYOK 1 BMiHb.
OO6nagHaHHS

icTopii xBOpOOH,
QITOPUTMHU  TIiH,
IHCTPYMEHTH.

2. icTopii
XBOPOOH,
nabopaTopHi
madi, 3amayl 1

tectu II-1II piBHs

Merton dop-
MyBaHHSI BMIHb:
npodeciitHuit

TPEHIHT y

BUpIIIEHHI HETH-

3. Hamaru ommc  ¢Qenorumy NOBUX KJIIHIYHUX

narfieHra Ha XPOMOCOMHY CHUTYaIlii

[1aTOJIOTIIO 171 oco0u, sIKa

3BEpPHYJIACh ISt MEJ/IUKO-

TCHETUYHOTO KOHCYJIbTYBaHHS

abo OBOJIOJITH HaBUYKAMU

BU3HAYCHHSI CTaT€BOTO XPOMATHHY

K EeKCIPeC-METONy IiarHOCTUKU

XPOMOCOMHOT MaToJIOTi.

[IponemoHCcTpyBaTH BMIiHHS

J1arHOCTYBaTH MPUPOJIKEHI

MopdoreHeTuyH1 BapiaHTH,

MPaBUILHO BUKOPHUCTOBYBATH

BIIMOBIAHY TEPMIHOJOTIIO MpPH

OmMci KJIIHIYHOT KapTUHU Ta

(dheHoTUMmy maIi€eHTa,;

4, Cxilacti IUIaH OOCTEXKEHHS Ta AJITOPUTMU IS

BU3HAYUTH TaKTUKY BEJICHHS (bopmyBans

] npodeciiHnx

narieHra 3 XPOMOCOMHHUM haBmaok,  icropii

CHHIIPOMOM XBOpPOOH,
3amaui 1 Tectu 1lI-
I11 piBHS
AJITOpUTMH,

IHCTPYKINT  Auid




dbopmyBaHHS
npodeciiHux
BMIHb, icTopii
XBOpOOH, JHCTKU
pU3HAYCHb

III. 3akarounmii eran

50xB.

Kontponp Ta Kopekiis piBHS
npodeciiHuX HAaBUYOK 1 BMiHb

HAaBUYOK.  1HIH-
BiIyaTbHUH
KOHTPOJTb

BMiHb.  PpILICHHS
HETHUIIOBUX
3aJad Ta TECTIB
I piBHS

15 xs.

PesynbTaTn
KJIIHIYHO1
poboTu:
odopMIICHHS
MIEPBUHHOTO
OTJISA Y,
3aIOBHEHHH,
TUTaHY
00CTeKEeHHS
KYpOBaHOTO
XBOporo, 3azmauvi,
tectu Il piBHS

[TinBeneHHsT MIACYMKIB  3aHATTS
(TeopeTryHOTO. MPaKTUYHOTO,
Oprasi3auiiHoro) Ta
3aCIyXOBYBaHHS  ITiJITOTOBJICHUX
IIOIIOBIAEN

AmnHamiz 1 omiHKa
pe3yabTaTiB
KJIiHIYHOT poOOTH

30 xB.

Jlomarmne 3aBmaHHs (OCHOBHA 1
JI0JIaTKOBA JIITEpaTypa Mo TeMi)

5xs.

VII. MATEPIAJIM METOJNYHOTI' O 3ABE3IIEYEHHSA 3AHATTA:

6.1. MaTepiaim KOHTPO.II0 6a3HCHOI (BUXiZHOr0 PiBHS) MIATOTOBKH CTYIEHTIB!

TECTOBI 3aBJaHHS (J01al0THCH).

6.2.Martepianu 1J1s1 METOAUYHOIO0 3a0e3MeYeHHsI OCHOBHOTO eTamny 3aHATTS:

icTopii xBopoOH, Tabmuii, HabOpH aHami3iB, JIKAPChKi 3aC00U.

6.3. Marepiaau Aa8 3aKJIOYHOTO eTamy 3aHATTs. Ha0ip TECTOBUX 3aBlaHb, KIIIHIYHUX

curyamiitaux 3aga4 1I-111 piBHs 3acBoeHHS (H0IAOTHCS).

6.4. Marepiaau Il MeTOAMYHOI0 3a0e3nedYeHHs] CAaMOMIATOTOBKHU CTyAeHTiB. BuxiazneHi y

BIMOBIAHUX METOAUYHUX BKa31BKaXx.

TecTn 171 NepeBipKy MOYATKOBOI0 PiBHA MiATOTOBKH:




1. SIxi MeTOaU TOCHIIKEHHS T03BOJISIIOTH BepudiKyBaTH 1iarHo3 XpoOMOCOMHOI XBOPOOH?
A Kiiniko-reHeanoriuauii, 0i oximiyanii
b.KuiHIKO-TreHeanoriuHmii, BA3HAYSHHS CTAaTEBOTO XPOMATHHY
B.BusHadyeHHs cTaTeBOro XpoMaTuHy, aepMartoriiaauii MeTo
I'.epmatorsi giunmuii, OloximiuHmA
J.I{uToreHeTHIHMIA, MOJIEKYJIAPHO-IIUTOr eHETH Y HI

2. I1lo Take njeioTpomisn?

A. JlekinpKka reHiB KOHTPOJIIOIOTH MPOSIB OHI €1 03HAKH
B. OnuH reH BIUIMBAE HA MPOSIB JIEKIJILKOX 03HAK
B. 3ueruieHe ycnaikyBaHHs IEKITbKOX O3HAK

I'. MHOKHMHHICTB ITPOSABY OJHOTO I'CHA

J1. Bce nmepepaxoBaHe HEBIpHO

3. SIki XxpoMocoMu He 3yCTPIYAIOTHCS Y JIIOTHHHA?
A. MeTaneHTpuyHi

b. CyOomeraneHTpuuHi

B. TejoueHTpuHi

I'. AkpoueHTpHyYHI

4. SIxknii XxpoMaTHH € QYHKIOHATbHO AKTUBHUM ?
A. Becbk xpomatun

b. Eyxpomarun

B. I'erepoxpomaTtux

I' Bce nepepaxoBane BipHO

J1. Bce nepepaxoBaHe HEBIpHO

5. MHOKVHHI IPOSIBH TeHY, KOJH MYTaIlisi B HbOMY 00YMOBJIIOE B Tiii Un iHIIIif Mipi JeKiabKa
03HAK, 0/IepP7KAJI0 HA3BY:

A. IlenerpanTHOCTI

b. EkcnipecuBHOCTI

B. IneiioTpomnii

I". [onirenii

J1. Bce nmepepaxoBaHe HEBIpHO

TecTH 111 KOHTPOJIIO KIHIIEBOT0 PiBHSA MiATOTOBKMU:

1. SIk mMpoSIBASIIOTHCSI XPOMOCOMHI Ta TeHOMHI MyTaMiif Y JIIOMHHH?
A. T'eHHI XBOPOOH JFOAUHU

b. XpomocomHi XBOpoOH JTI0THHI

B. IlopymenHst penpoayKTHBHOT PyHKIIIT

I'. I30;1b0BaHI BpO/KEHI Bl PO3BUTKY

J1. MHOKHHHI BaJy PO3BHTKY

2. 5Iki pakTOpPH BUKJIMKAIOTH MYTAIlii y JKHBHX OPraHi3MiB?
A. ®i3n4Hi pakTopn

B. Biosoriuni pakropu

B. Ximiuni ¢akTopu

I'. loHi3youe BUIPOMiHIOBAHHSI, MECTHIIUIM, BIPYCH

J1. Couianbhi akropu

3. Illo Take Mmoan¢ikauiiiHA MiHJIUBICTH?
A. 3MiHH CTPYKTYPH TCHY



b. 3MiHM CTPYKTYpH XpOMOCOMHU

B. 3Minu renomy

I'. 3mMinu ¢eHOTHIY OPraHi3My B MeKaX HOPMH peakiii B KOHKPETHHX YMOBAaX 30BHI IHHOT0
cepe10BHIIA

J1. Bce nmepepaxoBaHe HEBIpHO

4. BuGepiTh 3 HaBeIeHUX HUKYE MeXaHI3MH KOMOIHaIli iHOT MiHJIMBOCTI:
A. PexoMOiHallist XpoMOCOM y Meiio3i

b. PexomMOGiHartist XxpoMOCOM y MITO3I

B. PekomOiHariis TeHiB Ta XpOMOCOM Y MiTO3I

I'. HoBi kom0iHariii reHiB y Meiiosi

J1. PexoMO6iHAIli s TeHIB Ta XPOMOCOM Y Meiio3i

5. SIxi Bu 3HaeTe Mmyrarenu ¢i3uaHoi npupoau?
A. PajioakTHBHI pe4oBHHH

B. Y®-npomeni

B. Bci BuaM i0HI3y1040T0 BUNIPOMIHIOBAHHSA

I'. Biopauis

J1. 3miHM aTMOC(EPHOTO THCKY

Sagaui

1. SIxa iiMOBIpHICTh HAPOMKEHHSI TOMO3UIOTH 10 PEIECHBHOMY reHYy NPH LLTI00I 1BOX
reTepo3uroTHHUX 6aThbKiB (32 3akoHamu MeHesist)?

A. 0%

B. 25%

B. 50%

I'. 75%

J1 100%

2. SIka iiMOBIPHICTh HAPO/I’KEHHSI TOMO3MTOTH O PelleCHBHOMY I'eHY MPH NLTI00I TOMO3UTOTH
3a JOMIHAHTHUM T'€HOM Ta reTepo3uroru (3a 3akonamu Menpesis)?

A. 0%

B. 25%

B. 50%

I'. 75%

J1. 100%

3. SIka iiMOBIPHiCTh HAPO/I’KEHHSI TOMO3MTOTH O PelleCHBHOMY I'eHY MPH NLTI00I TOMO3UTOTH
3a pelleCHBHUM I'eHOM Ta reTepo3urotu (3a 3akoHamu MeHesis)?

A. 0%

B. 25%

B. 50%

I'. 75%

J1. 100%

4. sSIxa iiMOBIpHICTh HAPOIKEeHHS AUTHHH 3 rpynoio kposi A(Il), sxmo y marepi O(l), ay
oaTbka B(II)?

A. 0%

B. 25%

B. 50%



T. 75%
J1. 100%

5. SIka iiMOBIpHiCcTh HAPOKeHHsI TUTHHH 3 Tpynoio Kposi A(ll), axmo y marepi O(l), ay
oaTtbka AB(IV)?

A. 0%

B. 25%

B. 50%

I'. 75%

J1. 100%

6. fIka iMOBIpHiCTh HAPOIKEeHHSI TUTHHH 3 TPynoio Kposi A(ll), AKIIO Y 000X 6aTBHKIB Ta K
cama rpyna KpoBi i BOHH € TeTepO3uroTamm?

A. 0%

b. 25%

B. 50%

I. 75%

J1. 100%

7.UYm € iMOBIpHiCTh HApPOKeHHsI TUTHHH 3 Tpynoio Kposi O(1), sikmo y matepi A(ll), ay
oaTbka B(II)?

A. Tak

b. Hi

8. SIka iMOBIPHICTh HAPO/I’KEHHSI XBOPOTI'0 XJIOMYUKA Y (PEHOTHIIOBO 3I0POBHUX 0ATHKIB, IKII0
MAaTH € reTePO3MTrOTHUM HOCI €M NMpH X-34YeNJIEHOMY PelleCHBHOMY THI yCHAAKyBaHHS
3aXBOPIOBAaHHSA?

A. 25%sBcix mitei

B. 50%Bcix aitei, 25%BciX XJIOMYUKIB

B. 25%3scix XJIOMYUKIB

I'. 50% Bcix xaomuukiB, 25% Bceix aiTei

9. HMoBipHicTH GyTH reTepo3UroTHUM HOCI€M MATOJION YHOTO TeHy /ISl 310POBOI JIOIUHH, Y
SIKO1 MaTH | 6aTHKO - FeTePO3UIoTHI HOCIT peleCHBHOI0 ayTOCOMHOTO IeHa, 10Pi BHIOE:
A.1/4

b. 1/3

B. 2/3

r.1/2

J. 3/4

10. iMoBipHicTH GyTH reTepo3uTOTOI0 4151 HAMAAKA, AKIIO OHH i3 6aTHKiB FOMO3HMIOTa, a
APYIHii - reTePO3UroTa, 10pi BHIOE:

A.1/4

b. 1/3

B. 2/3

r.1/2

. 3/4

VI IIEPEJIIK JIITEPATYPU

HaBuyajnHua:
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METOHUYHA PO3POBEKA
JJIS1 BeJleHHSI IPAKTUYHOI0 3aHATTA i3 CTyJAeHTaAMH

MEJIUYHA TEHETUKA
Yuboea oucyunnina MeauyHa reHeTHKA
Mooynv Nel Mean4Ha reHeTHKA
3micmosuti mooyne Ned MiToxonapiaibHa naroJsorisa. XBopoou 3i cnagkoBoo

CXHJIBHICTIO

Tema 3anamms 3arajibHa XapaKTepHCTHKA MITOXOHJPiajbHOI MATOJIOrII.

Kuinika, giarnocTuka, JJikyBaHHS

Kypc 5

Daxynemem MeanuHuii

I. AkTyaabHICTh TeMH

JocsrHeHHsT reHeTwkH, Oioximii Ta Mopgoisorii, CHpUsUId BU3HAYEHHIO Cepell paHilie
HenudepeHIifoBaHNX —TMATOJIOTIYHUX CTaHIB HOBOTO KJacy 3aXBOPIOBaHb, OOYMOBJIEHUX
nedexTaMu CTPYKTYpH 1 GyHKIIT MITOXOHAPIH, 110 MPU3BOAUTH 1O HEAOCTATHOCTI CHEPTETUYHOTO
3a0e3nedyeHHs] KJIITUH, TKAaHWH Ta OpraHiB. Taku MATOJIOTIYHI CTaHW OJIEpKaJId Ha3BY “XBOPOOH
KIITUHHOI eHepreTukn’ abo “MiTOXOoHApianbHI XBOpoOu'. MITOXOHIpiaNbHI 3aXBOPIOBaHHS
(MT3X) Biapi3HAIOTHCSA BUHATKOBOIO FCHETHYHOIO T€TEPOTEHHICTIO Ta KIIHIYHOIO MOJIMOPQHICTIO.
Ha cporonHi n0 kiacy MITOXOHApiabHUX XBOPOO BIAHOCATH JOCUTH HIMPOKHHA CHEKTP XBOPOO
HEPBOBOi, M'SI30BOi, CEPIEBO-CYAMHHOI Ta EHJOKPHMHHOI CHCTEM, OpraHa 30py, HHMpPOK Ta iH.
MirtoxoHpianbHi XBOpoOM HaOylIM BENUKOI AaKTyaJIbHOCTI JUIsi TEHETHKIB, TIeIiaTpiB,
HEBPOMATOJIOTIB Ta 1HIIUX ()axiBIIB B CHIY TSDKKOCTI KJIIHIYHMX 1 O10XIMIYHHX NPOSBIB, BaXKKOTO
MPOTPEAIEHTHOTO Tepediry, HHU3bKOi €PEKTHBHOCTI Tepamii Ta BHCOKOTO PHU3UKY IOBTOPECHHS
natosnorii B poxuHi. ToMy CTyZEHT NOBHHEH 3HAaTH OCHOBHI O3HAaKH MITOXOHApiaIbHUX
3aXBOPIOBaHb, JIArHOCTUYHI KPUTEPIl OKPEMHUX MITOXOHAPIATLHUX XBOPOO, OCHOBHI TPHHITUIH
JIKYBaHHS I1€1 TPYIU 3aXBOPIOBAHb.

MeToro BUBYEHHS TEMHU € HEOOXiAHICTh OTpUMaHHsS 0a30BUX 3HaHb, 0€3 SKUX HEMOXKIUBO
3pO3yMITH CKJIQJHUNA MEXaHi3M PO3BUTKY MITOXOHJPIaANBbHOI MATOJIOTI, 0 BHHHUKAE BHACIIIOK
TeHEeTUYHUX MYyTalliil y MiTOXOHIpianbHii Ta saepHii JJHK.

1. Hasuanwhi yini 3auamms.

3HATH €TiOJIOTIIO Ta MATOr€HE3 MITOXOH/PAIBbHUX 3aXBOPIOBAHb.

3HATH TPUHIMIH KiIacupikaIlii MITOXOHIpiaJbHUX 3aXBOPIOBAHb.

3HaTH 3aranbHy XapaKTePUCTUKY MITOXOHIPIaIbHUX 3aXBOPIOBAHb.

3HaTH 3arajbHi TPUHIIUIH J1arHOCTUKH MITOXOHIPATBHUX 3aXBOPIOBAHb.

PosmizHaBaTi KIIiHIYHI MPOSBU MITOXOHAPIaAIbHUX 3axBoproBaHb (cuHapomu Kephca-

Ceiipa, MELAS MERRF,JIe6epa, [Tipcona, NARP).

aAwNR



6. Bwusnauartu HEOOXITHICTD IOJATKOBUX 00CTEXEHD XBOPOTO (6ioximiuHi,
IHCTpyMEHTAIbHI, MOJIEKYJIIPHO-TEHETHYHI) MPH HAsABHOCTI 3arajlbHUX O3HAK MITOXOHApialbHUX
3aXBOPIOBaHb.

7. 3Hatn
3aXBOPIOBaHb.

3arajgbHl TOPUHIMON  JIKYBaHHS Ta MNPOQUIAKTHKHA  MITOXOHAPATBLHUX

II1. Iisi po3BUTKY ocoducTocTi (BUXOBHI IijTi)

ChopmyBatu y CTYIEHTIB MOYYTTS BIANOBIAAIBHOCTI 3a mpodeciiiHicTy Al y mporeci
0oOCTe)XeHHs, MJIarHOCTUKM Ta JjikyBaHHa mamieHTiB 3 MT3X. IlpomoBxutun ¢GopMyBaHHS
KJIIHIYHOTO MUCIJIEHHS MalOyTHBOTO JIKaps 3arajbHOi MPAaKTUKH, Ta HA OCHOBI JEOHTOJOTTUHHUX
MIPUHITMITIIB, HABYMTH MOJIOJIOTO CITeIiajlicTa BCTAHOBIIOBATH TICHXOJIOTIYHUM KOHTAKT 3 TaKUM

XBOPUM Ta MOT0O POJIUYAMH.

IV. MiskgucuuniiHapHa inTerpaimisi

3Haru Bwmitun
Hucuunnina
EBomntorist po3BUTKY MITOXOHIPiH; CTPYKTypa Ta
bionozia Gynkuii  mitoxonapianmsroi  JIHK;  mpomec
peamizamii TeHeTHMYHOI iHdoOpMaIlii; eramnu
CUHTE3Y OUIKa — TPAHCKPHIIIIIS, TPAHCIIAIIIS
MIPOBOJAUTU OOCTEKCHHS
Anamomis, Bikoei mopgopynukuionanvni  ocodaueocmi
diziomnoris JH0OUnU
BUSIBJISITH CTPYKTYpPHI 3MUHHU
Ticmonocia Ocnoeu cmpykmypHoi opzanizayii KIMUHU, | KTiTHH pu OINTHYHIN
SHYMPIUHbOKIIMUHHUX ~ Op2aHeN,  30KpPeMd | MiKpOCKOIii
MimoxoHopiii
BU3HAYUTH OCHOBHI
Bioximis, Aepoonuii ma anaepoonuil mun | hepMeHTH Ta JIAHKH
namonoziuna enepeozadesneyenna  Kiimun I MKAHUH | OKHCITIOBAJILHOTO
Qizionozin OpP2aHi3My MA OCHOBHI MEeXAHIZMU iX NOPYULIEHD GocoprimoBaHHs B IpoLEC
CHUHTE3Y ATD B
MITOXOHJIPisX

Tepania, nediampia

Anmponomempuuni, KiiHiyHi, J1ad00pamopHi
ma iHCMPYMeHmaabHi Memoou 00CmedHceHH

30upaTi aHaAMHE3 TPOBOJIUTH

KIiHIYHE OOCTEXEHHS IIO
opraHax Ta cHucTeMax,
OILIIHIOBATH MMOKa3HUKH
(bi3UYHOTO PO3BUTKY,

pe3yabTaTu JIabOpaTOpHUX Ta
IHCTPYMEHTAIILHUX METOMIB

MIPOBOJIUTH HEBPOJIOT1YHE
Heesponocin Kpumepii diaznocmuku 3axeoprosans Hepeoeoi | oGcrexe s
cucmemu
OLIIHUTH pe3ysbTaTtu
Opmanvmonousn Kpumepii diaznocmuku namonozii 30py o(TaIEMOJION YHOTO




00CTeXEeHHS
MIPOBOJIUTH OIIIHKY
AKywiepcmeo Ckpuninzoea, Heineasiiina ma  iH6A3IIHA | pe3ynbTaTIB
diazHoCmuKa namonozii niooa
OI[IHUTH MMOKA3HUKHI
I'emamonozia Kpumepii oiaznocmuxu anemiic ma yumoneniii | nepudepuynoi  kposi  Ta
KICTKOBOTO MO3KY
OCHOBHI Tpynmu aHTHOKCHIAHTIB, KO(AKTOPIB | BUIIUCYBATH peuenty,
Dapmakonozis MeTaboJ1i3My, MeTa0oJITIB Ta IEPEHOCHUKIB | MPU3HAYATH aJICKBaTHE
enekTpoHiB. [IpaBuia BUIMCyBaHHS PEIETITIB JKYBaHHS
V. Iliian Ta oprasizaniiiHa CTPYKTYpa 3aHATTS.
Ne| OcHoBHI eranmum  3adsarTa, 1Xx | Hasyameai | Mertomn Marepianu Posmonin
¢byHKLii Ta 3MicT IUT1 B PIBHSX | KOHTPOJIIIO METOJUYHOIO | 4acy
3aCBOEHHS | HABYaHHS 3abe3neueHns | (y  XBH-
JUHAX)
1] 2 3 4 5 6
I. ITinroTOBUMIi eTan 25xB.
1 | Opranizaniiifi 3axo1u 2XB.
2 | ITocTtaHOBKAa HABYAIBLHUX LIiJIEH II "AKTYaJIBHICTb 3 XxB.
TeMu”
3 | KoHTpoap BXigHOTO pIiBHS 3HaHB,
HABUYOK:
1. OcHOBHI MOHATTS, TepMIiHOJIOTIS: | BusiButn 1.®ponransue| 1. Tabmui
MITOXOHIpis,  MITOXOHJAPIANbHUHN | piBEHb eKcIIpec - 2. Tectu
TeHOM, MITOXOH/IpiaJibHI XBOPOOU. | 3aCBOCHHS ONUTYBAaHHS 3. Cxemu
] 3HaHb MO 2. TectoBuii 20 xB.
2. Eg(v)moum PO3BUTKY | crpykTypy Ta | KOHTPOIb
MITOXOH/IPiH, — CTPYKTYPHI T | gyypperyii
(1)?310J'IOF1‘II:II ) 0COOIMBOCTI MiTOXOHpiit
mitoxonapiansnoi JIHK, mpomuec | 1,
peamizanii reHeTHYHO1 1HpOpPMAIIii, MONEPeTHBO
eTanu CUHTE3Y Oinka ~ | 3a6e3neuyto-
TPAHCKPHIIIIisl, TPAHCIISIIIS. e
N N HCLUTIIIHAX
3. AepoOHumii Ta aHaepOOHMUH THII et
eHeprozabe3mevyeHHss  KITHH 1
TKaHWH OpraHi3My Ta OCHOBHI
MEXaHi3MH IX TOPYIIEHb.
4. Tlarodizionoriuai MexaHI3MH
HOpYUIEHb KJIITUHHOTO
MeTaboJi3My Ta iX yCKIIaJHEHHS.
5. OcHOBHI TpyNH aHTUOKCH/IAHTIB,
Ko(akTopiB MeTabomi3zmy,
MeTaloJIITIB Ta  TEPEHOCHHKIB
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eJIEKTPOHIB.

6. OcHOBHI METOOM JIarHOCTHKHU
3aXBOPIOBaHb 3  MOPYIICHHIMH
€HEePreTUYHOTO OOMIHY.

I1.

OcHoBHUII eTan

12&s.

1. 3Haru eTioNoriro, IaToreHes
MITOXOHAPAIBHUX 3aXBOPIOBAHb Ta
THIH 1X yCIIaJAKyBaHHS.

2. 3Hartu npuHOUNH Kiacudikarii
MITOXOHJIpiaJIbHUX 3aXBOPIOBAHb.
3. 3Hatn 3arajabHy
XapaKTEPUCTHKY
MITOXOH/IpiaIbHUX 3aXBOPIOBAHb

4., 3Hathm 3arajgbHi  TPUHIUIHN
IarHOCTUKHA MITOXOHJIPAIbHUX
3aXBOPIOBaHb

5. Posni3HaBaTté KIiHIYHI MPOSBU
MITOXOHJpIANbHUX  3aXBOPIOBAHb
(cuaapomu Kepnca-Ceiipa,
MELAS, MERRF,  Jlebepa,
[Tipcona, NARP).

6. Buszauatu HEOOXIIHICTH
JIOJaTKOBUX OOCTEKEHb XBOPOTO
(6ioximiuHi, IHCTpYMEHTAIIbHI,
MOJICKYJIIPHO-TEHETUYH1) npu
HasIBHOCTI 3arajJbHUX 03HaK
MITOXOHJIpiaJIbHUX 3aXBOPIOBAHb.
3Haru 3aranbHi TPUHIUTH
JIKyBaHHS ~ Ta  NPOQUIAKTHKH
MITOXOHAPATHHUX 3aXBOPIOBAHb.

[HauBiTyanbHe
ONUTYBaHHS
(koHTpONTBHI
MUTAHHS),

2 Ilpodeciit
HUI TPEHIHT

y BUPIIICHH]
TUTIOBUX

3ama4

1.Tabmumi
2.CxeMmu
3.PesynpraTu
00CTEKEHD
4.Curyartiiiti
3agaui
5.Hetunosgi
CUTYaIlilHi
3amayi
6.1Ipesenrarri
i

II1. 3axiarounuii erTan

35xB.

KonTposns Ta
npodeciitHux
HaBUYOK

KOpEKI[isl  PIBHA
3HaHb, BMIHb 1

1 TecryBanus
2 InuBinyansHe
OIIUTYBAHHS

Cxemu
Tectn

15 xB.

[linBeneHHsT  MIACYMKIB  3aHSTTS
(TeopeTruHoOTO. MPaKTHYHOTO,
OpraHi3awiifHoro) Ta 3acilyXOBYBaHHS
ITITOTOBJICHHX JOMOBIICH)

[Ipe3enTarii
Amnai3 1
OLlIHKA
pe3yabTaTiB
poboTu

15 xs.

JlomariHe 3aBAaHHS AJI HACTYITHOT
TEMU

5xB.

V. 3micT 3aHATTH

Cepen cy4yacHHX CHAgKOBHX XBOpOO, SKI 3ycTpidaloThCs y JIOJCH,
HO30JIOTIYHUX OJIMHHMIIb, SIK1 TIOBHICTIO Ie HE ieHTU(iKOoBaHI. BOHM MOXXYyTh XOBaTHCS 32 MacCKOIO
Oyab-SKUX BIJOMHX XBOpOO, X MOXYTh JIKyBaTH SK 3BHYaliHI XBOpOOW, aje Haclpasji BOHHU
MarTh 0arato BiJ[pi3HEHb BiJ] OMUCAHUX paHIIl XBOPOO, B TOMY YHCII, 1 BIICYTHICTh €(pEKTY Bia
JikyBaHHA. Jlo TaKMX 3aXBOPIOBAaHb J0 HEIABHHOT'O Yacy BITHOCHIIMCS 1 MITOXOHJpiaibHI XBOPOOH.
[Ticns Toro, sk OyB omMCaHWUN MITOXOHAPIATLHUA T€HOM, BCTAHOBIICHWM THUIl YCIaJIKyBaHHS 1
ITYKAIOTHCS MIIXOAN A0 €TiIONaTOTeHETHYHOTO JTIKYBaHHS, 1X MPU3HAIU SIK OKPEMHUI HO30JIOTIYHUMA

icHye 0e3miu



kmac. Kpim Toro, BcraHomieno, mo MT3X, He Taki pigki, SK BBaXajaocs CHOYaATKy, 1
CIIOCTEPITa€ThCS NMEBHUH PICT TAKMX 3aXBOPIOBAHb.

MiToxoHaii — o/Hi 3 HAHOUIBIIMX OpraHes KJIITHHH, SIKi MICTATHCS B YCIX €BKapiOTHYHHX
KJIITHHAX, OKPIM €PUTPOLIMUTIB 1 3pUTUX KePAaTUHOIUTIB. BOHN BUKOHYIOTH (PYHKIIIF0O METaOOIIYHOTO
LEHTPY Ta BIANOBIJAIOTH 3a BHUPOOHMUTBO eHeprii y Buriiaai AT®. Hakonuuena enepris B
MOTANTBIIIOMY TPAHCPOPMYETHCA B MEXaHIUHY (B M'S30BHX KIIITHHAX), O10eIeKTpUYHY (y HEPBOBHX
KiIiTrHax). HaiOinplma KiTbKICTh MITOXOHJAPIA CHOCTEPIraeThCsl MEPEBXHO B KIITHHAX, SKi
CIOKMBAIOTh BEJIMKY KUTBKICTh €HEPrii, HaPUKIIAJ, y KIITHHAX HEPBOBOI CUCTEMH, CKEJIETHUX Ta
CEepLIEBOTO M'5131B, B €K30KPHHHUX KIITHHAX MIANUTYHKOBOI 3aJI031, TICUiHIIi, OOIIUTaX.

Mirtoxonpii maroTe cBoi ocobucti JIHK, PHK i1 pubocomu, cami CHHTE3yIOTh YacTUHY
CBOiX O1JIKiB, PO3MHOXKYIOTBCSI LIUIIXOM TO1TY Ha/IBOE.

Oco6muBicTIO (DYHKITIOHYBaHHS MITOXOHJPIN € HAsBHICTh BJIACHOTO MITOXOHAPIAIbHOTO
reHomy - kinbeuenoi mosiekynu JJHK, po3ramoBanoi ycepeauni JaHoi opraHeny, mio CKJIaAaeThes 3
16569nykneotuaiB. ¥ 1981p. B mabopaTopii MoieKyIsipHOi 6i0J10Tii MeaIuyHOro TOCHTi THUIIBKOTO
Hentpy B KemOpumxi HaykoBoro rpymnoto @.Cenrepa Oyna posmudpoBaHa HYKICOTHUAHA
crpykrypa JIHK mitoxouapiii (Mt IHK) iroaummu.

Mitoxounzapianeia JJHK (MtIHK) wmictute 37 reHiB, 110 KOAYIOTh CHHTE3 2 BHIIB
pubocomansroi PHK, 22 Buan tpancnioptaoi PHK 1 13 6i1kiB, mo Bxoaste a0 ckiuany |, LI, IV 1 V
KOMIUICKCIB JUXaIbHOTO JAHITFOTa MITOXOHAPIH.

PemTa nmenTuaiB quXaJbHOTO JIAHITIOTA 1 3HAYHA YaCTHHA 1HIITUX MITOXOHJIplaJbHUX OLIKIB
koxytoThest TeHamu siiepHoi JIHK. Takum umHOM, y 3a0e3nedeHHi pi3HOMaHITHHX Ol0XiMIYHHX
GyHKIIN MITOXOHIPiH OepyTh yd4acTh OUIKH, sKI KOIYIOTHCS SIK MITOXOHAPIAJIbHUMH, TaK 1
SIEPHUMH T€HAMH.

BiamoBimHO 10 BHIE3a3HauYe€HUX OCOOJMBOCTEH IMOABIMHOTO TEHOMY MITOXOHIPiH, THII
yCTIaJKyBaHHS MITOXOHApiaIbHUX XBOp0oO Moxke Oytu pizHuM. Ockinbku MT/IHK B opranizmi mae
Maii)ke BUKJIIOUYHO MaTEPUHCHKE TIOXO/KCHHSI, PU Tepeavi MiTOXOHIPIaIbHOT MyTallii HalaaKy B
POZIOBO/II Ma€ Miclle MATEPUHCHKUN TUIl YCIIaAKyBaHHS - XBOPIIOTh yci AITH XBOpoi MaTepi. SIKIo
MyTalliss BiAOyBaeTbCcsi B SANEPHOMY TE€HI, IO KOJYE CHHTE3 MITOXOHJIpiaJbHOTO O1jKa,
3aXBOPIOBAHHS MEPEAAECTHCS MO KIIACHYHIUM MEH/ICIIEBCHKUM 3aKOHAM.

Inomi myranis mt/IHK (3a3Buuaii - nenerrisi) BuHuKae de rovo Ha paHHIN CTajii OHTOrEHE3Y,
1 TOJIl 3aXBOPIOBAHHS MPOSIBIISETHCS K COPAANYHUN BUTIA/IOK.

Koxxna mitoxonapis mictuth Bif 2 10 10 komiit monexyn mt/IHK, a kmiTHHM pi3HUX TKaHWUH
MOXKYTh MICTUTH BiJl COT€Hb JI0 JIEKUILKOX THUCSY MITOXOHAPIHA. TakuM YMHOM, 3araibHa KUTbKICTh
mosekya MT/IHK B kmiThHI MOKe AocsAraTd AecATKiB THCAd (Hampukiam, y KapaioMionuti 10 50
tuc. monekyn mtIHK).

V 3BHUUaliHIN cUTYyallii B yCiX KJIITUHAX 1 TKAHWHAX OPraHi3My € OJIMH 1 TOW kK€ HOpMaJIbHUM
tin MT JIHK. Takuii cTan mo3Ha4aeThes SK rOMOIJIa3Mist.

[Tpu BunukHenHi myTarii B MT JIHK Ta ii momupeHH1 BUHUKaE reTepomnia3misi, TOOTO CTaH,
IpU SKOMY B KIIITHHI (TKaHHHI) ICHY€ CYKYMHICTh MBOX pizHMX monyssiniii MT/IHK - HOpManbHOI i
MyTaHTHOI. i1 9ac po3moiiay KIITHH 3 TeTepoIria3Mi€ero, mporec po3noaury myraatHoi MT/[HK y
Ty YH iHIIY JOYipHI KJIITKA BUMAAKOBUN. TakuM 4MHOM, y pe3ysbTaTi 6araropa3oBUX KIITHHHUX
posmnoxainB, ckian MmyranTHEX MTIHK y pi3HUX KIITHHHUX JiHIIX MOXe apeidyBaTu B HAPsIMKY
TITPKM ~ MYTAaHTHOTO YW  BUHATKOBO HOpManbHOro tumiB. Lleii mpomec  omepkas
Ha3By perutikaniiinoi cerperamii (PC ).

®enomen PC moxe Maru miciie B COMAaTHYHHMX KITITKaX 1 B KIITKAaX 3apOAKOBHUX IILISXIB,
MOSICHIOIOYHM PO3XO/HKEHHS B Mpomnopiiii MyTaHTHHX MoJekyn MTJIHK i ¢penoTuniuae po3xomkeHHs
SIK MK TIOTOMCTBOM, TaK 1 M)XK pI3HHMHU TKaHWHAMH # opraHamu onHOTO iHauBina. [lpu mpomy y
psAIl BUIMAJKIB 3MiHA MITOXOHIPIAJIBHOTO TEHOTHIY MOXE BIOYBATHCS TIPOTATOM OJTHOTO
TTOKOJTIHHS.

Bunankosuii xapaktep PC He m03Bosisie B JaHWl 4ac JAOCTOBIPHO IMPOTHO3YBATH PIBEHBb
myTtaHTHUX Mojekyn MT/IHK i iimoBipHHMIl pusuk ekcrpecii (eHoTumy, 10 3HAYHO OOMEXKYe
MOJKJIMBOCTI MEIMKO —TC€HETUYHOTO KOHCYJIBTYBaHHS.

BincorkoBuii BMicT HopMaibHOI 1 MyTanTHOI MTIHK B pi3HUX TKaHMHAX MO>KE BapiloBaTH B
mmpokux Mexax (Big O mo 100%),110 B 3HaYHIM Mipi BU3HAYAE XapakTep i TSHKKICTh BiIMOBIIHUX



KIIHIYHUX TPOSIBiB. BiNbII TOro, B MPOJOXK XKUTTS B OMAHIM 1 Till e TKAaHWUHI CIiBBIJIHOIICHHS
HOpMasibHOT 1 MyTaHTHOI momyssmii MT/IHK Takox Moxe 3MiHroBathcs, 3a0e3medyroud TEeBHI
TpaHchopMarlii CHMOTOMAaTHKH 3aXBOPIOBAHHS.

[ndopmarneua minbHicTh MT/IHK Bucoka, a wagmipHicTh, xapaktepHa misa s/IHK,
BijicyTHA. ToMy iHTeHCHBHICTh MyTamiiiHOro mporecy MTAHK 3nauno Bume, Hixk B si/I[HK, a
BIICYTHICTh IHTPOHIB TPHU3BOIUTH JO TOTO, IO MYyTaIii JIOKAII3YIOThCA B KOIYIOUHX
nocainoBHocTsX MTIHK. BincyTHicTh ricTOHIB Ta eekTHBHOI cucteMu penapanii poouts MTJHK
OLTBIII BPA3JIMBOIO IIOJI0 BIUIMBY BUIBHUX PAJMKaJIiB KUCHIO, III0 YTBOPIOIOTHCS B TIPOIIECI OKMCHOTO
dbochoprroBaHHS, 10 € BHECKOM Y HEHpOoAereHepaTHBHI MPOLIECH 1 IPOIIECH CTapiHHS.

OcHoBHa (GyHKISE MITOXOHIPIi - BUPOOHHUIITBO KJIITHHHOI €HEPrii, 3MIMCHIOETHCS
JIMXAIBHUM JIAHIIOTOM. J{MXalbHUH JIaHIIOT JIOKANII3YEThCsl Y BHYTPIIIHIA MeMOpaHi MITOXOHAPIT 1
BKIIIOYa€e y cebe m'saTh MylIbTH()EPMEHTHUX KOMIUTEKCIB (3 | mo V), KOKEH 3 SIKUX Y CBOIO Yepry
CKJIQIA€ThCS 3 JMEKUTbKOX AECATKIB cyoomuHuib. Kommiekcu | - V maroTh mopaBiiiHE KOJyBaHHS,
OCKIJIbKHM YacTHHA CyOOJMHUIlh, KOAYETHCS TeHaMHU, 10 JoKami3ytoThes B MTIHK, Tomi sik Benuka
yacTHHA cy0oauHuIb KonyeThes reHamu saepHoi JJTHK (1/JHK). KinneBumM pe3ynbraTroM OKUCHOTO
dbochoprmroBanHs, 10 BiOyBaeThcs B Komruiekcax | - V, € BupoOHUITBO eHeprii - cuate3 ATO.
Jledextu GhepMeHTIB TUXaTbHOTO JIAHITIOTa MPU3BOAATH 10 3MEHIICHHS cuHTe3y ATO.

Ocob6auBocti miToxonapiaasnoi JHK:

1. Crporo matepuHchkuii xapakrep ycnankyBanus JIHK, To0To BOHHM mepenaroThcs Bif
Marepi 10 1040k Ta cuHiB. CuHu MiToxoHapiansHOi JIHK He mepenatoTs.

2. BiacyTHs KOMOiHATUBHA MIHJIMBICTE - MiTOXOHpianbHa JIHK HaneXuTh TIBKH OTHOMY
3 0aThKiB, OTXeE, pPEKOMOIHAIIiHI MOAIl BiZCYTHI, a HYKJICOTHIHA IOCIIIOBHICTh 3MIHIOETHCS 3
MOKOJIIHHS B TOKOJIHHSA TUIBKH 32 PaXyHOK ITOCIiJOBHOTO HAKOIMYESHHS MyTaIlii.

3. MiroxonapiansHa JIHK He Mae inTpoHiB 1 edekTuBHOI JIHK pemapamiitnoi cucremu. Le
BeZle 710 301IbIICHHS YacTOTH MyTauii MiToxouapiansHoi JIHK nmopiBHSHO 3 siiepHOIO.

4. YcepenuHi ofHI€l KIITHHU MOXYTh OJHOYACHO CIIBICHYBaTH HOpPMaJIbHa Ta MyTaHTHa
mitoxonpianeaa JIHK (sBuie rereporiasmii).

MiToxoHapiajibHi 3aXBOPHOBaHHS - TOHATTS MITOXOHAPIAJTIbHI 3aXBOPIOBAHHS BKIIIOYAE
BEJIMKUN CHEKTP KJIIHIYHOI MATOJOril, SKa 4acTO Ma€ BAXKUU MPOTPEIEHTHUN TUIMH, BUKJIHKAE
BUpPXEHY 1HBATII3AII0 1 XapaKTepHU3yeTbCs PE3UCTEHTHICTIO 10 JiKyBaHHS. Taka Tpyna
pi3HOpiZAHA 1 MICTUTHh BEIUKE YHCIO 3aXBOPIOBaHb HEPBOBOI CHCTEMHM, 30DPY, M'A30BOI CHCTEMH,
cepisi, HUPOK, CHIOKPMHHUX opraHiB. [lepembavaeTscs, MmO MITOXOHApIaTbHI 3aXBOPIOBAHHS
MOXYTbh OYTH OTHUM 3 HAHOUIBIINX KJIACiB AETeHEPATUBHUX XBOPOO HEPBOBOI CUCTEMH. .

Knacudgikauis MiToxoHaponarii.

Ha Tenepimniii yac 3araJbHONPUMHATHOI KiIacHdikalii 3axBOPIOBaHb, IO MOPYUIYIOTh
HOpPMaJIbHY POOOTY OKHCHOTO (pocdopuitoBaHHS MITOXOHIPIH, HE icHye. CripoOu G10XiMIYHOT, YU
KIIiHIYHOI Kiacu(ikalii X 3aXBOPIOBAHb Y 3B'A3KY 31 CKIIQJHICTIO iHTepHpeTalii 6i0XiMiyHOTO
nedekTy 1 momimMopdizMy IposBiB HE MaJIH YCIIXY.

Haii6inpm nomynspHOIO € MOJEKYJISIPHO — IeHEeTHYHA Kiacudikailis, BIIMOBIAHO IO SIKOI
inentudikoBani Tpu kiacu MTJHK wmyrtamiii, mopymeHHs HOpMaabHOTO (YHKIIOHYBAaHHS
JUXaTbHOTO JIAHITIOTA:

- MyTallii CTpyKTYpHHX T'€HiB,

- 3aMiHU OCHOB, III0 MOPYIIYIOTh TPAHCIIALIO O1JIKa B MITOXOHAPIAX 1

- mepe0y1I0BU MITOXOH/IPiaIbHOTO TCHOMY.

MiTtoxoHpianbHI XBOpoOH KIacu(iKyIOTh 32 TUIIOM MYTaIliil:
1. MiceHCc —MyTaHTHI MITOXOHJIpiaJIbH1 XBOPOOH:
— HeipoodTansMonaris Jlebepa;
— TITMEHTHUHW PETHHIT.
2. XBopoOu, sIKi BUKJIMKaH1 MyTaIlisiMu B reHax TpancrnopTHoi PHK:
— cungpom MERREF,;
— cungpom MELAS;
3. MitoxoHIpialbHI  XBOpOOHW, SIKi BUKIMKaHI JeJlemisMu abo  ayIUIiKalisMu
MmitoxonapiansHoi JIHK:



— cungpoM Kepnca-Ceiipa,

— cunapom Ilipcona,

— aCHMETPUYHUU NTO3;

— JWIaTaiiifHa KapaioMionaris.

4, XBopoOu, sKi BUKIMKAHI MYTallisIMH, [0 3HUXYIOTh YHUCIO KOMIH MITOXOHAPiaJbHOI
JIHK:

— JIeTajbHA iH(paHTUIbHA IUXaTbHA HEJOCTATHICTD,
— CHHJPOM MOJIOYHOTO-KHCIIOTO alu103y.
5. HaGyti momkomxenns MT/IHK mix BrumBom nii mkiaIMBUX YMHHUKIB
— TOKCHUHIB
— JIKIB
— ioHi3yro4oi pamiamii
— TIPOILIECIB CTapiHHI.
6. XBopoOu BuKIMKaHI MyTallismMu B siaepHii JJHK:
— 3aXBOpPIOBaHHS, 1110 TIOB’ s13aHi 3 Ae(heKTaMu TUXaabHOTO JAHITIOTa;
— 3axBOPIOBaHHs], WIO TIOB's3aHI 3 TMOPYLUIEHHAM MeTa0odi3My MOJOYHOI Ta
MiPOBIHOTPATHOI KHCIIOT;
— 3axBOPIOBaHHS, 110 OOYMOBJICHI neexkTaMu OeTa-OKUCICHHS KUPHUX KUCIIOT,
— depmenTonarii ukia Kpeoca,
— cuHApOMHU NedINUTy KapHUTHHY Ta (DEpPMEHTIB, IO MPUHMAIOTh y4acTh y HOTO
MeTaboTi3Mi.

3arajbHi KiaiHiYHI pucu MTX3:

1. TlomicHHIPOMHICTh ypa)K€Hb 3 YAaCTUM 3aTy4eHHSIM HEPBOBOI CHUCTEMH, OpraHa 30py,
CepIIs 1 CKEeJIETHUX M'SI31B.

2. Benuka BapiaGenbHiCTh BiKy MaHidecrtanii XBopoOu, mpore OiIbIIICTh 3aXBOPIOBaHb
MMOYMHAIOTHCS B IUTSYOMY Ta MOJIOJIOMY BIIIl.

3. IlporpamieHTHICTh mepebiry 3 HETaTMBHOIO JWHAMIKOIO 1 301JbIIEHHSIM CHUMITOMIB
YpaKEHHS Pi3HUX OPTraHiB 1 CUCTEM.

4. Pe3HUCTEHTHICTh 10 TPAAHUIIIMHUX METOIB JIKyBaHHS.

HaiiGinpm vacTi opraHomarii mpu MITOXOHAPIAILHUX XBOpoOax y pe3ynbTaTi JaedeKTiB
JIUXaJbHOTO JIAHITFOTa HABECHI HIDKYE.

[HHC: ypakeHHss MO3KYy, mpe-, IepHHATAJIbHA eHuHedasonaris y BHUIVISA]
JereHepaTHBHUX NMPoIeciB y MO3KY (1103, rimorpodisi, cyroMunii cuHapom (pe3ucTeHTHH /10
Tepanii), moJiiHeBponaTisi, maTojoriuni pediekcH, 3HUKEHHSI YYTJIHBOCTI, JieTaprisi, Koma,
3aTPUMKA IICHXOMOTOPHOI0 PO3BHMTKY, aTaKCisl, AUCTOHIfA, 3MEHIIIEHHS PO3MIpiB TypenbKoro
cinna.

Oui: mTo3, amOuiomisi, oranbMomnJierisi, MirMeHTHUI PpeTUHIT, aTpodis 30poBHX
HepPBiB, HICTarM, KaTapaKTa.

Cepue: kapaiomionaris (rimeprpodiuna), apurmii, mopyiieHHs] MPOBiAHOI cHCTEMH
cepus.

[Teuinka: mporpecyioya mne4iHKoBa HeIOCTATHICTH (0COOJIMBO Yy HEMOBJIAT), MOMipHA
remaroMeraJisi, HeOAHOPIAHICTH MapPeHXiMM NMEeYiHKH.

Cenesinka: crnjieHOMeraJisi, HeOAHOPIAHICTH MapeHXiMU.

Hupku: TtyOyaomarisi (cmaapom @ankoHni), HeppHT, HHPKOBAa HEIOCTATHICTH,
nieJoeKTasis.

HlnynkoBo-kumkouid Tpakt (LIKT): penuauBHe 6.a10BaHHs, aiapesi, atpodisi BopcuH,
MOPYILIEHHA €K30KPUHHOI MAaHKPeaTHYHOI QYyHKILI.

EnnokpunHa cucreMa: HU3bKHM 3picT, HYKPOBHIi qiadeT.

KicTkoBuii MO30K: MAHIUTONEHis, MAKPOIUTAPHA aHeMisl.

[Ikipa: paHHE cTapiHHSA, HeOCTATHIN PO3BUTOK MiAIKIPHO-KUPOBOI KJIITKOBHHHU.

Ckerner: aHoMAaJIil pO3BUTKY.



Kpim TOro, y XBopux BiAMiYalThcs Nporpecyounii nepedir 3aXBoproBaHHs, JaKTaT-
anua03 Ta cnenupiunauii Gpenorun (HU3bKHII 3PICT, TOHKE BOJIOCCH, T0JY0i CKJIEPH, BHCOKE
migHeOiHHs).

Kuinika Hali0inb 1 nomupeHux MiTOXOHAPONATIM.

Cunapom Jledepa (craakoBa aTpodisi 30pOBHX HEPBIB, HEHpOPTAIBLMONATIS, «TPIM CEPES
sicHoro Heba»). Cunnpom onucanuii y 1971 poni Teomopom Jlebepom. Beranosneno 10 roukoBux
myTarii MmTIHK, sKi npu3BOAsSTE 10 3MIHM aMiHOKHCIIOTHOTO CKJIay MOJIMENTH/IIB KoMILiekcy 1-
IO JIMXaJbHOTO JIAHIIOTA. 3aXBOPIOBAHHS MPOSBISEThCA y Billi 6-62 poku, yacrime B 11-30pokiB.
3axBOpIOBaHHS PO3BUBAETHCSA TOCTPO Ta MiAroctpo. Ileprmoro mposiBoro € roctpe abo miarocrpe
3HW)KEHHSI TOCTPOTH 30py OJHOTO OKa, a uepe3 /-8 THKHIB 1 apyroro, abo pazoM 000X oueit (0e3
nepioay mpoapomy). OCHOBHI CKapru:. pO3IUIMBYATICTH 30PY MPH SIPKOMY COHSYHOMY CBITII 1
Kpaluii 3ip Ha 3aXOMdi COHIIS, aje TeMpsIBUH 3ip 3HIKeHUH. OnucaHi BUMAAKH TU3XPOMATOIICIT.
Haii0inpn 4acTto CcTpakaaloTh LEHTpaidbHI BIAAUIH 30Dy, BHSBISIOTHCS ICHTPAIbHI CKOTOMH.
BigmivaeTbcs MikpoaHTionartis CITKIBKHA. 3HM)KEHHS TOCTPOTH 30py IIBHJKO IPOTPECYE, OJHAK
MOBHA cJinoTa OyBae pigko. Y 4YacTi XBOPUX YPaKCHHS 30POBHX HEPBIB MOXKE CIIOIYYAETHUCS 3
PI3HOMAaHITHOIO HEBPOJIOTIYHOIO CHUMIITOMATUKOIO: mepudepryHa TOJIIHEBpOMATis, TpPeMop,
aTakcis, CMAacTUYHI Mape3w, MIrpeHenoaiOHUN TOJOBHUN Oib. MOXyTh OyTH 1€ KICTKOBO-
cyrnoOHi 3MiHM: Kido3, Kipockomnio3, apaxHOAAKTUIis, CIOHIITO0eHI(i3apHa AUCILIA3i.

[Tepebir 3axBOpIOBaHHS MPOTPECYIOYUH, OJHAK MOXKIJIMBA pemicis yepe3 1-2 poxy micis
MOYaTKy 3aXBOPIOBAaHHS a00 HaBITh BITHOBJIEHHS FOCTPOTH 30py. HalO1IbI CIpUSTINBHIA IPOTHO3
BiJ3HAYA€THCs pH panHboMy (10 20 pokiB) aebroTi curapomy Jlebepa.

Kputepisimu niarnosy e:

— MamepuHCbKuLl mun yCnaoKy8auHs.,

— Oebrom 3axeoprosanns nepesadcro ¢ 11-30poxis,

— 2ocmpe 4u nidcocmpe 3HUNCEHHS 20CMPOmMuU 30py Ha 00OHe YU 0Oud8a oxa,

— mikpoanzionamis cimkieku (npu OOCHIONCEHHI OYHO020 OHA BUSBNAEMbC POSUUPEHHS |
meiean2iekmasis. NOBEPXHeGUX CYOUH CIMKIBKU, HAOPSK HEeUPOHANbHO20 Wapy CIMKIGKU 1 OucKkd
30p08020 HepsY);

— npoepecyiouuii nepebiz 3 MONCIUBOIO PEMICIEIO YU BIOHOBNEHHAM 20CHMPOMU 30DY;

— i0enmupixayis y x6opoco nepeunnux namozennux mymayiu (y nosuyisx 11778i 14484
mm/[HK).

JudepenmianbHy AIarHOCTUKY TMOTPIOHO TMPOBOAMTH 13  3aXBOPIOBAaHHSIMH, IO
CYIPOBOJIKYIOTBCH, 3HWKCHHSAM TOCTPOTH 30py: peTpoOynpOapHUM HEBPHUTOM,
KpaHio(apuHT10MOT0, JICHKOAUCTPOISIMH.

BincyTtHicTb 605110, 0COOIMBO MPH PYXY O4ei — BUCOKOCTICIM(IUHA 03HAKA I[LOTO CHHIIPOMY
Ha BIIMIHY B1JI peTpoOyIb0apHOTO HEBPITY.

I'eHeTnyHe KOHCYNBTYBaHHS YCKJIAQIHEHE Yepe3 MaTepPUHCHKUI TUT ycnaakyBaHHs. Okpemi
EMITIpUYHI JaHi CBig4aTh PO BHCOKUN pU3UK i ABoropimHux OpartiB (40%) i mieMiHHUKIB
40J10Bi40i cTati (42%).

JlixyBaHHSI CUMIITOMaTUYHE, TOCUHPOMHE.

Cunapom MERRF Mioknonyc-emnisencis 3 "pBaHUMH'  UYEPBOHUMU  BOJIOKHAMH
(myoclonus epilepsy, RRFenepmie onucana N.Fukuhara et al (1980ya mincraBi BiacHHX
CIIOCTEPEKEHb 1 y3arajJbHEHHS JITepaTypHUX JaHUX.

Cunnapom MERRF o6ymoBnenuii ToukoBoro MyTariieto MitoxonapiansHoi JIHK. Hait6inpim
YaCcTO Y XBOPUX BUSBIIAETHCS MYTallis y BUIJISIII 3aMiHU a/ICHIHY Ha TyaHiH B HykieoTuai 8344,mo
NPU3BOIUTH 10 AedekTy MiToxoHapiaasHoro reHa PHK, mo tpancnoprye ni3us.

3aXBOpIOBaHHS  YCIAJKOBYETHCS 33  MITOXOHIApiaJbHEM  (UTOIUIA3MATHYHUM,
MaTEpPUHCHKHM THIIOM) 3 BHCOKHUM DPU3UKOM, TOOTO IMEPEHAETHCS MOTOMCTBY IO MAaTEPHUHCHKIi
ninii. [Ipu anami3i pomoBoay i oOCTeXeHHI WICHIB CiM'T mpoOaHa 3BepTae yBary BEIUKE YHCIIO
pOIMUiB-HOCIIB TOYKOBUX MyTamii. KiiHi4HI mposiBM y HOCIiB MyTamii XapaKTepU3YIOThCS



BUHSATKOBHM BHYTPIIIHBOPOAMHHUM MOJIMOP(IZMOM: 3yCTPIdalOThCS SK IMOBHI THIOBI (GopMHU
XBOpOOH, Tak 1 cTepti hopmu abo okpemi cumntomu cuaapomy MERRF. Knniniunuii momimopdism,
HMOBIpHO, TIOB'A3aHUH 3 PI3HUM CHIiBBIJHOIIEHHSAM MyTaHTHOI 1 HopMmanbHOi JIHK miToxoHmpiii B
KIIITHHAX 1 TKAHUHHUM TIOPOroM (PEeHOTHIIOBOI eKCIpecii MITOXOHAPiaIbHOTO Ae(eKTy.

[Tatorene3 3axBOpIOBaHHS BHBYCHUN HemOCTaTHBO. llepembadaerbes, 10 XBOpoOa
00yMOBJIEHa TOPYIICHHSMH MITOXOHAPIANbHUX TPOLECIB PHOOCOMATBHOTO CHHTE3y BHACITIIOK
3HWKEHHS BMICTy TpaHcrnopTHoi PHK misuHy 1 mepemyacHoro 3aBepilieHHS TpaHCIALIl Ha
MITOXOHpianbHUX pudocomax. Lli 3MiHM PU3BOAATH 10 TUOOKUX e(eKTiB (QYHKIT MITOXOHIPIH
Ta MOPYIICHHS] TKAHWHHOTO JIMXaHHs, OCOOJIMBO Ha PiBHI KIOYOBOTO |V KOMIUIEKCY MMXaTbHOTO
nmaHmora. Y TKaHuHI Mo3ky npu cupapoMmi MERRF BusiBnserbcs 3HMKEHHS PiBHS OKHCHOTO
MeTaboui3My, 3MCHIICHHS 3axXOIUICHHS HEHpOHaM{ TJIIOKO3W, IOPYIICHHS pPEryIsSaTOPHHX
MEXaHi3MiB, IO 3a0e3MeuyloTh MiJBUIIECHI MeTabomiuHi moTpedbu B pas3i crpecy. 3a3zHaueHi
NOPYIICHHS, OYEBHIHO, JIeKaTh B OCHOBI IATOr€HETHYHHMX TIPOLECIB, IO BEAYTH JIO
MOPQOJIOTTYHHX TMOIIKO/KEHB 1 MOSBH KITHIYHOT CHMIITOMATHKH.

Bix movarky 3axBoproBaHHs BapiabenbHuid - Bix 3 10 65 pokiB. Kminiunai npossu MERRF
BKpail pi3HOMaHiTHi. PaHHIMM O3HaKaMu € CUMNTOMH eHledanromionaTii - CTOMIIIOBAHICTh TPHU
(GI3UYHMX HaBAaHTAXXEHHSX, 3HIDKCHHS MaM'aATi, yBaru. HailOuIbIl THIIOBUM € CHMITTOMOKOMITIIEKC
nporpecyrouoi miokionyc-emninencii (85% BumazakiB), 10 BKIOYAaEe MIOKIOHYC, aTaKCilo Ta
nementiro. I[lpu MERRF Bim3HawaeTbcst emijenTHYHUA MIOKJIOHYC, SKHH XapaKTepHU3yeThCS
KopeJsimieto 31 3Minamu EET", KOpOTKUME po3psiaaMu 1 CHHXPOHHOI akTuBalli€ro M's3iB mpu EMI -
JOCIiIKESHHI.

ATakcist IpOSIBISETHCS XUTKICTh XOAHM 1 TOPYIICHHSM BHUKOHAHHS KOOPAMHATOPHI Mpo0. Y
Pl BUIAAKIB aTAaKCil0 BHSIBUTH BaXXKO YHACTIIOK BUPaXEHHUX MIOKJIOHIH. Perpec mcuxiuHmx
byHKII MoOke mepemyBaTH ManidecTarii ocHoBHuUX KiiHiuHMX cumnToMiB MERRF, a6o
BUSIBIISITHCS y TIPOIIECi TPOTPECYBAHHS 3aXBOPIOBAHHS.

Kpim 1poro, y 6inbinocti xpopux (70%) crioctepiratoThCsi TeHEpaIi30BaHi TOHIKO-KJIOHIYHI
cyaomu. HelipoceHCOpHA IITyXoTa 3yCTpIYaEeThCs Y MOJIOBHHHM XBOPUX 1 00yMOBJIEHA YpaKEHHSIM
nepuepuyHOro BiIILTY CIIyXOBOTO aHaiizaTopa. O3Haku miomnatii (M's130Ba claOKicTh, TimoTpodii
M'S3iB, ZOMTOMIXHI IPUHOMH [P BCTaBAHHI) 3a3BH4ail BUpaykeHi oMipHO. IMOBipHO, maHuit hakT
00yMOBJIEHUI PI3HUM CTYIIEHEM ypa’keHHSI MITOXOHJpiil HepBOBOI Ta M'130B0i TkaHWH. CeHCOpHI
MOPYUICHHS IPOSIBIAIOTHCS PO3JIaJaMH BiOpaIiifHOT Yy TIMBOCTI 1 M'A30BO-CYTII000BOT0 BiTUYTTS.

VY npitelt cocTepiraeThes 3aTpUMKa (PI3SUYHOTO Ta PO3YMOBOTO PO3BUTKY. Y JIESKHUX XBOPHUX
CIIOCTEpIraeThCs Jimomaro3. IlirMeHTHa nereHeparlis CITKIBKA, XPOHIYHHM TaHKpPEATHT Ta
IIYKPOBUH A1a0€T 3yCTPIUaroThCs PiJIKO.

[Tepebir 3axBoproBaHHA mporpecye. OmHAK TKKICTH 1 TEMI MPOTPecyBaHHS XBOPOOH
BapiabesibHI B OKPEMHX XBOPHUX.

VY KpoBi BU3HAYAETHCS BUCOKHUM PIBEHb MOJIOYHOI KHUCIOTH. Y LepeOpOCHiHAIBHIN piauH1
MOJJIMBE TIOMipHE WiABMIIEHHA BMicTy Oinka. Ilpum anamizi MITOXOHApianbHUX (hepMeHTIB
nuxanbHOro naHiora y xpopux 3 MERRF BusBiserscsi HenoctaTHicts komiuiekciB [ ta IV B
MITOXOHJIPISIX CKEJIETHUX M's131B. € BKa31BKM HAa MOXKJIMBY HEJOCTaTHICTH KomIuiekcy I11.

ITpu enexkrpomiorpadiyHUX JOCTIIPKEHH] BUSBISETHCS EPBUHHO-M SI30BHM XapakTep 3MiH,
a TaKOXX 3HWKEHHS IIBUKOCTI IPOBEICHHS IMITYJILCY 1O Iepu(EepUYHUX HEPBAX.

Enextpoennedanorpama XBOpUx XapaKTepU3yeThCs J€30pTraHi3ali€l0 OCHOBHOI aKTUBHOCTI,
CTalK-XBHJILOBUMH PO3PSIaMH, TeHEPaIi30BaHUMH OJMHUYHUMH 1 MHO)KHHHUMH, HEPETYIISIPHUMH,
OilaTepanbHO CHHXPOHHMMH KOMIUIEKCAMH - 'TONICHaiK-XBHIsA' dYacToTor 2-5 I, a Takox
mudy3HIMH TOBUTHHUMU XBUWIIMU. Y 40%BunaaKiB peecTpyroThes (hOKaIbHI aHOMAJTIT, 30KpemMa, B
MOTWIMYHHX Bi/JIBEJICHHSX.



IIpu xomm'toTepHiii ToMorpadii Bu3HavaeThCst AUQy3Ha arpodis MO3KY, HECTPYKTHBHI
3MiHU 017101 peUOBHHHU, 3HMKEHHS ITIJIFHOCTI MO3KOBOI TKAaHWHH, 1HOI - Kalblu(ikaiis 6a3aabHuX
ra’rmiiB.

VY OionTaTy CKEJISTHHX M's3iB BUSBISIFOThCS THIOBI "pBaHi" depBoHi BosiokHa (RRF).
DepMEeHTHO-TICTOXIMIYHHI aHalli3 3a3BUYail BUSBIISAE HEJOCTATHICTH ITUTOXpoM C - OKCHIa3u TpH
MiABUILEHIM aKTUBHOCTI CYyKUMHATIETiaporeHasu. XapaktepHuMm € aepiuut muroxpom C -
OKCH/Ia3¥ B IJIJIKii M'SI30B1i TKAaHUHI CYIHH.

[Ipu eneKTpOHHINH MIKPOCKOMIi CKENETHOTO M'si3a ab0 IIKIpH CIIOCTEPIraeTbes 301IbIICHHS
KIUJTBKOCTI Ta pOo3MipiB MITOXOHPIH, iX nedopmaltis, JTiMi HI BKIIOUYEHHS.

[Ipu maTtomoroaHaTOMIYHOMY MOCTIIKCHHI HAWOUIBII BUPaKCH1 JEreHEpaTHBHI 3MIHH 31
3HaYHUM 3HIDKCHHSAM 4YHCIa HEWPOHIB 1 IJII03y CIOCTEPIraroThCcsl B 3yO4acTUX sIpax 1 BEpXHIX
HDKKaX MO304YKa. YPa)kaloThCsl TaKOXK OJiJla KyJisi, YepBOHI sapa, KOpa MO304YKa, HUXKHI OJMBHU 1
4yopHa cyOcCTaHLis. Y CIMHHOMY MO3KY 3HAUHO CTPaXIalOTh 3aJHI CTOBIH, CIiHOLEpeOeIIApHI
nusixu  Ta mosxu Kiiapka, TOMIpHO - KOPTHKOCIIHANBHI  TpakTH. [Ipu  eleKTpoHHO-
MIKPOCKOIIYHOMY JOCII/DKEHHI B KOpi Mo304ka y XxBopux Ha MERRF BUsBIAIOTECS aHOMAIBHO
BEJIMKI MITOXOHJIPii 3 MapakKpUCTAUTIYHUMH BKIIOYCHHSIMU. B nepudepnyHux HEpBaxX BUSBISIETHCS
JIeTeHepallisi aKCOHIB, a TaK0X 3HIKCHHS KIUIBKOCTI MI€NiHY, [0 CBIAYUTH PO MOXKIHBY
YIIKOPKEHHS [ITBAaHIBCHKHUX KIIITHH.

Kpurepii niarnosy:
- MAmepuHCcoKuil mun ycnaoKy8anHs,
- 0edrom 3axeoprosanns é 3 - 65poxis,
- MIOKNOHIYHA eniiencii, amaxcii, 0emMeHyia y CROJYUEHi 3 2yXomorw, ampodia 30poeux
Hepeie, NOpYuIleHHAM 2TUOOKOT yymaueocmi,
- 1aKmam-ayuoos,
- nomipne nioguuienns OiKa y 1iKeopi;
- na EET —zenepanizoeani komnnekcu “ cnaik - xeuns’;
- Ha enrekmpomiozpami (EMI') — nepeunno-m’ a306uit mun ypayceHus,
- na komn’ omepniu momozpami (KT) — ampoghia mo3Ky, neiikoenuyegpanonamis, kanvuupicauis
OazanvHux 2ananiie;
-y Oionmamax m’ a3ie — “peani’ uepeoHi 6010KHA,
- npozpecyiouuil nepeoiz 3ax60p06aHHA
- UAGNEHHA MOYKosux mymauiu ¢ zeni nizunoeoi mPHK y noszuyiax 8344i 8356 mm/[HK.
JAudepennianibHy aiarHOCTHKY MPOBOJATH 3 IHIIMMH MPOTPECYIOUNMMH MIOKJIOHYC-
eMJIETICISIMH, IHIIMMU MITOXOHIpiaTbHUMHU XBOPOOAMH Ta JTUCTEHE315IMU MO3KY.
JlikyBaHHS cUMNTOMATH4YHe (KOpPeKUisi NOpylleHb OOMiHYy, 3MeHIIEHHSI JIAKTAT-
anuao3y). BceranoBieHa edexkTuBHicTHL puboduiaBiny, HikoTmHamimy, umuroxpomy C Ta
KoeH3umy Qio, L-kapHiTuny, Bitaminy C, npu3HayaeThcsi IPOTHCYIOMHA Tepartis.

Cungpom  MELAS —  wMiToxoHIpiadbHa  eHmedanomnaris,  JaKTaT-alHua03,
incynasTomoAioni  emizogu (Mitochondrial encephalopathy, lactic acidosisrols-like
episodespnepiie BUAIICHa B cCaMOCTiitHY Ho30J0riuHy dopmy S.Pavlakiss 1984porii.

B ocHoBI1 maTomnorii gexuTh ToukoBa MyTailis MitoxouapiansHoi JIHK. Haiibineir gacto
(y 80-90% BumankiB) 3ycTpivaeTbcs MyTallisi B HykieoTuaax 3243, 3271po3ramoBaHux B
mitoxouapianpHomy reHi PHK, mo tpancmoprye neinun. [Ipu npoMy BMICT aHOMaJIbHOL
MmitoxoHpiaasHol JIHK B pi3HUX TKaHMHAX XBOpOro (piBeHb rereporuia3mii) craHoBUTh 93 -
96%. MMoBipHO, 1eii piBeHb Bigobpaxkae mopir (peHOTHIOBOI eKcIpecii MiTOXOHIpianbHOI
MyTaIlii.

3axBOPIOBaHHS YCHAIKOBYETHCA CTPOrO I10 MATEPHHCHKINM JiHII (MITOXOHIpialbHE,
UTOIUIA3MaTUYHE YCHAJAKyBaHHS) 3 BUCOKHM pu3ukoM. OnHak npubauzo B 55 - 75%
poaoBoaiB xBopoba peectpytoTbes de Novo.llpu reHeasorivHOMy aHajli3i CIiji BpaxyBaTH,



110 B OAHIN POAMHI PiIKO 3ycTpidaeThes 2 cibCH 3 KIIACUYHUM BapiaHTOM cuHApoMy. Pazom 3
THUM JIOCUTh 4acTO MpoOaHIU MalOTh POJMYIB 3 OJJHUM CHMITOMOM 3axBOproBaHHs. [lanuit
(akT, OYEBUIHO, TOSCHIOETHCS THUM, IO TOYKOBI MyTarii, mo aerepminyiote MELAS,
MOXXYTh TIepeJaBaTHCA B PI3HUX KUIBKICHUX CHIBBIJHOIICHHSIX 13 3allydeHHSIM PIi3HUX
opratiB i TkaHuH. [lepenbavaeTncs, MO U1 MPOSBY 3aXBOPIOBAHHS HEOOX1THO HAKONTUYEHHS
MEBHO1 KIJIBKOCTI MyTaHTHOT MiToxoHApiansHOoi JIHK.

[Tarorene3 maTosorii MoB'si3aHU 3 TOUKOBUM MYTAIliSIMH MITOXOHJIPIiaJIbHOTO I'€Ha, 110
koaye tpancnoptHy PHK (B OimbimocTi BHIAmKiB), HACHIAKOM YOro € aeeKT CHHTE3y
MITOXOHApiabHUX OINKIB 1 HEMOCTAaTHICTh (YHKIIT MiTOXOHHApi. OgHAK OKpemi JaHKU
MMaTOreHe3y XBOPOOH 3aJIUIIAIOTHCS HE3'SICOBAHUMH.

Bik mouatky 3axBOproBaHHs BapiaOenbHUM, HaWOUIbmI yacTto - MK 6-10 poxamu.
[ToyaTkOBI  KJIHIYHI CHMIITOMHU 3aXBOPIOBAHHS BEJIbMH  HecnenudidHi: CYyJIOMH,
peuuInBYIOUi TOJIOBHI 00711, OJIOBaHHS, aHOPEKCis, M's130Ba CIA0KICTh. Y pO3TOpHYTIH cTamii
XBOpPOOW KapJIMHAIBHUMH TIPOSBAMH €. HENEPEHOCHMICTh (I3MYHHX HaBaHTAXKEHb, SKI
MPOBOKYIOTh TMOCHUJICHHS MIiOMaTUYHOTO CHHAPOMY, TOsIBA HYJOTH, TOJIOBHOTO OOJIFO Ta
3aImaMOPOYCHHS; CYJIOMH, 1HCYJIbTOMOAIOHI CTaHU 3 PO3BUTKOM BOTHHIIEBOI HEBPOJIOTTYHOL
CHUMIITOMATHKH; MOPYIICHHS CUXOMOBHOT'O PO3BHUTKY 32 THUIIOM JAEMEHIlii, HU3bKUU 3pICT;
NPUTIYyXyBaTICTh.  Pimmie  3ycTpivyaloTbCs  MIOKJIOHIT, = KOOPJAWMHATOPHI  PO3JajH,
MOJIIHEeBPOIATIs, TMOPYIIEHHS 30pYy 1 CEeplHEeBO-CYAMHHOI IisUIBHOCTI, IYKpOBHH mialer,
rinonapaTupeos.

[Tepebir xBopoOuM mporpecyrounii, npu Masigecranii y OUIbII paHHBOMY Billl — OLIBIIT
BaXKKHII.

KapnunaneHuM 11a6OpaTOpHUMH O3HAKaMH € BHSBICHHS B KpPOBI JIaKTaT-allUAo3Y,
OpraHIYHOI aIiaypist 3 €KCKPEII€l0 MOJOYHOI Ta MIPOBHHOTPAIHOT KHUCJIOT. Y JIKBOPI ¥y
TOJIOBUHU XBOPUX BUSBIISIETHCS MM ABUIIICHUN PIBEHB O1JIKa.

[Ipu enextpokapaiorpadiuHoMy nociaijkeHHi y 12% BumnankiB BUSBISIETHCS CUHAPOM
Bonbda - [Tapkincona - Yaiita. IIpu komm'roTepHiii Tomorpadii ToJJ0BHOrO MO3KY HaHO1IbII
THUTIOBUMHU 3MiHaMH € 30HHM 1H(APKTIB, MEPEBaXXHO B 00JIACTI BEIUKHUX TMIBKYJb, PIAIIC -
MO304YKa, 0a3anpbHUX TaHTriiB. CIIOCTepiraloThCs TaKOXK Kanbludikallis 6a3albHUX TaHTIIITB,
aTpodisi KOPU BEIIMKUX ITBKYJIb.

XapakrepHoro Mopdororiunoro o3Hakoro MELAS, sik 1 psigy 1HIIMX MITOXOHAPiaIbHUX
ennedanomionariii (cuaapomy Kepruca-Cetipa, MERRF 1a in.), € "pBani" 4uepBoHi BOJOKHA
("ragged" red fibres, RRF) M's130Biii TKaHHUHI.

I[Ipu pocnimkeHHI MaTepiajiB ayToncii OJHWUM 3 HaWXapakTepHIIMIUX O3HAK
MOIIKO/DKEHHSI MO3KY IpU JaHOMY 3aXBOPIOBaHHI € HAasBHICTh CTapUX 1 CBIKUX BOTHUII]
iHpapkTiB. TunmoBoio € Takox arpodis KOopu 3 (HOKAIBPHUMH YIIKODKCHHSIMH Y BUTIISIII
HEKpO3y, 3HIDKCHHsI 4YWCla HEHPOHIB, HasBHICTh IIi03y, MiKpokicT (Status spongiosus),
npoJtidepalrisa KanusipiB. YacTo BUABISAETHCS Kanbliuikaiis 6a3aJbHUX TaHTJIIIB IEPEBAKHO
HaBKOJIO CYJMHHUX CIUJICTIHb. Y CyJAMHAX MO3KY €HIOTelNialbHi KIITUHHU 3a3BUYail HAOPSKII,
y TJIAAKOM'SI30BHX KIITHHAX IepeOpalibHUX apTepiosl BUSBISIOTHCS IMIABHUIINCHI CKYITYCHHS
MiTOXOHIpiH. Hepinko croctepiraeTbest MiHepaiizallis CTIHOK IpiOHUX 1 BEJIMKHX CYyAUH B
o6nacTti Omigoi Kymi 1 3yduacToro siapa. Sk 1 B TOJOBHOMY MO3KY, B CIMHHOMY BUSBIICHI
3HAYHI 3MIHH - 3MCHIICHHS 4YHCIIa HEHPOHIB B MEpeaHIX 1 3aJHIX porax, IereHeparis
KOPTIKOCTIHATBbHUX NUISIXiB, 3aaHIX 1 OOKOBUX CTOBOypiB. B mnepubepuyHux HepBax
BU3HAYAIOTHCS JIeMieninizanisi, Giopo3.

VY M's130BO1 TKaHWHH, JEHKONHUTaX, (PiOpodiacTax XBOPOTrO BH3HAYAETHCS 3HWKCHHS
aKTUBHOCTI (DEpPMEHTIB AWXaJbHOrO JaHIora. HalOumbll dYacTo BUSBISIOTHCS 3MIHHU
aKTUBHOCTI KOMIUIEKCY I.

Kpurepii niarnosy:

- MamMepuHCLKUti mun ycnaokye8aHHs,

- 0ebrom manighecmayii 0o 40 poxis,

- HenepeHocuMicmo Qi3uUHO20 HABAHMAICEHH,

- MiepenenodibHi 20108Hi 00 3 HYOOMOI0 | OIHEAHHIAM;
- IHCYIbMONOOIOHI enizoou,



- cyoomu;

- 8 KPOGI — 1aKMam-ayuoos,

- 8 ceul — opeaniuHa ayuoypis;

- KT — kanvyughikayin 6azanvuux eaneniis,

- “ peani” uepsoni onokHa 6 bionmamax m’ 4318

- npoepecyrouull nepedie 3ax60PO8aAHHS

- susgnents mouxosi mymayii um/{HK y nyxnieomudax 3243, 3271.

Cunapom MELAS HeoOximHo nudepeHmiroBaTd 3 I1HIIMMH  MITOXOHpiaJIbHUMHU
xBopoOamu, cunapomoMm Jles (migroctpa HekpoTH3yroua —eHiedanonaris), OpraHiYHHMH
aIruaeMisIMH, TOMOLIMCTIHYpi€t0, cuHIpoMoM Dabdpi.

Teparist moBUHHA OyTH CIIpsIMOBaHA Ha KOpeKIito OioxiMigHOro nedekry (koeHsum Qiomo
80-300mr/nens, pubodaasin (100 mr/cyt), Hikotunamin (mo 1 r/mens), mixmoparerar Harpiro (25-
100 mr/xkr), Bitaminu K1 (mo 25 mr/nens), Kz (o 75 mr/nens), C (no 2-4r/cyr), sHTapHa KHUCIOTa
10 6 r/nenp, Bitamin E (300-500mr/nens), inedbenon (90-180mr/aens), mutomak mo 4,0 M B/M.
[IpoBenena Tepamist cHpusie 3MEHBUICHHIO CHUMITOMIB YpaX€HHS HEpPBOBOI, M'A30BOi Ta
SHJIOKPUHHOI CUCTEMH 1 IIOKPAIICHHIO COMAaTUYHOTO CTaTYCYy.

Cunapom Kepuca-Ceiipa. Bnepmie T.P.Kearns i G.P.Sayreonucanu cuanpom B 1958 porri
IT1JT Ha3BOIO: MIMEHTHHUM PETHUHIT, 30BHINTHS 0 TaTIbMOIUIETIs, MOBHA OJ0Kasa cepisi. Ho3omoriuna
camocrtiiiHicTh cunapoMmy Keprca-Ceitpa Oyna nosenena W.Olsonm (1972), sikuit oOctexuB 7
MMAII€HTIB 3 JAHOIO IaTOJIOTIEIO.

3rigHo 3 cydacHUMH AaHuMH, cuHapoM Kephuca-Ceiipa moB'si3aHuii 3 HasBHICTIO B TKAHMHAX
XBOpOro Benukoi nepedynoBu mitoxoHapianbHoi JIHK. 3a3Buuail 3ycTpidaeTbcsl BeIMKa JETEIis
MITOXOH/IPIATBHOTO T€HOMY, PO3Mipu sikoi cTaHOBIATH Bixg 2,0 no 7,8 THCSY map HYKJICOTUIIB
(moBkuHa HOpManbHOI MiToxoHapiamsHoi JIHK - 16,6 Tucsu map HykieoTimiB). Jlokamizarris
nenenii Moxe OyTu pi3HOo. Haifuactimie BoHa 3auimae reHu 1 i 4 KOMIUIEKCIB AMXATbHOTO
JaHIora. Y JASSKUX XBOPHUX, KPIM Jelelii, BUSBICHO W 1HIIUN THI TTepeOyI0BH MITOXOHAPIATLHOT
JHK - mymmikarris.

[TepeBaxkna OunmbmricTe BUNAAKIB cuHApoMy Kepnca-Ceiipa - cnopaauydi. batbku Ta i
ponudi mpoOaHMiB, SK MPaBWIO, HE MAalOTh O3HAK MITOXOHpianbHOI maronorii. CropaanyHuii
XapakTep 3aXBOPIOBaHHS TMIOSCHIOETHCS HE3JATHICTIO OOIMTIB, SKI MalOTh MITOXOHApIaIbHY
JeTelito, 0 3alUTIHEHHS 1 po3BUTKY eMOpioHa. OcoOu 40JO0BIYOi Ta KIHOYOI CTaTi XBOPIIOTH
MPUOJIN3HO 3 OJJHAKOBOIO YACTOTOIO.

Bik mouaTky 3axBoproBaHHs Bapitoe Big 4 no 18 pokis. 3rigno L. P. Rowland at all. (1991),
CHUHJPOM XapaKTEepPU3YEThCS HACTYITHOIO Tpianoro. ae0rT a0 20 pokiB, mporpecyroda 30BHIIIHS
o(ranbMoruIerist, MIrMEHTHUH PETUHIT 1 MIHIMyM OJHA 3 TaKUX O3HAK - ATPIOBEHTPHKYJSpHA
OJ10KaIa cepist, MO30YKOBHI CHHIPOM, ITiBUIIEHHS piBHS OiaKa B JikBopi > 11 /1.

Kpim mnepepaxoBanux o3Hak g cuHapoMmy Kepuca-Ceiipa XapakTepHi: HH3bKa
MePEHOCUMICTh (PI3MYHOTO HABaHTAXXCHHS, TITO3, M'SI30Ba CIA0KICTh, TIMOTPOdisi, HU3BKHM 3PICT 1
HU3bKa Maca Tijla, TYrOBYXICTb Ta CHIOKPHHHI po3namd (IyKpoBHid Jaia0eT, 3HWKEHHS
TOJIEPAHTHOCTI 10 TJIFOKO3H, rirmonapatupeo3s). [1To3, sk mpaBuio, CAMETPUYHHI 1 OlgaTepaabHHIA;
pyX OuHHX s0JNYyK pi3ko oOMexeHHid. YacTo 3HMKYETbCS TOCTPOTa 30py, Ha OYHOMY [HI
BUSIBJISIETBCS ~ IMITMEHTHA  TpaHyfsmis.  MokiauBa — miuiomis, 10 HE  KOPUTYEThCA
aHTIXOJIIHECTEPAa3HUMU TIperapaTaMu.

MionaTiyHUi CHHIPOM BH3HAYAETHCS 4Yepe3 KUIbKAa POKIB TICIAS BUHHKHEHHS TITO3Y.
OOnuuyst — MackomoniOHe, TimoMiMiuHe, 3MIHIOETBCS TeMOp ToJocy, dYacTi MONEpXyBaHH,
CTOMITIOBAHICTh MPU TPUBATI MOBI.

[Tpu (i3nyHNX HABaHTAXXEHHSIX MOXKYTh PO3BUBATHUCS Miajrii, MIOTOHIi, IHTEHLIHHUHA TpeMop.
Big3znauaroTbest emizogd KOMHM BHACHIJIOK METaOOMIYHMX mopymeHb. EHIOKpWHHI po3iaau
BapiabenbHi  (MOXJIMBA HU3bKO3PICHICTh, TIHEKOMACTisl, TINOrOHAJAM3M, I[YKPOBUH mialer,
rinmepaabA0CTEPOHI3M, Timomaparipeo3, AedimuT ropMoHa pocTy). MOXKyTh  BiAMiYaTHCh
KiocKoI1i03, KpaHiOCIHOCTO3, MeTadizapHa AMCIUIA3isA; TMOPYIIEHHS eMallereHe3y; Mopa3ka HUPOK
10 THUIy HUPKOBOTO TYOyJsipHOTO anmuo3y abo cunapomy ne Towni-JleOpe-Dankoni. [lcuxiuamii



PO3BHUTOK JiTel MOoxke OyTu HopManbHUM. OJHAK y CTApUIOMY Billl MOX€E BiA3HAYAETHCS 3HIKCHHS
IHTEJIEKTY PI3HOTO CTYIEHS BUPAXKEHOCTI. ICHYe 1Ba BapiaHTH CHHIPOMY — IMOBHHMI Ta HETIOBHHM.
[loBHui BapiaHT BKJIIOYae B ce0€ XpPOHIUYHY MPOrpecyiouy 30BHIIIHIO O(TaIbMOIIIETIIO,
MIrMEHTHUM PETHHIT 1 aTpiOBEHTPHUKYISApHY Onokany. HemoBHMI, B CBOIO Uepry, pO3MOAUISAETHCS
Ha 7Ba BapiaHTH. [lepmuii Bkiovyae 10 cebe XpOHIYHY MPOTPECYI0Uy 30BHIIIHIO O(TAIbMOIIIETIIO,
MIOTIATIF0 HUCXOJSYOr0 THMY 1 OAWH 3 IHIIUX CUMITOMIB. JIpyruil THUIT XapaKTepi3yeTbCs TIIbKH
130JIbOBAaHOI0 XPOHIYHOIO MPOTPECYIOUOI0 30BHIIIHBOIO O(TAIBMOIUIETII0, 3YCTPIYA€ThCS PIAKO,
Mae mi3Hii ae6rT. [lepebir 3aXxBOprOBaHHS MPOTPECYIOUNH.

Bupimansauit GaxkTop, Mo BU3HAYA€ TPUBAIICTh KUTTA XBOPUX, - CTAH CEPIEBO-CYIHMHHOT
CUCTEMH: TMPOTHOCTHYHO HECTIPUSATIUBUM € PO3BUTOK BAXKKUX (OpPM TMOPYIIEHHS CepLeBOi
MPOBIAHOCTI, MiOKapAiadbHOI AMCHYHKIIIT 1 3HUKEHHS CKOPOUYYBaJIbHOI 3JaTHOCTI MiOKap/a.

OcHoBHI 00MiHHI po3naan: anua03 (y BUIAAKY TAKKOTO CTaHy), BUCOKHI piBEHb MOJIOYHOI i
MipOBUHOTPAHOT KUCIOT Y KPOBI HATIIE 1 HA TJIi CTAHJAPTHOTO TJIIOKO30TOJIEPAHTHUI TECTy NpHU
301IbIIICHOMY CITiBBiAHOIIEHH] TakTaT / mipyBat (> 15).

ITpu nmposenenni KT - ta SIMP-nocnimkeHb MO3KY BUSBISIETHCS aTpodis KOPH, AUISTHKA
3HMKEHOI IUIBHOCTI B 00J1acTi 017101 peUOBMHM MO3KY 1 MO304Ka, CTOBOYpa, Talamyca, 01101 Ky
1 "4opHOi cyOcCTaHIlii, y BaXXKHX BHUIIAJKaxX - JeWKoeHmedanomaris, HEpiAKO - KaibIudikaTu
0a3aJIbHUX TaHTJIIB.

BaximBe niarHOCTHMYHE 3HA4YCHHS Mae BHSBJICHHS "pBaHuX' depBoHHMX BosiokoH (RRF) B
M'SA30Bid TKaHWHI, 3HWKEHHS AaKTUBHOCTI MITOXOHApIAJbHUX (EpMEHTIB B MIOIUTaX Ta
aimMdonuTax nepupepudHoi Kposi.

Kpurepii giarno3sy:

—  Oebrom 3axeopiosanns y eiyi 4-18poxis;

—  MO304KO8UL CUHOPOM 3 IHMEHYIUHUM MPEMOPOM;

—  3HUICEHHS IHMeNNeKmY,

—  npocpecyroua 308HiUHA Ohmanbmonieis;

—  nieMeHmMHUll pemuHim, iHoOi Oinionis;

—  AB-bnokaoda cepys,

—  6inok y nixeopi binvue 1 2ln ;

—  EET" necneyugiuni 3minu,

—  EHMI: nepsunno m'a3oeuti mun nopyuienHs,

—  KT: ampodgis kopu, netikoenyeghanonamis, karbyugixamu 6a3aivHux eaneuiis,

— 8 KpOGI: NiOGUWEHHS ANIAHIHY, SHUMICEHHS 3a2allbHO20 KAPHIMUHY, (oniegoi xuciomu,
JlaKkmamy, nipyeamy;

—  “peani” uyepeomi 6010KkHa 8 Oionmamax M's130801 MKAHUHU,

—  eusasnenns kpynnux oeneyiu mm/[HK.

JAudepenuiiianii aiarno3: HeoOXiHO MPOBOAUTH 3 IHIIUMH (OpPMaMU MPOTPECYIOUUX
MIOITii, a TaKOoX 13 3aXBOPIOBAHHSAMHM, IO CIIOJIY4alOThCSA 3 NTO30M (MiacTeHis, miabeThyHa
NOJIHEBPOTATisl, O TaTbMOIUIArIYHA MITPEHB).

JlikyBaHHH.

l'inmoByriieBoHa aieta, yoixiHoH 10 120mr\nens (2mr\kr), TepmiHoM Ha 3-6 MicsIIiB; TiaMiH
10 900mr\nenp; L-kapuitua mo 100 mr\kr\nens; ¢osieBa kucimora mo 1 mr\nens; Biramin C mo 2-4
r\nenb; pidodmnasin mo 50-60 mr\nens; Bitamin E g0 300-500mr\nens.Y Bumnaaky noHoi AB-
OJIOKau PEKOMEHAYEThCSA IITYYHHH BoAild putMmy. OOEpeHO MIIXOIUTH N0 TPU3HAYCHHS
HapKO3Yy.

Cunapom NARP. Cunapom Helpomarisi, aTakcisi, IIrMEHTHOTO peTHHITY (meuropathy,
ataxia, retinitis pigmentosa, NAARNepiie onucanwii 1.J. Holt et alls 1990pori.

3aXBOpIOBAHHS  YCIAJIKOBYETHCS 32 MATEPUHCBKOM  TuUMOM  (MITOXOHIpiaibHE,
LUTOIUIA3MATHYHE YCIAAKyBaHHs). VOro BHHHKHEHHS OOYMOBICHO HAsBHICTIO TOUYKOBHX
myTaui y mitoxonapianbHiii JJHK. CyTHicTe MyTauii nonsrae B 3aMiHi TUMiHY T'yaHIHOM B
reni, JiokamsoBanomy B mo3urii 8993 JIHK miToxoHmpiit 1 BiAMOBIAAIRHOMY 3a CHUHTE3 ©
cyoonunuik MiToxouapianbHoi ATd-a3u. HasBHicTh aHOMansHOI MiToXOHapianpHOT JITHK B
TKaHWHAX OpTraHi3My OOYyMOBIIIOE TOpYyIIeHHs akTUBHOCTI AT®d-a3u Ta TPU3BOAUTH MO



ne(deKTy OKHUCIIOBAIBLHOIO (OoChHOPMITIOBAHHS 13 3HMKEHHSIM HakonudeHHs AT® kimiTuHamu.
Bincorok myrantHoi JIHK y Tkannnax npu cuagpomi NARP ctanoButs 70 - 90% .Busisneno
3QJICKHICTh MiXK TSDKKICTIO XBOPOOU 1 KIJIBKICTIO MyTaHTHOI MiToxoHApianbHOi JIHK B pizHux
TKkaHuHaX. Skmo BigcoTok mytanTHoi JIHK ctanoButh Oinmbime 90% po3BUBa€THCS HAMO1IBII
Ba)KKa KJIIHIYHA CUMIITOMaTHKa, BiamoBigHa cuHApomy JIi, skuio menme 70% - mposiBu
MOXXYTh OOMEKYBATHCS MITMEHTHOIO JICTEHEPAIlI€I0 CITKIBKH.

Tepminn kiIiHIYHOT MaHidecTawii XBOpoOU BiJIpi3HAIOTHCS BapiabenbHICTIO. OCHOBHHI
CHUMIITOMOKOMIUIEKC XapaKTePHU3YEThCS HEUPOTCHHOI M'S30BOIO0 CIIAOKICTIO, AaTaKCi€r 1
MIrMEHTHUM peTuHiToM. KpimM 3a3HaueHMX O3HAaK [JI1 XBOPHX XapakTepHi 3aTpUMKa
IICHXOMOTOPHOT'O PO3BUTKY (HEPIAKO 3a TUIIOM JAEMEHIIT), Y IEeSIKUX IMAI[i€HTIB BiA3HAYAIOTHCS
CYyZOMHU, TIOPYIIEHHS M'SI30BOT0 TOHYCY 3 (OPMYBaHHSAM CITACTUYHOCTI.

VY KpoBi MOke OyTH MiABUIICHUN PiIBEHb MOJIOYHOI KucCIOTH. [Ipm mMopdonoridnomy
TOCTIPKEHHI B M'SI30Bi TKaHWHI BUSBISIOTHCS Hecnenudiuni 3minun. deHomeH "ppaHux"
yepBOHUX M's130BHX BOJIOKOH (RRF) Busnauaroteest pigko. IIpu EHMIT peectpyroTs o3HaKu
nepudepuyHoi CEHCOPHOI Ta CEHCOMOTOPHOI noJtiHeBpomnartii. [Ipu enexkrpopetinorpadii yacto
BUSIBJISIIOTh JTUC(HYHKIIIO MAJTAYOK CITKIBKH. Y psai BunankiB, mpu MPT rosoBHOro mMo3sky
BUSIBIISIIOTH aTpO(il0 MO30YKa 1 KOPU TOJOBHOTO MO3KY, B HAaMOUIbII Ba)KKMX BHUIAIKAX -
HEKPO3HU B 001acTi Oa3aJbHUX TaHTIIIIB.

Kpurepii niarnosy:
—  eapiabenvHull no4amox mMarigecmayii;

—  HellpozceHHA M’ 83084 C1AOKICMb;

— Hesponamis;

— amakcis,

— nieMeHmuuL peminim,

- cydomu,

—  3ampumKa ncuxo-momopHoz2o po3sumxy (demenyis);

- cCnacmuyHicmey;

- “peani” uepsomi 6010KHA Yy Oionmamax M's3i6 UABIAIOMbCS PIOKO;

- JHK-0iacnocmuxa uaibinow wacmux mymayiu mm/JHK, xapakxmeprux 0ns 0anoeo
CUHOPOMY .

JlikyBanusi: Jlo tenepimnporo vacy crenudiunoro jikyBanHs cuaapomy NARP He po3pobiieHo.
[TpoBOIUTHCS CUMIITOMAaTH4HA, TOCHHAPOMHAs Tepamis. BciM XBopuM mokaszana HeilpoTpodiuna,
MeTaboJliyHa Teparis, SK 1 MpU BCiX MITOXOHIpIaIbHUX 3axBoproBaHHsAX. JleBokapHiTiHa - 20%
po3unH 50-75wmr / kr Ha 100y; kKoeH3uM Q-10 - 90-30Qur / noOy; sHTapHa KuciaoTa - 10 mr / kr;
ackopOiHoBa kucioTa - 10 21 / cyt; Bitamin E-10%po3unn 300-500mr / 100y .

IIporno3: VY Oaratbox mnarientiB 3 cuagpoMoM NARP TpuBanmii wac cran 30epiraerbcs
CTaOUTBHUM, aJIe MOKYTh BUHUKATH MOTO TOTIPIIEHHS Ha TJ1 1HPEKI[IHHUX 3aXBOPIOBAHb.

Cunapom Ilipcona (pedpakropHa cuaepoOIacTHa aHEeMis 3 BaKyOJI3ali€l0 KIITHH
KiCTKOBOTO MO3KY Ta €K30KPHHHOIO IUCQYHKII€I MiAnuIyHKoBOi 3ano3u) Cunmpom Ilipcona
Briepiie onucanuii B 1979pori H.A.Pearson at alBin o6ymosnenwuit neneriero mtIHK.

[Tepmoro BU3HAYAIBLHOIO O3HAKOI0 cHHApOMY [lipcoHa € HeTOCTaTHICTh KICTKOBOTO MO3KY.
Crocrepiraerbest cuaepoOaacTHa aHeMis, SIK PaBUJIO, MakpouuTapHa. BoHa yacTto moegHyeTbes 3
HEUTpOTIEHIEID Ta TpomOouuTorneHieo. [Ipu mociaimKeHHl KiCTKOBOTO MO3KY BHSIBISETHCS HOTO
rirnoIuiasis 3 XapakTEPHOIO BaKyOJIU3aIie FeMONOSeTHYHUX KIITHH.



JIpyroro BU3HAYAIBHOIO O3HAKOIO € AMCHYHKINS MIANUIYHKOBOI 3aJ03M 3 MOPYLICHHAM
30BHINIHBOI cekpemii y 3B'3Ky 3 arpodicro 1 (piOpo3oM amuHapHUX KIITHH. B pe3ynbprari
PO3BHBAETHCS CHHIPOM MabaOCcopOLii 3 XpOHIUHOIO JIIapeeto, M0 00YMOBIIIOE HU3bKI TEMITH POCTY
1 PO3BUTKY JUTHHHU.

[Hmoo kapauHanbHOIO ocoOnuBicTiO cuHApoMmy [lipcoHa € moctiiiHa abo mepionuvHa
JaKTaT-aliieMisi, BUKJIMKaHa aedekramu okucHoro (docdhopmmoBanns. [lopsg 13 301UIbIICHHSM
CITIBBiTHOIICHHSI JIaKTaT / MipyBaT CIIOCTEPITa€ThCs MiABHIICHA EKCKPEIil 3 CeYel0 OpraHiuHUX
KHCJIOT.

CrocrepiratoTbCst pi3Hi MOpyIIeHHS 3 OOKy IHIIMX OPraHiB i cUCTeM. YpaKeHHS MEeYiHKU
MIPU3BOJIUTH JI0 301IBIICHHS PiBHS TpaHcamiHaz, OuTipyOiHy 1 JIMIiIB, @ TAKOXK CTEATO3y. Y NESIKUX
XBOPHX PO3BUBAETHCA IMEYIHKOBA HENOCTATHICTh. YPaKEHHS HHUPOK TMPOSIBISETHCS Y BHUIISII
TyOynonatii momi6Hoi cuHApomy aetoHamii neToni-JleOpe-dankoHi. MoXyTh BHHHKATH
CHJIOKPUHHI TOPYIIEHHS, Y BUIJISIAI Ae(piIUTy TOPMOHY POCTY, TIMOTHpPEO3y, TilOoNapaTUpeo3y.
EnnoxpunHa GyHKIS MANLTYHKOBOI 3a703M Y OUIBIIOCTI MAIIE€HTIB 3aIUIIAETHCS HOPMAJILHOIO.
OpHak iHOAI MOXE PO3BUBATHCS I[yKpOBUH miaber. Y psai BUIMAIKIB BUSBISETHCS HATHUPKOBA
HEJOCTATHICTh. ATpo(dii cene3iHKHu He CIocTepiraaocs.

3arpuMKa pOCTy 1 PO3BUTKY € HOUIMPEHHM sBHIIEM. Jl0 IbOro MpU3BOAATH AedexTu
KIITHHHOT ~ €HEPreTUKH, TOPYIICHHS TMPOIECiB BCMOKTYBaHHS  BHACHIJOK  EK30KPHHHOI
MaHKPEaTHYHOT HEIOCTATHOCTI, MEYIHKOBOI 1 HUPKOBOI HEJIOCTATHOCTI, MOPYIIIEHb MUCIIMHU3AIINH.

Cunapowm Ilipcona € mporpecyrounM 3aXxBOPIOBAHHSM, 1 HOTO CHMITOMATHKA 3MIHIOETHCS 3
BikoM. [IposiBu cunnpomy IlipcoHa MOXKyTh BUBSUIATCS BXKe MpU HapokeHHi, a y 40% narjieHTis -
BIPOJIOBIK MEPIIOT0 POKY. BOHM XapaKTepu3yrThCsl CTIHKOI THIOIUIACTUYHOIO aHEMIEI0, THIITMMH
IUTONCHISIMA, HHU3BKOIO Barol0 MpH HAPOKEHHI, MIKpoledalielo, a TaKoX 3aJyudeHHSIM B
maToJIOr uHui mporiec 6e3miui oprauis i cuctem (ILIKT, HepBoBO-M's130B0O1, MEUiHKH, HUPOK Ta iH).

VY xBopux 3 cunapomoMm IlipcoHa B IUTSYOMY 1 PaHHbOMY IUTSAYOMY BIIli, YacTO
3yCTpIYarOThCs 3aTpUMKa PO3BUTKY, XpOHIYHA Jiapes 1 mporpecyroda rematomeraiis. Li cumnromu
MOXYTh TIO€JIHYBATUCS 3 €MI30JUUYHUMH METaOOJNIYHUMHU KpPHU3aMH, IO XapaKTepU3yIOTbCS
COHJIMBICTIO,  OJIIOBaHHSIM, TOPYIICHHSM  €IEKTPOJITHYHOrO  OajlaHCy, JIaKTaT-alui030M
(migBUIEHHS CIIBBITHOIICHHS JIAKTAT\ITIPYBAT) 1 MEYiHKOBOK HEAOCTATHICTIO. 3 IJIMHOM 4Yacy
JIAKTAT- ali103 MOXKE CTaTH CTIHKAMHU.

VY maui€eHTiB, M0 BIXKWIM HA MEPIIOMY POLI XHUTTA 1 paHHbOMY BIilli, CIIOCTEPIrasocs
MOCTYIOBE TIOKpAIlaHHS TEeMaTOJOTIYHUX TIIOKa3HUKIB. Y TakWX BHUIAIKAX PEECTPYBAIOCS
¢denorunosa tTpanchopmartis cuaapomy Ilipcona B cunnpom Kepuca-Cetipa.

Cunapom IlipcoHa HEpiIKO TPHU3BOIUTH JO CMEPTI HA TMEPIIOMY POIi KHUTTA abo y
PaHHBOMY IUTSYOMY Billi. 3a3BUYall MPUUYMHAMH CMEpPTI € OakTepialbHUU CENCHC y 3B'SI3KYy 3
HEUTPOTICHIEIO, TIIMOOKI MEeTa0O0IIIuHI PO3JIa/H Ta MEYIHKOBA HEOCTATHICTD.

Kpurepii giarno3sy:

0ebIom 3axX80PHOBAHHS Y HEOHAMAILHUL NePiod abo 8 neputi MiCaYi HCUmms,
—  2INONAACMUYHA AHeMis, NaHYUMOoneHis,

—  NOpYUueHHS eK30KPUHHOI PYHKYIT niOuLIyHK080I 3a103U,;

— Jakmam- ayuoo3s

—  3ampumKa pocmy ma po3eumky

— 8 OKpeMux 8unaokax — eHyegaiomionamis, Aamaxcis, 0emeHyis, npoepecyroyd 308HiuHs
ogpmanvmonnezia npu mpancgopmayii cunopoma Ilipcona é cunopom Kepuca-Ceiipa.

JlikyBaHHSI. KOpEKIis TSOKKUX TOPYIIeHb (PYHKINT KICTIKOBOTO MO3KY, CHMIITOMaTH4YHA Ta
MMOCUHPOMHA TEPEMis K ¥ MPHU 1HITUX MITOXOHAPIATILHUX 3aXBOPIOBAHHSIX.

Myrauii B sigepniii IHK



I'anyrapoBa ammaemisi. Tun ycnaakyBaHHs X-3U€IUIEHMM PELIECUBHUNM Ta ayTOCOMHO-
perecuBHUI. 3aXBOpIOBaHHS 00yMOBIICHE MHOKHHHUM JeiruToM diaBonpoTeiHoBuX ammi-CoA-

nerigporenas. Buninstors 3 GopMu 3aXBOPIOBAHHS

Iepma ¢gopma - B pe3ynbTari AedekTy B MeTab0i3Mi JII3UHY Ta TpUNTo(haHy, 3HIKECHHS

KapHiTUHY. J{71s1 1i€l popMH XapaKTEPHUMH CUMITOMAaMH €:
-peCcHipaTOpHUNA TUCTPEC-CHHIPOM,;
-Makporedatis,

-ppOHTaTEHO-CKPOHEBA aTpOdis;

-roctpi eHredanonatuuHi Kpusu (B 6-18micsiis);
-JICCTPYKIIisi CMYyracToro Tija (crpiaTryma);

-M’' 130Ba T'1IIOTOHIS,

-OJIFOBaHHA,

-IelaTOCIUIEHOMET AJIis,

-He3BUYAHNN 3amax ceui;

-aHEMIS,

-y cedi MiBUIIEHHS PiBHSA TIYTapOBOi KUCIOTH, TIIyTapUIKapHITUHY, 3HUKEHHS KapHITHHY.

Tepamisi: kapHITHH, OOMEXEHHS Ji3MHY Ta TpunTodany,

CHPUATIUBUHN MPU PAHHBOMY BCTAHOBJICHHI J[IarHO3Y.

pubodagiH.

[Iporuo3

Jpyra dopma riayTapoBoi amuaeMii CKJIaIaeTbes 13 JIETATbHOI, HEOHaTaabHOI (Gopmu 3
YPOJDKEHUMH aHOMalliIMH, HEOHAaTaldbHOI (GopMHu 0e€3 BpOIKEHUX aHOMAalii, 1H(GAHTUIBHOI,

TUTAYOI Ta Mi3HBOT POPM .

/lna nei XapaKkTepHUM €:
-XBOPIIOTH MIEPEBAXKHO XJIOTII];
-pecripaTOpHHUI TUCTPEC-CUHAPOM;
-M’ s130Ba T1MOTOHIS, JIETApPTisi, KOMa;
-OJIFOBaHHA,
-TeaTOCIUIEHOMET AITIS
-He3BUYATHUHN 3amax ceul;

-aHEMIS,
-4epPENHO-JUIIbOB1 TUCMOPIii;
- y cedl — opraHiuHi KHCIJIOTH,

-KT-nerenepariis MO3Ky;

-HasBHi anomatii [LIKT, momikicTo3 HUPOK, BPOKEH] BaAH CEpIIs,;

-paHHs MaHidecTalis, THKKUHN nepedir, paHHsS CMEPTh;



JIikyBaHHS: BYIJIE€BOJHI MOBUHHI CTaHOBUTH /5% ychoro paifiony, 3HIKEHHs Oifka 10
1,51/kr/n06y, xupis 1o 3 r/kr/no0y. BukopructoByroThcs OikapOooHaTH, pidbodaasin, L-kapHiTHH. Y
nepioa MeTaboNIYHUX KPU31B — BBEJICHHS IIIOKO3U 3 1HCYJIIHOM Ta METUJICHOBOTO CUHBOTO B /1031 2
MT/KT.

Jlna mpemuoi ¢popmu TIyTapoBOi anueMii XapaKTEePHIUMH CUMIITOMAMH €:
-OoBaHHS, HYJIOTA,

-)KOBTSIHUIIS, TETIaTOCTITICHOMETTis;

-M’ s130Ba Cc1a01CTh, TIIIOTOHIS,

-y cedi —OpraHiuHi KUCJIOTH.

IIpu nposenenni KT Binmivuena arpodis 615101 cyOcTaHiii MO3KYy.

VY JikyBaHHI TIyTapoBOI aluaeMii OCHOBHUMHU € TIMOBYIJIEBOJHA Ai€Ta, pubodnasiH, L-
KapHITHH.

dymaposa anuaemis onrcana Zinn ta criBasropamu B 1968pomi. Tun ycrnaakyBaHHS -
ayTOCOMHO-periecuBHU. MaHnidecrarlisi 3aXBOpIOBaHHS yacTime B 5-7 MicAiB. XapaKTepHUMHU
O3HaKaMHu € OJIIOBaHHsI, TIOTAaHWW MPHUPICT MACH TiNA, MiABUINCHA 30yAJMBICTh, TOHIKO-KJIOHIYHI
CYAOMH, TUCTOHIs, Mikpouedais, ayTu3M, y cedi — BUCOKa KOHLEHTpallist (pymMapoBoi KUCIOTH, B
KpoBI — migBuieHHs Jaktaty, mipyBary. [Ipm KT — artpodis kopu MO3Ky, pO3IIMPEHHS
[IUTYHOYKOBOI CHUCTEMH, areHe3is MO30JSCTOrO Tijia, MOXJIHMBI KiCTU MO3KY, B OionmTatax M’ s3iB —
“pBaHi” yepBOHI BOJIOKHA.

JlikyBauHs: mieta, 30aradena ByriaeBogamu; Koensum Q-10 - 60-90vr / mo0y;lluroxpom
C -4,08 / m a6o B / B Ne 10. PekomeH10BaHO yacTe TOyBaHHS XBOPHX. [IpOrHO3 — HECTIPUSATIUBHIA
(cMepTh Bi IHTEPKYPEHTHHX 1H(QEKITIi).

Hedinnt kommiaexkcy 1(NADH:CoQ-peaykrasza) — onucanuii y 1974 pomui Senior B.,
R.L.JungasycnagkyBaHHs — ayTOCOMHO-JIOMIHAHTHE, MOYKJIMBO PEIIECUBHE X-34EIlICHE.

Buninstors 3 Bapiantu aedinury:

1. HeonarajbHHWii, I SKOTO XapaKTEpHI M s30Ba TIMOTOHISA, 3aTpUMKa TICHXO-
MOTOPHOT'O PO3BUTKY, CEPIIEBO-CYIMHHA HEIOCTATHICTh. CMEPTh HACTAE B TIEPIII MICSIIl KHUTTSI.

2. Panniii auTsA4Mii, KU XapaKTepU3YEThCS PErPecOM HEPBOBO-TICUXIYHOTO PO3BHUTKY,
MIPOrPECyr0Uoi0 eHredanonarielo (3HWKEHHs IMaM’ sTi, eMOIliifHa JaOiIbHICTB), CyJOMaMH, SKi
PE3UCTEHTHI 0 Teparii, aTakci€o, TIyXOTOK, MIrMEHTHUM PETHHITOM, MOXIIMBE CIIOJNyYeHHS 3i
CIIACTUYHUM I1ape30M Ta PO3YMOBOIO BiICTaNICTIO.

3. BapianT acouiiioBanuii i3 cunapomom MELAS.

[Tepebir cuHIpPOMY NPOTPECYIOUUi, MPOTHO3 HECTPUATIUBUN TpU HEOHATATHHOMY
eOIOTI.

Hedpiunt kommiekcy 2 (cykuuuat:CoQ-peaykra3za) — omucanumii 'y 1984  pomi
J.E.RiqQsY¥YcnaakyBaHHs —ayTOCOMHO-IOMIiHAHTHE.

Jlist CHHIpOMY XapaKTEpHUMH O3HAKaMU € eHIle(aloMieonaTis, MiorJao0iHypisl, HU3bKHNA
3picT, JEMEHIIisl, MIOKJIOHYCH, JAe(iluUT aKoHifa3u, CyKOuHUIAerigporeHasu. Ilepedir
3aXBOPIOBaHHSA MPOTPECYIOYUN.



Jedinut xommiekcy 3 (CoQamuroxpom C okcuaopenykrasza) —onucanuii y 1984 pori
A.J.Spiro.YcmaakyBaHHsS MOXIIUBE SIK MEHETIBChbKE, TaK 1 MaTepuHChbKe. Buasuisiors 3 BapiaHTH
ne0I0Ty 3aXBOPIOBAHHS!

-nHeonamanwvhui (reHepaiizoBaHa M’ s130Ba TIIIOTOHIS, TAaKTaT-aI[|103),

-panniic Oumsauuit (MioraTisi, aTakcis, CEHCOpPHA MOJIHEBPOIATIs, TIyX0Ta, 3HUKEHHS
TOCTPOTH 30pY, IIrMEHTHUH pPETUHIT, HU3BKOPOCIICTh, IIYKPOBUH adia0eT, NpOKCHMAabHI
TyOynonarii),

-0opocauit mun (Mionaris, M s130Ba atpodis, eHiedanonaris, kapaiomionaris). ITepedir
CUHApPOMY - TIporpecyroumii. Perpecis o3Hak po3BUBaiacs dYepe3 3 POKH BiJ IMOYATKY
3aXBOPIOBaHHS.

Hedpiunt Kommiekcy 4-ro auxajibHoro jganmiora (muroxpom C-okcumasza). Tum
YCTAJKyBaHHS - ayTOCOMHO-PELIECUBHHUMA. BUIINAIOTE MiomaTHUHY Ta MYJIbTHCHUCTEMHY (OPMH
CHHAPOMY.

Mionamuuna ghopma ninutbes Ha paranbHy Ta J0OposiKicHY. OCHOBHUMHU CUMIITOMAMHU €
Mmiomnarig. [louaTok 3axBOprOBaHHS - Ha MEPIIOMY pOI KXUTTA. Mynsmucucmemui eapianmu
MaloTh nepeodir sk eHnedanonarii abo acouioThCA 3 IHIIMMU cUHApoMaMu. DaTanpHUIl BapiaHT
MPOSIBJISIETBCS. B HEOHATALHOMY TIEPIOJl  IUXAIbHUMHU po3iagaMu, JIU(Py3HOI M S30BOIO
TINOTOHIEI0, 3HUKCHHIM CYXOXWIBHHX PEQIIEKCIB, YPOKCHUM JIAKTAT-al[UA030M. Y JESIKUX
XBOPHX — HasBHA HHPKOBAa HEAOCTATHICTH (cuHIpom @DaHkoHi) ym KapaiomiomaTis. XBopi
MIOMHUPAIOTh Y Billl 710 poky. JloOposikicHa iH(aHTHIFHA MITOXOHApialbHa HEAOCTATHICTh BKIIIOYAE
B cebc Tpuxomomiauctpodio Ta MITOXOHIpiaabHi eHmedansonarii (xBopobda Jles, xBopobOa
Anbriepca).

IMiarocrpa HekpoTru3ywua eHunedanomieaonarisa Jles omucana B 1951 poui D.Leigh.
Ile xBOpoOa MEpIIOro-aApPyroro pokKy KUTTA (piaAko 40 7 PoOKiB). YcmaakyBaHHS — ayTOCOMHO-
periecuBHe, X-34eIICHE PEIIECUBHE, MITOXOH IpiaasHe. KpuTepisimMu fgiarHosy e:

-e0I0T 13 APYTrOTO THXKHS XKUTTS 1 10 7 POKIB,;

- aTaKcii, 3aTPUMKH IICUXOMOTOPHOT'O PO3BUTKY a00 perpecis po3BHUTKY;
-CIIACTUYHICTH a00 M’ S130Ba TIIIOTOHIA;

-aTpoisi 30pOBUX HEPBiB, MIrMEHTHUH PETHUHIT, OPTATBMOILJIETIS, HiCTarM,
-Peite-moniOuuii cuapOM:

-JIaKTaT-alu 103,

-TOCTPE BUCHA)XCHHS TTICIIS 3BUYAMHUX 1H(EKITIN;

-mpu  obcTekeHHi Komir fotepHoo Tomorpadicro (KT) — cumerpuyHe ypakeHHS
0a3aabHUX TAHTJIIB, JETeHepallis CepeIHLOTO MO3KY, Oa3aJbHUX TaHTJIIiB.

JlikyBanHs: BiTamiHOTepanis, L-kapHiTHH, kKoeH3uM Q1o

Jlns mporpecyrodoi ckiepo3yrouoi moaionuctpodii Anbnepca (omucana B 1931 poui
B.J.Alpers ayTocoMHO-peIieCHBHIIA THIT YCIIaJKyBaHH) XapaKTePHUMUA CHMITOMaMH €:

-reHepasizoBaHi a00 TOHIKO-KJIOHIYHI CYIOMH, 3aTPUMKA IICHXOMOTOPHOTO PO3BUTKY
(31IMP);

-[IOPYIICHHS HEBPOJIOTIYHOTO CTATYCy, JIeTapris;



-reaTOMET i

-3HIDKEHHSI 30pY Ta CITyXY.

Jyist rocTpoi HeonamanvHoi ghopmu cundopomy Anvnepca XapakTepHi:
-mikporuedanis, 3[IMP;

-nedopMallis TpyAHOIT KIITKH, 3HUKCHHS PyXJIHBOCTI CYTJIO01B,;
-HEOHATAJIbHI CYZIOMH, TOPYIICHHS KOBTaHHS.

ITpu KT arpodis kopu MO3KY, JereHepariisi cipoi cyOcTaHIii MO3KY. Y KpOBi: MiJBUIICHI
JaKTaT, TMIpyBaT, TinepOuTipyOiHeMis, TinmepamMaHieMis, 3HWKCHHS anbOyMiHY, NpPOTPOMOIHY.
JlikyBanHs He po3pobsieHe. MOKIIMBE BUKOPUCTAHHS KapHITHHY, TIaMiHy, YOIXiHOHY.

Jedinur kommiaekcy 5 (3axBoproBanHs onucane B 1976 poui D.L.Scchotland),
npuuynHoro € ToukoBa Mytarliss MT/IHK. Kpurepisimu niarnosy e€: 3[IMP, mirMeHTHHI pETHHIT,
CyJIOMH, aTakcisl, IeMeHiIis, miomaris. [lepedir mporpecyrounii, MPOTHO3 HECTIPUSATIUBUM.

Hedinnt koensumy Q (cuuapom omwmcanuii y 1989 poui, S.Ogasaharacnisasropamn).
Tun ycnagkyBaHHsS He yTOUHEHHH. /[ cMHIpOMY € XapakTepHUMHU MeTaOOoJi4HI KPHU3H, Mionaris,
3HIKEHHS 30py, TJIyXOTa, 1HCYJABTOMOMIOHI emi30/u, arakcis, cuHApoM DaHKOHI, E€HIOKPHHHI
MOPYIIIEHHS, JIAKTAT-aI[U/103, 3HIKEHHS aKTUBHOCTI (DEPMEHTIB AUXAIBHOTO JIaHItora. JIikyBaHHS:
Bitaminu C, K, pubo¢nasin, koensum C, CyKIMHAT HATPIIO.

3axBopoBaHHs, SIKi NOB fi3aHi 3 TMOpPYWIEeHHAM MeTa0oi3My MOJOYHOI Ta
MiPpOBMHOIPAIHOI KHCJIOT:

Je¢innT nipyBarkapookcuaasu (cuuapom onucanuii y 1968 poui (F.A.Hommes) Tun
yCIaJKyBaHHS ayTOCOMHO-PEIECHBHHMA. 3aXBOPIOBAaHHS MPOSBISIETHCSI B HEOHATATIHLHOMY IEPiOJi.
Jlnst CMHIpOMY XapaKTepHI CyIOoMH, pedpakTOpHI 10 CTaHAAPTHOI Teparii, CHMOTOMOKOMILIEKC
“MsBOT AUTHUHU'. Y KPOBI MiJABUIIEHHS PIBHS KETOHOBHX TiJI, TiEpaMOHIEMIs, TiMEPIIi3UHEMIs.
BiamiveHo 3HMKEHHST aKTUBHOCTI MPYyBaTKapOOKCHUIIA3HM B CKEJICTHUX M’ sI3aX.

HediunT nipyBataeriaporenasu (cunapom onucanmii y 1987 poui B.H.Robinson et all,
nedext Ha 3-1 XpoMocoMmi, X-XpOMOCOMI, YCIaJKyBaHHs ayTOCOMHO-PElecHBHE 1 X-34elicHe)
MPOSIBISAETHCA 3 GOpMaMH. HEOHATAIBHOI, 1HPAHTHUIFHOIO Ta JOOPOsIKiCHOI0. {151 HEOHATANBHOI,
3MOSIKICHOT ()OpMU CHHAPOMY, TIPH SIKI CMEPTh HAacTae A0 8 MICHIIIB BiJl TUXaTbHOI HEIOCTATHOCTI,
XapakTepHUMHU €. HHU3bKa Maca TiJla, KOPOTKI Majblli, M s30Ba TIMOTOHIsA, CTPUAOP, CYIOMH, SIKi
pPEe3UCTEeHTHI 10 Teparii. B kpoBi - anumo3, miaBuineHi Jakrar, mipysaTt. Ha KT — nucrenesis Mo3ky.

Buninserscs inganTuinpHa (opma, Ipu SKId TITH KUBYTh 10 3 POKIB. XapaKTepHUMHU
CHUMIITOMAaMHU CHHIPOMY €:

-OmroBaHHs, TinoTpodis, MionaTisi, mapes3u, CyA0MH, IKi pe3UCTEHTHI J10 JIKyBaHHS,

-3IIMP, 3HMXKEHHS TOCTPOTH 30py, Hape3u, HicTarMm, AMXaIbHI PO3JTaau, B KPOBI -
niaBuieHi nakrar, mipysar. Ha KT —aTtpodis Mmo3ky.

Jas nodposikicHoi ¢gopMHU CHHAPOMY XapaKTepHI aTakcCis, M si30Ba IUCTOHIs, Miomaris,
M’ si30Ba arpodis, 3IIMP, mikpouedanisi, 0OMeKeHHS PyXy OUHHUX SIOJTYK. Y KPOBI - JTJaKTaT-alll103.

JIikyBaHHS: KeTOTeHHas JieTa, 1o 3abesneuye a0 75% eHepreTWYHHH MOTpedU 3a
pPaxyHOK HaJXOKEHHs XKHPiB, 10 15% -6inkis i aume g0 10% -Byraesoxais; tiamid - 25-100mr /
kr Ha 100y (50-200wmr / no0y); tioktoBa kuciora - 5-50 mr / mo0y (mo 100-500mr / no0Oy);
nimedpocdon - 30mr / kr Ha 100Yy; sIHTApHA KUCIIOTA - 10 6 T / 100Yy.



Hedexr nurigpominoinrpancanerniasu (onucanuii y 1990 pomi b. PobGinconom i
CITBABTOPAaMH), YCHAJKYBaHHS — ayTOCOMHO-PELECHBHE) XapaKTepPH3YEThCs Mikpouedaiero,
eMmiKaHTOM, aTpodi€l0 30pOBHUX HEPBIB, MiONAaTi€lo, SKa 3MIHIOETbCS TeTpamape3oM. Y KpoBi
MIJBHINCHI:  JIaKTaT, TipyBaT, ajaHiH, aMOHIW, BIAMIYEHO  3HIDKCHHS  aAKTHBHOCTI
JTUT1ApOTINOUITpaH calleTHIa3u. Y cedl BiAMIYeHa OpTraHiyHa aluaypisl.

Jedinutr gurinpoainoinigerinporenasm (omucanuit 'y 1981 pomi, ycmagkyBaHHS
ayTOCOMHO-PEIIECHBHE), XapaKTePU3YEThCSA PECIIPATOPHUM CTPHIOPOM, 3HIDKCHHSM TOCTPOTH
30py, arpodi€ro 30pOBUX HEPBIB, M 5A30BOI0 TimoToHieto, 3[IMP. ¥V kpoBi miABHILEHI: JaKTart,
mipyBaT,  anaHiH, anbda-kerormyrapar.  HasBauit nedimuT B yCiX  OpraHax
auTigpoinoungerigporenasu. [Ipu JlikyBaHHI BHKOPUCTOBYIOTHCS TiaMiH, KapHITHH, TUXJIOpAIETaT,
Ji€Ta 3 BUCOKUM BMICTOM JKUPY Ta OOMEKEHHSIM BYTJICBOIHIB.

Hedinnt cyknunataerinporenasm (onucanuit y 1981 pomi R.S.Sengers et all.)
XapaKTEPU3YETHCS MPOTPECYIOUUM TEpeOIroM 1 MPOSBISETHCS eHIledanonaTieto, TimepTpodiaHOO
Kap/110M10TIaTI€IO.

Jedinut anbda-kerorayraparaerinporenasu (onucanuit y 1981poui b. Po6GiHcoHoM i
CIIBaBTOPAMH, YCIaJKyBaHHS — ayTOCOMHO-PEIIECHBHE). XapaKTepU3YETHCS JIAKTaT-alliI030M,
MOPYUICHHSM KOBTaHHS, PO3JIaJIOM JUXaTbHUX (DYHKIIHM, CIACTUYHUM TETpamape3oM, po3yMOBOIO
BIICTAJIICTIO, CyAOMaMH. Y KpOBI - TIJBWINEHI. JIaKTaT, TipyBaT, alb(a-KeTorayrapar,
metabmivyauit aruno3. [pu KT — kictu 6a3anpHUX raHriiiB, Tanamycy. IIporHo3 HeCHpHUSTIUBUIM.
CMepTh Ha 1-My pOIIi KUTTS.

MopymenHns okucaenus xkupaux kucjaor (KK)

I'eneTnuni neeKTH OKUCIEHHS >KUPHUX KUCIOT MPOSBISETHCS Y PAaHHbOMY JUTHHCTBI,
4acTO TIMOKETOHEMIYHIA KOMi, JOBTOMY TOJIOAYBaHHi, omeparii, iHpekmii. [Ipu rinepamoniemii
MOXYTh TPOSIBIATUCS CHUMITOMH TEUYIHKOBOI HEJOCTAaTHOCTI. Jle(eKTH OKHCIEHHS BUKJIMKAIOTH
MiormarTito, OuUTb, TOCTpUH MioNi3 Npu (I3UYHOMY HABaHTAXKEHHI, KapaioMiomnarii. Yci aedextu
OKHCIICHHS JKUPHUX KHCIIOT YCHaJKOBYIOTbCS 3a ayTOCOMHO-pEIleCHBHUM TunoM. Ilpu
J1a00paTOPHOMY OOCTEKEHHI BHUSBIISIETHCS TIMOTIIKEMIs, TIiABUIICHHS TEYIHKOBUX (PEPMEHTIB,
JaKTaTy, KpeaTHuHKiHA31, MIOTJI00iHY. Y Mmia3Mi KpOBi BiIMIYa€ThCS 3HUKEHHS 3arajbHOrO BMICTY
KapHiTHHY. [l BCTaHOBJIGHHsSI [iarHO3y BHUKOPUCTOBYEThCS TecT ['arpio (BU3HAYCHHIO
cienudiuHUX MeTabouiTiB). Y ceui 3'SBISAIOTBCS iKapOOKCWIBbHI KUCIOTH. [IpoBonmsThes
SH3UMOJIOT1uHI nocmipkeHHs (GpidpodaacTtu, TiMpouTH).

[Ipu smiKyBaHHI BHUKOPHCTOBYETHCS BBEACHHS TJIIOKO3M, IHCYNiHY. He Mo)Ha BBOIUTH
minigu. BukmtounTtn rononyBaHHs Oinbmie Hik 8-12 rogws. Ilpu roctpux craHax — 3amiHHE
MepeNuBaHHs KPOBi, FeMO/Tiai3.

IlepeunHa HemocTaTHicTh KapuiTuHy (omucana B 1990 pomi I. Tein et all.,
yCIaJIKyBaHHSI ayTOCOMHO-PELIECHBHE) BHHUKAE BHACIHIJOK HEIOCTaTHbOI HHPKOBOI peabcopOril
KapHiTHHY. JIJIsi 3axBOPIOBaHHS XapaKTepHi. Kapiiomiomaris, M si30Ba TIMOTOHIS, B’SJIICTB,
JeTaprisi, emi30 TinoriikeMii, Ie4iHKOBa HEJJOCTATHICTh. Y IUIa3Mi KPOBI 3HWKCHHS KapHITUHY
(5-15%pgin HOpMH), B cedi — M IBUILECHUN BUIbHUI KapHITHH, OPraHiYHI KUCIOTH.

JlikyBanHsi: L-kKapHITHHOM TIiJT KOHTPOJEM MOro piBHS B CHPOBATIll KpOBI, Ji€Ta 3
0OMEKEHHSIM JKHPY.

HenocraThicTh KapHiTHHIAAbMIiTOLITPaHCcepa3n 1 (cunapom omucanuii y 1970porri
W.G.Engel et all.);run ycnankyBaHHS ayTOCOMHO-PELIECHBHUIT) TPOSBISIETHCS B PAHHBOMY Billi
PO3BUTKOM HEKETOHEMIYHOI TIMOTIIKEMIYHOT KOMH, TelaToMEralli€lo, aruao30M. Y Ij1a3Mi BIBidl
3HIKCHUU 3arajbHUN BMICT KapHITHHY, aumikapHiTHHIB MeHIIe 20%. Y cedi HasBHI OpraHiuHi
KHCJIOTH, BIJICYTHICTH JiKapOOKcuiiB. Y ¢iOpobiacTax Ta KIITHHAX MEYIHKU 3HWKEHHS (EPMEHTY
KapHITHHOAIbMITOUT-Tpancdepasu 1.



HenocrarHicTs kapHiTHH-TpaHca0Ka3u (omucana B 1992poui Ctewii, ycnaakoBYEThCS
32 ayTOCOMHO-PEICCHBHUM THUIIOM) Ma€ MPOrPECYIOUYHH, HECIPUATINBUN MPOTHO3. [IposIBIAETHCS
CyIOMaMH, arHoe, OpaJuKapaiero, renaToMeraieo, MionaTiero, KOMOo, KapAaioMionaTiero. Y KpoBi
BTpUYl 3HIKEHHS KapHITHHY, amwikapHiTHHIB 80%. BigmidaeThcsi 3HMWKEHHS aKTHBHOCTI
(dhepMeHTy KapHITHH-TpaHCIIOKa3u. CMepTh HACTA€ B TIEPIII MICSIll XKHUTTSI.

HenocrarhicTs KapHiTHHIAABMITOLITPaHCcpepa3n 2 (onmucana B 1979poui H.L.Scholte
et all., ycmagkyBaHHst — ayTOCOMHO-PEIIECHBHE), XBOPIIOTh MEPEBasKHO XJIOMII. J[JIs1 3aXBOpIOBaHHS
XapaKTepHI CHMIITOMH: KapaioMiomnaTii, ypaKeHHs MEeUiHKH, Mpu NoMipHiil gopmi (Bik Oinbire 15
pPOKiB) — M’s30Ba TiMOTOHIsA, MIOTJIO0IHYpis, TOCTpHH HEKpo3 M s3iB  (HAIpPUKIAL IiCHs
JMXOMaHKH). Y IJIa3Mi — 3HW)KEHHsI KapHITHHY, anmikapHiTuHIB (40-80%).Y ceui — opraniuni
KHUCJIOTH, BIACYTHICTh TUKApOOKCHIIIB. BiIMiUueHO 3HWIKEHHS AKTHMBHOCTI B CKEIIETHHUX M sI3aX
KapHITHHNAIbMITOUITpanchepasu 2.

Hedpiunt aunia-Co-A-geriiporeHasu KUPHUX KUCIOT 3 JOBIMM BYTJIEBOJHUM JAHIIOTOM
(VLCAD). Omucanmit y 1985poui Hale et all.. Tun ycmagkyBaHHs — aBTOHOMHO-PELIECUBHUIA.
MyTaHTHUH Te€H JIOKAJII30BaHUH Ha JOBTOMY Tuiedi 2 XxpoMocomH. [IposiBu cuHapomy:. OIroBaHHS,
HYyJ0Ta, M 530Ba TIMOTOHIfA, CYAOMH, KOMa, PECHipaTOpHHHA IUCTpec-CHHAPOM, Kapaiomiomarisi,
Mianerii, remaromeranisi, mikporedanis, 3[IMP. Biamidaerbcst opraniuaa amuaypis. Y 1mazmi —
XKUPHI KucIoTH. HasiBHA MiOTIIO01HYpIS.

Hegpinnt  3Tigpoxkcnnanuia-Co-A-aerigporeHasm KUpHUX KHUCIOT 3  JIOBTHM
ByriieBoAHMM JaHmoroMm (ommcanumii 'y 1989 pori Wanders R. et all.yun ycmagkyBaHHS-
ayTOCOMHO-pPEIIeCUBHUN). BUAiIs0Th TSDKKY Ta Jerky ¢opmu. Manidecranis Tsokkoi (opmu
CUHIApPOMY Ha 3-7-My MiCAIl KUTTS. XapakTepHI TOCTPUH TMOYATOK, OOBaHHS, miapes, Peiie-
NOMIOHUN CHHPOM, PECHipaTOPHHUIA TUCTPEC-CHHAPOM, M’ A30Ba CIa0iCTh, TMOTOHIA, MOPYIICHHS
ceimomocti, cynomu, 3IIMP, momiHeBpomarisi, TIrMEHTHUHA PETHUHIT, TinepTpodidHa
kapaiomionatisi. CMepTh HacTae BiJ cepueBoi abo HUPKOBOI HepoctatHocTi. /[l nerkoi Gpopmu
XapakTepHi Hy/0Ta, HAMAIX TIMOTIIKeMIi, JJaKTaT-aua03, aluaypis, y Tia3Mi — MABUIICH] KUPHI
KHCJIOTH.

Jedinnt anmia-Co-A-geriiporeHa3sm >KUPHUX KHCIOT 13 CEpPEeIHIM BYIJIEBOJHUM
nanmorom (MCAD) 3yctpidaescs i3 gacrororo 1:6000 érucanmii y 1976 porii N. Gregersen et
all.). Tum ycmagkyBaHHS CHHAPOMY ayTOCOMHO-peliecHMBHUE. Yacrinie 3aXBOpIOBaHHS
MPOSIBIISIETHCS TOCTPO Y Birll Bif 3 MICAIIB 10 3 POKiB. XapaKTEpPHUMH CUMIITOMaMH €. OJIFOBaHHS,
miapesi, cynomu, Peiie-momiOHuil cUHApPOM, mporpecyrouuii Merabomiuauii kpu3 (micas 8-164
TOJIMHK TOJOAYBAaHHS, MPHU 3aXBOPIOBAHHSIX, OMEpallii) — MOSBISETHCS COHJIHMBICTB, JIETApris,
HyznoTa. BiIcyTHICTh IEPBUHHOTO YPAKEHHSI M’ s131B. XapaKTePHI TIOTIIIKEMIs, alluIypis.

Hedinur aumia-Co-A-gerigporeHasm S>KUPHUX KHCJIOT 13 KOPOTKHUM BYIJIEBOJHUM
nanmorom (cuaapom ommcanuit 'y 1984 poui D.Turnbull i cmie et all., aBropamu, ayrocomuo-
PCLICCUBHUI THUIN yCHAJAKyBaHHS) HPOSBISETHCS TCHEPATI30BaHOK Ta M’ sA30BOK0 (opmamu. J[is
reHepaizoBaHoi GopMH CHHAPOMY XapaKTEepHIi: paHHS MaHidecTallisi, M’ s30Ba JUCTOHIS, Cy/IOMH,
omoBanus, 3IIMP, miorownis, Bucunu. Jlns M’s30Boi GopMu XapakTepHi: MiomaTisi, 3HHKEHHS
IMyHITETY, METa0OJIYHUA anuI03, BIJICYTHICTH Timoriikemii. Y cedl XBOpPUX ITiABHUIICHA
ETUIMAJIOHOBA KHCIIOTA, OYTUPYIITITIINH, allMIKAPHITUHH, )KUPHI KUCIIOTH.

JlikyBanns aedinuty anetmin-KoA-neriaporeHasu KUpPHUX KUCJIOT 3 TOBIUM, KOPOTKHM Ta
Cepe/IHIM BYIJICBOJHUM JIAHI[IOTOM: Ji€Ta 31 3HMKEHUM BMicToM xHpiB (1o 15-20% mobGosoro
pariony), 36aradena Byriesogamu (10 60-70%go060Boro pamiony); pudoduasin - 3-20Mr / Kr Ha
1060y B 4 npuiiomu (1o 25-50mr / 100y); neBokaphitina 20%po3uwn 10 100mr / kT Ha 100y .

3arajbHi NPUHHIOMNM KOMIUIEKCHOTO JIIKYBaHHSI XBOPHMX MIiTOXOHJpPiaJbHUMH
XBOpOOaMHu:



— 0OMEeXCEHHS JIETKO3aCBOIOBAHUX BYTIIEBOIB B AieTi xBopux (1o 10T / xr macwu Tina);

— BHUKOPHUCTaHHS KOPEKTOPIB aKTUBHOTO IMEPEHOCY €IEKTPOHIB 3a IUXAIBHUM JIAHIIOTOM,;

— BBEJICHHS KO(aKTOPiB €H3UMHUX PEaKIii, 110 TPOTIKAIOTh B KIIITHHAX;

— TMONepeKeHHs MPOTrpecyBaHHs YIIKOHKEHb MITOXOHAPIH;

— JTKBiJaIis JJAKTaT-aua03y,

— yCyHEHHS nediuTy KapHITHHY;

— TMpU3HAYECHHS aHTUOKCUIAHTIB,

— BHUKOPUCTaHHS CUMITOMAaTUYHUX 3aCO0I1B;

— TMONEepeKCHHS BTOPUHHUX MITOXOHJPIadbHUX TUCPYHKIIII.

I'pynu jikapchbKuX npenaparis, CIPAMOBaHi HA KOPEKUil0 MITOXOHAPiaJIbHUX MOPYLIEHb!

l-rpyna - 3aco0u, cipsIMOBaHI Ha aKTHBAIIIIO MIEPEHOCY €JIEKTPOHIB 3a IUXaJIbHUM JIAHIIOTOM:

— xoeH3uM Q.-10 - 30-6Qur / noOy npotsirom 2 mic. (4-5mr / xr B 100y B 2 npuiiomu);
— xygecan - 30-150mr / 100y (kypc - 2 mic.) 2-3kypcu Ha pik. [linTpumyroua no3a - 15-30mr
/ o6y (y pmakoni 20mr; 1 M mictute 30 Mr koeHzumy Q-10i 4.5wmr Bitaminy E);
— SluTapna kuciota - 8-10wmr / xr Ha 100y npotsrom 2 mic. (3 nHi npuiioMm, 2 1HI epepsa),
10 6 r/mo0y npu nedinuTi quxansHOro Komruiekcey 1 i pedinuti mipyBaTAeriqporeHasHoro
KOMILIEKCY.
2-rpyma - 3acobu koakTopHO# Teparii (cepeaHs TPUBAIICTh Kypey - 1 mic):

— HikotuHaMif - 20-30mr / 100y;

— puboduasin - 20-30mr / 100y (3-20mr / kT B 100y B 4 ipuiiomn);

— tiamiH - 20-30mr / 100y (25-100mr / kr Ha 100Y);

— TiokToBa kuciota - 100-200wvr / 106y (5-50mr / 1006y);

— OiotuH - 5mr / 100y (y Baxkkux Bumaakax g0 20 mr / 100y).
3-rpyna - KOpeKTOpu MOPYIIEHOT0 0OMiHY KHUPHUX KUCIIOT:

—  20%po3unH jgeBokapHitina - 30-50mr / k1 Ha 100y npotsarom 3-4 wmic. (mpuiimMatu 10 1Ki,
PO30aBUBIIIH PiAUHOIO);
— JeBOKapHiTiH - 25-100mr / kr B 100y B 4 npuiioMu.
4-rpyma - 3aco0u, CHOpPSMOBaHI Ha TMOMEPEIHKEHHS BIUIbHO-PATUKAIBHOTO  IOIIKOHKCHHS
MITOXOHpIaTbHUX MeMOpaH (mpuiioM mpoTsIrom 3-4 THXKHIB):

— ackopbOinoBa kuciora - 200-500mr / 100y;
— Biramid E - 50-300mr / 100y.
Koppexkuust nakrar-anuaosa:

— nimedocdon - 30mr / kr (1 mic.);
— gixjoparerat - 15mr / kr B 100y B 3 puiiomu (ITiABUIYETHCS PU3HK PO3BUTKY HEHpOMaTii
[IPH TPUBAJIOMY TIPUHOMI BHACIIOK AeIiUTY TiaMiHy);
— 2-XJIOpIpOIiOHAT.
IIpu JikyBaHHiI MIiTOXOHAPiaJbLHUX XBOPOO HEOOXiTHO:

— YHUKATU TPUBAIUX MEpPEepPB y MpUHoMi 1Ki, HaBAaHTAKEHHS BYTJICBOIaMHU,
— YHHKaTH HaAMIpHUX (PI3UYHUX HABAHTAXKECHB,
— TIPOBOJUTH JIKYBaHHS 1H(EKIIIH,
— TaM'sTaTd PO HETaTUBHHU BIUIMB Ha (YHKIIIOHYBAHHS MITOXOHJPIN Ay METUKAMEHTIB
(GapbiTypariB, mpemaparisB BaabIIPOEBOT KUCIOTH, XJI0paM(EHIKOITy, TETPALMKIIIHY Ta iH);
— 3a HagBHOCTI CYZIOMHOT'O CHHJIPOMY - IPOTUCYAOMHI 3aCO0H.
DakTOpH, 10 3HUAKYIOTH e(PEKTHUBHICTD JIKYBAHHS MITOXOHAPIAJbHUX XBOPOO:

— TPYIHOIII PaHHBOI JIarHOCTUKH,
— MaJjia BUBYEHICTh OKPEMHUX JIAHOK MaTOreHe3y XBOpoo;
— PIAKICHICTH NEAKuX (GOpM MaToIOrii;



TSOKKICTh CTAaHY XBOPHUX Y 3B'I3KY 3 MYJIBTUCUCTEMHICTIO YPaXKEHb;
BIJICYTHICTb €IMHOTO MOTJIALY Ha KpUTepii ePeKTUBHOCTI Teparlii.

JlikyBaHHSI MITOXOH/APiaJIbHUX XBOP0O, B OCHOBI AKHX JieskaTh MyTauil ssgepnoi JHK:

JedimuT mipyBaTaeriaporeHasHoro KOMIUIEKCY:

KETOreHHas Ji€Ta, 1m0 3a0e3neuye 10 /5% eHepreTHaHui NoTpedu 3a paxXyHOK
HAJXOKEHHS kupiB, 10 15% -6inkiB i mumre 10 10% -ByriieBoiB

tiamid - 25-100mr / kr Ha 100y (50-200Mmr / 100Y)

TiokTOBa KucioTa - 5-50mr / 106y (mo 100-500mr / 106y)

nimedocdon - 30mr / kr Ha 100y

sIHTaApHA KUCIIOTa - 10 6 T / 100y

Kerorennyto nieTy npu3HavyaioTh npu Ae(eKTi mipyBaTaeriaporeHasu i nedexri komriekcy 1

IIuTanHsA 1151 CAMOKOHTPOJII0

Etionoris i narorene3 MiTOXOHAPiaIbHUX XBOPOO.

SIki 3araJIbHOKITIHIYHI MPOSIBU MITOXOH/IPIaJIbHUX XBOPOO?

SIKi MeTo/IM A1arHOCTHKH BUKOPUCTOBYIOTH mpu MT3X?

Sxwit Tun ycnaakyBanas MT3X?

SIki Haii6IbIm yacTi kiniHiuHI nposiBu MT3X npu ypaxenni LITHC?

Ski a6 yacTi kaiHigHI TposiBu MT3X npu ypakeHH1 o4ei?

SIki Haii61IbI yacTi KiHiuHi nposiBu MT3X npu ypaxeHHi cepis?

Ski Haitbipm yacTi kaiHigHI TposBu MT3X npu ypaxxeHH1 MeYiHKU?

SIki HaifOIbI yacTi KiiHiuHi nposiBu MT3X npu ypaxxeHHI HUPOK?

10 Sxi waib6inem 4vacti kiaiHivHI nposisu MT3X mpu ypaxkenni LIKT, enmoxpuHHOI

CoNooRWNE

cucremMu?

11. Sxi nait6inpm yacTi kaiHIgHI TposiBu MT3X npu ypakeHHI KiCTKOBOT'O MO3KY?
12.Tlepeniuith kputepii aiarHoszy cunapomis Jlebepa, MERRF, MELAS Kepuca-Ceiipa.
13.Tlepeniuite MT3X, sixi moB’ si3ani 3 MyTarismu y saepaii JJHK.

14.TlepenivyiTh OCHOBHI MPUHIIUIIY JTIKYBaHHS MITOXOHPiaJbHUX 3aXBOPIOBAHb.

TecTn 1)1 nepeBipKM MOYATKOBOI0 PiBHA MiATOTOBKM:

1.

2.

Hyxneornana crpykrypa JJHK mitoxonapii ronunau 0yna po3mmdposana y:
A. 1971poui.
B. 1981potii.
C. 1984poui.
D. 1987potii.
E. 1991poui.
IIlo Take MiTOXOHApPiaILHI XBOPOOH?
A. XBopoOu, MPUYNHOIO SKUX € MYyTaIlil MITOXOHJIPIaJIbHUX T€HIB;
B. XBopoOwu, mpu SKKX MiJBUILEHA AKTUBHICTh MITOXOHJIPIH y pe3ysbTaTi BIUIUBY
(hakTOpiB TOBKIJLIA.
C. XBopoOu, MPUUUHOIO SKUX € CTPYKTYPHI IIepeOyT0BH XPOMOCOM.
D. XBopoOw, siKi BAHHKAIOTh Y PE3yJIbTaTi TOKCHYHOI i1 METUKAMEHTIB.
E. Yce nepepaxoBane BipHO.

3. Teropona3mis ue:

A. Hasguictp mume HopmanbHoi MTITHK.
B. HasBHicts nume myranTHoi MT/IHK.
C. HasBHicTb sik HOManbHO1, Tak i mytanTHOi MT/IHK.



D. Yce nepepaxoBaHe HE BipHE.
4. Haiibiabma KiJbKicTh MiTOXOHAPiii MiCTUTHCSI B TAKHX OpraHax.
A. Mo3ok, cepiie, CKeJIeTHI M s34, OYi.
B. Hupku, M030K, nediHka, JEereHi.
C. Cepue, HUPKH, 04i, IIUTONOII0HA 3aJ1034.
D. Ileuinka, cepie, 04i, HUPKH, IITYHOK.
E. Hupku, oui, neresi, cepiie, mKipa.
5.51ka poub MiTOXOH/piii y KJIITHHHOMY MeTa00J1i3Mi?
A. BiamoBimaroTe 3a CHHTES JIMIIB.
B. BignoingaroTh 3a CHHTE3 BYTJICBO/IIB.
C. BignoBizaroTh 3a CHHTE3 OLIKIB.
D. Binnosimarors 3a cuaTe3 ATO.
E. BinmoBigaroTh 3a 3BUIbHEHHS KIIITHH BiJ MIPOIYKTIB KaTab0Ii3My.
6. IIlo coboro npencrasJsie reaom MT-HK
A. JIBonaHIforoBa KibIieBa MOJIEKYJa
B. Hutkomnoxibna mosekymna
C. /IBonaHuIOroBa HUTKOMOAIOHA MOJIEKYJIa
D. OpnonaHIrorosa KijbIieBa MOJICKYJia
E. VYce nepepaxoBaHo BipHO
7. Jdas MtJHK xapakTepHa Taka BJacTHBICTb:
A. IlIBukuii TeMn MyTyBaHHS.
B. TloBuibHMIT TEMI MyTYyBaHHSI.
C. HasBHICTb iHTPOHIB.
D. He3nauna KUTbKICTh KON Y KOXKHIN KITITHHI.
E. baTbKiBChKHI XapaKTep yCIa KyBaHHS
8. SIkmii THN ycnaJaKyBaHHs XapakTepHui 1Js mitoxonapiaabHoi JHK?
A. BaTbKiBCHKUI THI yCTIaIKyBaHHS.
B. MarepuHCbKUH THTT yCIIaIKyBaHHS.
C. YcnaakyBanHs Bi 000X 0aThKiB.
D. YcnankyBaHHS TUTBKH Bi MaTepi A0 JOHBOK.
E. YcnankyBaHHS TiJbKU BiJ OaThbKa IO CHUHIB.
9. SIku MeTOoaH 3aCTOCOBYIOTHCS /IJISl TIaTHOCTHUKH MiTOXOHAPiaJbHUX XBOP0OO?
A. CingpoMolioriuHuil aHais.
B. KiinHiko-TeHialIOT1YHMI aHATI3.
C. BioxiMiuHi qoCiIKEeHHS.
D. biomcis M's31B Ta X MIKpOCKOIIIYHE JOCTIHKCHHS.
E. Yci nepepaxoBasi.
10. Haji6inb 1 inpopMaTUBHUM JIZKepesioM /1Jis1 BUsIBJIeHHs myTalliid mpu MT3 €:
[kipa.
Cnur3oBi 000JIOHKH.
M's3u.
Kpos.
CrnuHHHM MO30K.

moowz>

TecTn 11 KOHTPOJIIO KiHII€BOI'0 PiBHSA MiATOTOBKH:

1. SIkuii cHHAPOM MAa€ HA3BY CHHAPOMY “ PBAHMX Y€PBOHHUX BOJIOKOH":
JleGepa.
Kepnca-Ceiipa.
ITipcona.
MERRF.
MELAS.
2. CuMnToMm " pBaHHUX YEPBOHUX BOJOKOH" 3yCTPiUa€THCS MPH:
A. Cungpomi MERRF.

moowz>



B. Cunnpomi Kepnca-Ceiipa.
C. Cunmpomi MELAS.
D. Ycix nepepaxoBaHHX.
3. MiokJionyc-emijiencisi Bigoma mija Ha3BOI0 TAKOI0 CHHAPOMY:
. Kepnca-Ceiipa.
. IlipcoHna.
. MERRF.

moowp

4. Tlepe6ir xBopoou npu cunapomi MERRF:

I'octpuii.

. PeumauByrounii.

. XpOHIYHUH.

. [Iporpecyrounii.

3aTsKHUM.

apom MELAS o3nauae:

MiToxoHapianbHa eHuedanonaris, anrkaios.

JlakTar-anno3, IHCYJIBTH, aHOPEKCIs.

MiTtoxoHapianbHa eHledanonarTis, TakTaT-auma03, IHCYyIbTOMOAI0H] emi30H.

Miaunrii, arakcis.

[TopyiieHHs CBiTOMOCTI, MiaJIbrii, allkao3, BOTHUIIEBA HEBPOJIOTIYHA

CUMITOMAaTHKA.

6. Ilpu cunapomi MELAS roJioBHuii 0ib:

A. TlocriliHui.
B. Bupaxenuil.
C. TlomipHuii.
D. MirpenenonioHuii.
E. IlpucrynomnoaioHuii.
7. Cungpom Kepnca-Ceiipa BiTHOCHTBCSI 10 TAKOI TPy MiTOXOHAPOMNATIM:
A. MiceHc-MyTaHTHA MITOXOH/IPOTIATIS.
B. Myrarii B rerax TPHK.
C. Jenemii abo myrutikarii aiassHok MitoxoHapiansHoi JJHK.
D. Myrartii, o 3HWXKYIOTh KUTBKICTh KoMK MiToXoHApiansHOi JTHK.
E. Myramii B snepniit JIHK.
8. PiBeHnb Oisika y cnuHHOMO3KOBIii pinuni npu cunapomi Kepuca-Ceiipa:
A. B mexax Hopmu.
B. 3uumxenuii.
C. IligBuiennii.
D. 3anexuTh BiJ TSKKOCTI MIPOLIECY.
E. 3anexuts BiJ TpUBAIOCTI 3aXBOPIOBAHHS.

9. Pe¢paxTepHa cinepodsiacTHa aHeMisl 3 BAKYO0JIi3aLi€l0 KJIITHH KiCTKOBOI0 MO3KY Ta
€K30KPMHHOK TNCHYHKIIE0 MiIILUIYHKOBOI 32J1034 BiJloMa IiJi HA3BOK TAKOI0
CHHIpPOMY:

A. Kepnuca-Ceiipa.
B. Ilipcona.

C. MERRF.

D. MELAS.

E. JleGepa.

10.MitoxonapianbHa eHnedasionaris, JJakTaT-aluA03, iHCYyIbTONOAIOH] enizoam €

NMPOSIBOM TAKOT0 CHHAPOMY:
A. Kepnca-Ceiipa.
B. Ilipcona.
C. MERRF.
D. MELAS.

=

moow>

5. Cnu

=

moowz»



E. Jlebepa.
11. Ilpu cunapomi Ilipcona BiaMivaeThesi TAKUI BU aHeMil:
A. 3amizogedinurHa.
B. ®onieBomedinuTHa.
C. lN'nomnactuyHa.
D. binkoBoaedinuTHa.
E. Biramin B12-nedinutHa.
12. ®enoTunona Tpanchopmanisa cunapomy Ilipcona MoxkIMBa y CHHAPOM:
Kepnca-Ceiipa.
NARP.
MERRF.
MELAS.
JleGepa.
13. SIki 3aco0u 3aCTOCOBYIOTH /IJIfl JIIKYBAHHSI MiTOXOH/IPiaJibHUX XBOPOO.
binkoBi rigpomnizaru.
INpapamnizaTy mimimiB.
[lepeHOCHUKY €NEKTPOHIB 10 TUXaJILHOMY JIAHIIOTY Ta KO-(paKTOpu eHeprooOMiHy.
I'imepocMosipHi COBOBI PO3YMHH.
I'emotpanchyszuu.

moowz>

moowz>,

Curyauiiini 3agaui.

3aoaua 1. lutuni 5 pokiB. CKapXUTbCd Ha 3HWKEHHS 30Dy, 3MiHYy TeMOpy Trojocy, 4acTi
MONIEPXyBaHHs, BTOMJIIOBAHICTh TiJ] 4Yac TpHWBajaoi pPO3MOBU. 3 aHaMHE3y BIJIOMO, IO JIaHi
CHUMIITOMH TTOCTYIIOBO TIOYaJI BUHUKATH 3 4 pIYHOTO BIKY.

3aBaaHHs: SKUH CHHIPOM MOKHA 3alTiI03PUTH Yy MaIli€eHTa?

3aoaua 2 Ha nipuiiom 3BepHyJacs MaTH 3 AiBUMHKOIO M., 12poKiB, 31 CKapramu Ha pi3ke 3HHKEHHS
y IUTHHU TOCTPOTH 30pYy JiBoro oka. Ha mpuifom HampaBuB OQTaiIbMOJIOT, y SKOTO TUTHHA
IpOTSroM 2 MicsuiB JikyBanacs. [Ipu o3HailoMiIeHH1 3 HalPaBJICHHSAM OKYJIiCTa BCTAHOBJICHO, 11O Y
JUTUHU B JIIBOMY OIll BiIMIiU€HI MIKPOAHTIOMNATisA CITKIBKH, HAOpSK IMCKa 30pOBOTO HepBa. 3
aHaMmHe3y BIJJIOMO, IO MoAiOHa KiiHiIKa Oyna y martepi, ajge TOCTpoTa 30py uepe3 2 POKH 3HAYHO
MOKpamaina, a y CTapuioi JOYKM 3HIDKCHHS TOCTPOTH 30py MNPU3YNHMHUTH HE Baanocs. [lpu
00’ €eKTUBHOMY OOCTEXEHHI JWUTHHM TATOJIOTis BHYTPIIIHIX OpraHiB He BHsABIEHA. Slke
3aXBOPIOBaHHS HEOOXiTHO 3amigo3putu? ki Bammi 1ii?

3aoauya 3. Ha npuiioM 3BepHYyJIacd MaTH 3 JUTHHOKW 7 POKIiB 32 HaNpPaBJIEHHSIM HEBPOJIOra.
Ckapru Ha cyaoMHu, siki pe3MCTeHTHi 10 Tepamii, M'si30By cJadKicTh, MirpeHbONnoaiOHUI
roJIOBHMM 0ijib, 0JIIOBaHHS Ta aHOpeKcilo. XBopie TuTHHA MpoTsArom 2 pokis. Binmiueno, 1o
AUTHHA BIICTA€ y POCTI, CIIOCTEPIracThcsi B €eHI0KPHHOJIOTa 3 MPUBOAY HYKPOBOro aiadeTy Ta
rinonaparupeo3y. Ilpu n1adoparopHomy o0cTekeHHiI BiIMi4eHO: B KPOBi — JIAKTaT-auMa03, B
aHaJi3i ceui — opraniuna anuaypis. flke 3axBopoBaHHS MoxKeTe 3amino3putu? Ski Bami
noaaJb I xii?

VII .MEPEJIK HABYAJIBHO-METOJUYHOI JITEPATYPH

A) HABYAJIBHA (ocHOBHa i 10AaTKOBA):

OCHOBHA:
1.Meauuna reneruka. Iliapyunux/Ilox pen. wi.-kop. AMH VYkpainu, mnpod.
O.4A.I'peuaninoi, mnpod. P.B.boratuprosoi, mnpod. O.Il.Bosocousa. —  Kuis:

BCHU" Meaununa”, 2010. - 550c.
2. T.B.Copoxkman, B.ILIlimak, I.B.JIactiBka, O.I.BosiocoBensn, P.€ Byruk. Kiuiniuna
reneruka. - Yepuisui, 2006. — 45@.
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M..I'0TAP-ME]], 2002. — 44&.

2.C. . Koznoga. H. C. lemukoBa. E. CemanoBa, O.E baunnukoBa. HacjiencTBeHHbIe
CHHAPOMBI H MeIUKO-TeHeTHYecKoe KOHcyJbTupoBanue. - M. Ilpakruka, 1996. — 41@.

3. HacaencrBennnle 0oJie3nn HepBHOW cuctembl / Ilox pen. Akax. PAMH IO.E.
BeabTumesa, npod. I1.A. Temuna - M..Meaununa, 1998. — 49G.

4. A Jl. laperopoauesa, B.A. Ta6oaun PykoBoacTBo no papmakorepanum U 1eTCKOi
xupypruu. Knunudeckasi reneruka. - M.:Meanpakruka-M, 2002. — 232.

5. boratuproBa P.B. Mennuna rueruka..HaBu.moci0.nasi cTyA.BUII. Mel.HABY.3aKJI.-
K.:ApT1-OcgiTa, 2005.C.110-127.

b) HAYKOBA

1.B.C. CyxopykoB Ouepku MHUTOXOHApHANbHON mnartojorum - M..Meanpakrtuka-M,
2011. — 28%.

2.MiroxonapianbHi xBopoou. I'peuanina O.5., I'pevanina 10.b., Mouogan JIL.B.,
3audocbka O.II., T'ycap B.A.- Xapki, XJIMY- 2005. - 1,51pykoBaHux apKyuliB.

3.Wallace C.D., Brown M.D., Lott M.T. Mitochondrial D NA variation in human
evolution and disease // Gene 238. 1999. P.211-230

METOIHUYHA PO3POFKA
AJIsl BeJleHHSI MPAKTUYHOI0 3aHATT i3 CTyleHTaMHu

MEJIUYHA TEHETUKA
Yuboea oucyunnina MeauyHa reHeTHKA
Mooynb Nel Mean4yHa reHeTHKaA
3micmosuit mooynb Ned MitoxonapianabHi xBopoou. XBopoOH i3 ClIaKOBOIO

cxuibHicTHO. [loJtirenni xBopoou.

Tema 3anamms 3arajabHa XapaKTepUCTUKA MYJIbTH(PAKTOPHHUX

3aXBOpPHOBaHb. Bu3HaYeHHSI TeHETUYHOI CXHJIBHOCTI.
3axoau npoPiTaKTUKH.

Kypc 5

Daxynemem MeanuHuii

I. AkTyanbHicTh TEMH

Mynbrudakropianeii 3axBoproBanHs (M®P3) € HalOUIBII YHCICHHOI 1 PI3HOMaHITHOIO
rpynoro xBopoO, mo craHoBuTh Oiumbmie 90 % Bim yciei coMarnyHOi Marosiorii JIOAWUHA ¢
00yMOBIIIO€ BHCOKI TEMIM POCTY 3aXBOPIOBAHOCTi, CMEPTHOCTI Ta IHBaNigu3allii Mpare3gaTHoro
HacencHHs. Excmeptu BceecBiTHBOI opramizarmii  oxoponu 370pos’ss (BOO3) mosemu, 110
MIPOBE/ICHHS JTIKYBaIbHO-TIPO(UTAKTHYHUX 3aX0/IB 32 TPAAULIHHUMH aJrOPUTMAMU HE € TOCTAaTHIM
JUISL 3MIHM I1i€l CKJIaJHOI CHUTYyaIlii, SKa MPU3BOAHWTH JO KOJOCAIHPHHUX EKOHOMIYHHMX BHTpAT.
[Ipobnema HemocTaTHHOI €(PEKTUBHOCTI JIIKYBAIbHO-IPO(MITAKTUYHUX 3aXOJiB TIIOB si3aHa 3
BIJICYTHICTIO 1X €TIOJIOTIYHO1 CIIPSIMOBAHOCTI, OCKIJIBKM 0arato B 4OMY IIl¢ HE 3'ICOBaHI KJIFOYOBI1
MexaHi3Mu hopmyBaHHs MD3.



1. Hasuanwhi yini 3aussmms.

3HaTH 3aranbHy XapaKTePUCTUKY MYITbTU(AKTOPIaTbHUX 3aXBOPIOBAHb.
[TosicHIOBaTH TTOHATTS PO CXUJIBHICT, TCHETHYHUN MTOTIMOP(]I3M MOMYJIAIIIiH.
3HaTH METOJIU aHaJI3y MyJIbTH(PAKTOPIAIbHUX 3aXBOPIOBAHb.
[IpoinmrocTpyBaTu NMpUKIaaMd MOHOTEHHO 00YMOBJIEHY CXUJIBHICTb.
Busnauntu Kpurtepii mosireHHoi CXHIbHOCTI.

3HATH TEHETHYHI OCHOBH 3JIOSIKICHOTO POCTY.

ok wNE

II1. Ijixi po3BUTKY 0coducTOCTI (BUXOBHI IiJTi)

ChopmyBati y CTYAEHTIB TOYYTTS BIAMOBIAAIBHOCTI 3a mpodeciiHICTh Al y mporect
0OCTeXEeHHS, NIarHOCTUKU Ta JIiKyBaHHs naifienTiB 3 M®3. [Ipogosxutu GpopMyBaHHS KIIHIYHOTO
MHUCJIEHHS MalOyTHBOTO JIKaps 3arajbHOi MPAaKTHKW, Ta HA OCHOBI JEOHTOJOTIYHUX TPHUHIIMIIB,
HABYUTH MOJIOJIOTO CIEIlialicTa BCTAHOBIIOBATH MCUXOJIOTIYHUIA KOHTAKT 3 TAKMM XBOPUM Ta HOTO
pOIUYaMH.

IV. MiskaucuuniiHapHa iHTerpauis

3HaTH Bwmitu
Hucuyunnina
[ToHsATTS TmNpPO CHAAKOBY CXUJIBHICTB,
FBionozia TCHETUYHUHN noaiMopdism,
reHeaJIOTIYHIH, OJM3HIOKOBUI Ta
MOMYJISIIITHO-CTATUCTUYHI METOIH.
MIPOBOJIUTU OOCTEIKECHHS
Anamomis, Bikoei Mopgodynkyionanvhi
dizionoris 0Cc001U6OCMI IIOOUHU.
BUSBIIATU CTPYKTYpHI
Ticmonozis, Ocnosu CmpyKmypHoi Op2amizauyii | sMpuHM KITITHH Ta TKAHWH
. KHimuKn ma mMKAHUH, mMeopii mMa | npy ONTHYHINA MiKpOCKOIMii
hamonoziuna Mexanizmu 310AKiCHO20 pocmy.
Qizionocia
30upaT aHaMHe3
Tepanis, Aumponomempuuyni, KIHIYNRE, | IPOBOIUTH KITiHIYHE
neoiampisn Jlabopamopui  ma  IHCMPYMEHMANbHI | 0OCTEKEHHS 110 OpPraHax Ta
Memoou o0bcmedicent, cucremax, OLIIHIOBATH
3arajibHi 03HaKU MYJIbTU(AKTOPiaIbHUX | TOKA3HUKH ¢izuunOoro
XBOPOO, €TI0JIOT1YHI YNHHUKH, SIKi PO3BHUTKY, pe3yibTaTi
CIPUYUHIOIOTh BHHUKHEHHS 1abopaToOpHUX Ta
MyJIbTH(AKTOpPiaTbHUX 3aXBOPIOBAHB IHCTPYMEHTAIbHUX
METO/IIB
3naTtu moOiuHi Ail hapMIpenaparis, 3HaTH | BUITHUCYBATH pernenTH,
Dapmakonozis 3arajibHi ~ OPUHIUNM ~ JIIKyBaHHA  Ta | MpU3HAYaTH aJICKBAaTHE
npo(diIaKTUKU BIUIMBY €KOJOTIYHHMX Ta | JIKYBaHHS
(dhapMakoJIOTIYHUX YNHHHUKIB PU3HKY.

V. I[lnaHn Ta opranizaniiiHa CTPyKTypa 3aHATTS.



Ne| OcuoBHi  eranmu  3adsarrs, ix | Hasuaneni | Mertonu Martepianu Pozmopin
GdyHKIIIT Ta 3MiCT LTI B PIBHSX | KOHTPOJIIO METOJAMYHOIO | Hacy
3aCBOCHHS | HABUaHHS 3abe3neueHHs | (y  XBH-
JIMHAX)
1 | 2 3 4 5 6
I. linroTroBunii eran 20xB.
1 | Oprani3aniiiai 3axoau 2XB.
2 | [TocraHOBKa HaBYAILHUX ILI1JIEA II "AKTyaJTbHICTh 3 XB.
TeMH"
3 | KonTpons BXigHOTO piBHS 3HaHb,
HaBHYOK:
1. OcHOBHI IOHSTTS, TEPMIHOJNOTIS: | BusButu 1. ®ponransue| 4. Tabmuri
MyJIbTH(GAKTOpIaTbHI piBEHB eKcrpec 5. Tectn
3aXBOPIOBAHHS, MOJTIT€HHI O3HAKH, | 3aCBOCHHS ONUTYBaHHS 6. Cxemu
MIHJIUBICTh, HOPMa PEaKIlii, 3HaHb PO 2. TectoBuit 15 xB.
CHaJIKOBA CXWJIbHICTh, TCHeTUYHHUI | MynbTu(]aKT | KOHTPOIh
noJimMopdizM. OpiaJibH1
) .. | 3axBoproBan
2. QCHOBH CTPYKTypHOI opraHisalii | yy Ha
KNTHHA  Ta  TKaHMH, Teopii Ta | ponepennpo
MEXaHI3MH 3JI0SIKICHOTO POCTY. 3aGe3nedyio-
3. EriosoriyHi 4WMHHUKH, SKi X )
CIIPUYHUHIOIOTH BUHMKHEHHS | O IHTIHAX
MYJIbTH()AKTOPIATLHUX
3aXBOPIOBaHb.
4. Tlo6iuni mii ¢apmmpernaparis;
3arajibHi MPUHIUIN TPO(ITaKTUKI
BILTHBY €KOJIOTTYHHUX Ta
(hapMakoJOTIYHUX YHHHHKIB.
I1. OcHoBHMI eTam 7xB.
1.3naru 3arajbHy [anuBinyansue| 7.Tabmuii
XapaKTEPUCTUKY onutyBaHHs | 8.Cxemu
MYJIbTH()AKTOPIATLHUX (konTposbHi | 9.Pe3ynbratn
3aXBOPIOBAHb. MTUTAHH), 00CTEXEHD
2.TlosicHIOBaTH  TOHATTS  TIPO 2 ITpodeciii 10. Curya
CHAJKOBY CXWJIBHICTh, T€HETUYHUH HUW TPEHIHT | IilHI 33124l
noJiMopdi3M MOMYJISIIH. y BupimenHi | 11.  Herun
3. [IpoimocTpyBaT MpUKIATaMHA THUTIOBHUX OBI
MOHOTE€HHO 00yMOBIIEHY 3a/1a4 CUTYaIlilHi
CXHUJIBHICTB. 3amaui
4. BusHaunutu KpHUTepii
MOJITCHHOI CXUIBLHOCTI.
5.3natun METOAU aHaIizy
MYJIbTH()AKTOPIATEHUX
3aXBOPIOBaHb.
6.3HaTM  TE€HETUYHI  OCHOBH

3JI0OSIKICHOTO POCTY.

II1. 3axarounuii eran

30xB.




2 3 4 5 6
Kontpone Ta kopekiis piBHS 1TecryBanus | Cxemu 15xs.
npodeciiHUX  3HaHb, BMiHb 1 2InuBinyansag Tectu
HaBHYOK OIUTYBAHHS
[linBeneHHsT  MIACYMKIB  3aHSTTS [Ipe3enTarnii 10 xs.
(TeopeTruHoOrO. MPaKTHYHOTO, Amnaiis i
OpraHi3awiifHoOro) Ta 3acilyXOBYBaHHS OLIiHKa
MIATOTOBJIEHUX JIOIIOBIAEH. pe3yabTaTiB

poboTu
JlomaniHe 3aBOaHHs U1 HACTYITHOT 5xs.
TEMHU

V1. 3micT 3aHaTTH

[Mopsin 3 XBOpoOamMH, €TiOJIOTIYHO JETEPMIHOBaHHMH CITaJKOBICTIO (T€HHI 1 XpOMOCOMHI) abo
dakTopamu cepeaoBuiia (TpaBMH, OIIKH), € BEIUKA I HO30J0TIYHO pI3HOMaHITHA Tpyla XBOpoO,
PO3BHUTOK SIKMX BHM3HAYA€THCS B3a€EMOJIEI0 CMAIKOBUX 1 cepeloBHINHUX (akTopi. Lo rpymy
XBOpOO TMO3HAYAIOTh SIK XBOPOOHW 31 CHAJKOBOIO CXWJIBHICTIO a00 MyJbTH(AKTOpianbHI XBOPOOH
(MDX).

Tepmin "mynbrudakropiansai 3axBoproBanus” (M®3) seiB L.S. Penrosg 1947 pori. ['enn,
aJleNlbHI BapiaHTH SKUX CHPUSAIOTH PO3BUTKY IEBHHUX 3aXBOPIOBAaHb, OTPUMAalIM Ha3By TEHIB
CXMJIBHOCTI.

ETionoris i maToreHe3 maHux xBopoO ckiamHi i 6arato B 4yoMy 1me Hes'scoBadi. [IpuponHo,
10 BOHW Pi3HI UIsI KOXKHOT XBopoOu. OMHAK 3 MPUBOIY 3arajlbHOTO MPHHIUIY PO3BUTKY TaKUX
XBOpOO ICHYe B)K€ Y3TrO/KEHa TOYKa 30py. BBa)aroTh, 110 B OCHOBI CHAJKOBOI CXMJIBHOCTI IO
XBOPOO JIGKUTh IIMPOKHH TEHETUYHO 30aJIaHCOBAaHMKM MOIIMOP(I3M MOMYJALIN JIOJAUHHA TI0
bepMeHTaM, CTPYKTYPHHUM 1 TPAHCIIOPTHUM O1JIKaM, aHTUT€HaM. Y TOMYJAIIAX JIIOJUHA HE MEHIIIE
25-30% nokyciB (3 40 000) mpexncraBieHo aBoma aneiasmu i Oiabime. OTKe, 1HIUBIAyalbHI
KOMOiHaIi ajeneil Hax3BUYaiiHO pi3HOMaHITHI. BoHu 3a0e3neuyroTh T'€HETHYHY YHIKaJIbHICTh
KOXKHO1 JIFOAWHH, SKa BUPAXKAETHCS HE TIIBKH B 3MI0HOCTAX, (PI3MUHUX BIAMIHHOCTSX, aje 1 B
peaKIlisiX opraHisMy Ha MaTOreHHI (PAKTOPU HABKOJIMIIHBOTO CEPEOBHUIIA. XBOPOOH 13 CIaIKOBOIO
CXUJIBHICTIO BHHHMKAIOTh B OCI0 3 BiAMOBIIHUM TE€HOTHUIOM (CIOJY4YEHHS NEBHHMX ajieliedl) mpu
MIPOBOKYIOYOI Aii (hakTopiB cepeaoBuUIIa.

XapakTepHUMHU O3HAKaMU MYJIbTH(AKTOPIaTbHUAX XBOPOO €:

-BEIMKUN MOTIMOP(PI3M KIIHIYHUX (POPM Ta IHAUBIAYaTbHUX MPOSBIB, ICHYBaHHS TEPEXiTHUX
dbopm (Bia 3M0pOBUX 10 XBOPHUX, BiJl CYOKIIHIYHOTO mepediry 0 TSKKOro);

-BHCOKa 4YacToTa matojorii B momynsnii (Ha ykpoBuWil miaber crpaxmaae 5% mrojeid, Ha
anepriuni 3axsoproBanHs Bix 10 1o 50%,Ha rineptoHito — 6mu3bko 30%,Ha mm3odpenio 1-%);

-HEBIMOBITHICTh YCTIAJAKyBaHHS 3aKOHAM MeHens;
-pi3HUH BIK XBOPHX.

CragkoBo MEpenaeThCsl CXUIBHICTh 10 TIEBHOTO 3aXBOproBaHHS. [l OaraThox 3aXBOPIOBaHBb
poJb cnaakoBoro (ciMeiiHoro) dakropa € BHpiraabHOW. CTYIMiHD PU3HMKY JUIS POJAMYIB XBOPOTO
3pOCTa€ 3 YacTOTOI XBOPOOW B MOMYJISAMLIi Ta TSKKICTIO mepediry. Yum Oinbla CropiIHEHICTh i3
XBOPHM Y POJINYIB, TUM O1IbIIIa HMOBIPHICTh HAPOKEHHS y HUX XBOPOi JUTHHH. PHU3HK 3a1eKUTh
TaKOX B1JI BIKY, B sIKHi OyJia MaHidecTaIlis 3aXBOPIOBAHHS B CIM'1, 4aCTOTH MATOJIOT1i B MOIYJISIIi.

UYacroTa maroorii 3aiexuTh Bia cTaTi aiteil. Hampukian, nucronasis KyJbIIOBUX CYTJIO0iB
YacTille 3yCTPIYaeThCsA y JMIBYATOK, a MUIOPOCTEHO3 y XxJomuukiB. [Ipm mynbrudakrepiaabHUX
3aXBOPIOBAHHSIX MOBTOPHUH PU3MK Y HAWOMIKYMX POJUYIB € BUIIMM, SKIO XBOPUN HAIICKUTH IO
Ti€l cTaTi, AKa MpHU il MaToJoril ypaxyeThcs piamie.



XBOpoOU 31 CMAJAKOBOIO CXUJIbHICTIO MOKYTh OYTH MOHOT€HHUMM 1 motireHHUMHU. OCHOBY
CTAaHOBUTB TOJIITEHHE YCTIAJKYBaHHS 1 4aCTO reTePO3UTOTHICTD.

MoHoOreHHa CHAJKOBA CXWIBHICTh BU3HAYAE€ThCS OJIHUM TE€HOM, TOOTO TOB's{3aHa 3
MaTOJIOTIYHO MYTAIlI€I0 TaHOTO TeHa, ajie IS MaTOJIOTIYHOTO MPOSIBICHHS MyTallli 000B'SI3KOBO
noTpibHa ais (akTOpiB 30BHIIIHBOTO CepeoBHUINa (K MPABUIIO, HE OJJHOTO, a IeKiIbKoX). Lleit ren
3a3BMYaldl TOYHO 1MEHTU(]IKYETHCS 1 MO BIIHOIICHHIO 10 JAaHOI XBOPOOW MOXE PO3TISAIATUCS SK
cneun¢piyanii. Ilpu  TeTepo3uroTHOMY HOCIWCTBI  MATOJNOTIYHMMA  PELECUBHUM TeH Yy
reTEepPO3UTOTHOMY CTaHi HE TPOSIBIISIETHCS, aJle MOXKE MPOSBUTHCS 32 HECTIPHATIUBUX YMOB JKUTTS.

MonoreHHo 00yMoOBIIeHI ()OPMH CIAIKOBOI CXMIBHOCTI, SIK MPaBHIIO, YCIAIKOBYIOTHCS 3a
ayTOCOMHO-PEIICCUBHUM 200 X-3UeIUIEHUM pElecUBHUM THIOM. OJHaK pO3MOMia XBOPOTO
MOTOMCTBa (32 O3HAKOIO XBOpOOM) B TIIOKOJIHHSX HE BIJIOBIa€ MEHACICBCKAM 3aKOHOM
yCHaJKyBaHHs, OCKUIbKH, II00 pO3BHHYNAcsS XBOpoOa, HOCIH BIOPOJOBXK JKUTTA TOBHHEH
KOHTAKTYBaTH 3 <IIpOSIBIAIOUUM» (akTopoM cepenoBumia. IIpuuman 30epexeHHs 1ux (opm
CHaJKOBOI MATOJIOTIT B MOMYJIAIISIX JIOJWHUA, HE3BAKAIOYM Ha 3HIDKEHY MPUCTOCOBAHICTH 1X HOCIA
70 TUX YW IHIMX cnenudiyHux (akTopiB cepenoBHINA, 10 KiHIA He 3'acoBadi. [lomymsmiiiHo-
TCHETUYHE TIOSICHEHHS BUCOKHMX KOHIICHTPAIIM TaKWX MYTaIliil TOJiATae y BU3HAHHI 30€peKCHHS
MOBHOT T€HETUYHOI TIPUCTOCOBAHOCTI (YUCIIO HAIIA/IKIB) TETEPO3UTOTHUX HOCITB IO TAKUX YHHHUKIB
Cepe/IOBHINA 1 HaBITh HAsABHOCTI y HHMX CEJICKTHBHOI repeBard (OLIbIle YMCIIO HAIIAIKIB) Y
MOPIBHSAHHI 3 HOPMaJbHUMHU romMo3uroramu. Jlo tenepintHboro yacy Bigomo Oinbine 40 jokyciB,
MyTallii B SKUX MOXYTh BHUKJIMKATH XBOPOOW MPHU MOJATKOBIM yMOBI - Jisl <QIPOSIBIISIOUOTO
(dakTopa, KOHKPETHOTO JUIsi KOXKHOTO TeHa. Pi3HUI <«KOHIICHTpAIi» MPOSBISIOYUX 30BHINIHIX
dakTopiB (Haifyacrimie Ii¢ XiMiuHI PEYOBMHHM B CKJIai iXi, BOIW, MOBITPs, Mii pamiamidHOro
YUHHHUKA T4 1H.) TPU3BOJUTH JI0 TOTO, IO OJIHA 1 Ta ) XBOpoOa peayi3yeThCs MO-pi3HOMY HAaBiTh B
Mekax ofHi€el ciMT (BapiabenbHa MEHETPAHTHICT Ta CKCIPECUBHICTBD).

IlosireHHa cmaakoBa CXUIBHICTH BU3HAYAETHCSA CIIOJNYYCHHSM ajenedl JCKiTbKOX TeHIB.
Kosken anenb okpemMo CKopilie HOpMaJIbHUHM, HIK TATOJOTIYHUN. XBOpoOa BUHUKAE TIPH TIEBHOT iX
koMOiHarii. [nenTudikaris mux reHiB i ix ameniB myxe ckianHa. CBil MATONOTIYHHUNA TOTEHITIAT
BOHH TPOSIBISIFOTh Pa30oM 3 KOMILIEKCOM JICKUTBKOX cepefoBUIIHUX (akropiB. [Ipu mpomy posb
TEHETUYHUX 1 CepeOBUINHUX (PAKTOPIB pi3HA HE TUIBKHM JJIS AaHOI XBOpOOH, ane i JUIsl KOKHOTO
XBOPOTO.

Jlns nokasy MOJNITeHHOI MPUPOAX CHAAKOBOI CXMIJIBHOCTI JI0 XBOPOO 3aCTOCOBYIOTHCS 3
OCHOBHI METOJH. KJIIHIKO-TCHEAIOTTYHUH, ONMM3HIOKOBUN Ta MOMYJsiiHO-cTaTucTHaHud. Coina
TaKOXX MIJKPECTUTH, L0 Y 3B'SI3KY 31 CKJIAIHICTIO TEHETHMYHOI'O aHali3y XBOpOO i3 CIaIKOBOIO
CXWJIBHICTIO ISl KOKHOTO JOCTIIKEHHS MOTpiOHO Habarato OuIbIIe poIOoBOIIB a00 OJII3HIOKOBUX
nap, HiXK 3a3BHYail BAKOPUCTOBYIOTh B KJIiHIUHIM reHeTUIli MOHOTeHHUX (Gopm. Jlis piteHHs ogHiel
3a/1a4l 1HOJII HEOOXIJHO JOCHIIUTH NEKiJIbKa COTEHb 1 HAaBITh THCSY poAoBOIIB. [l xBOpoO i3
CHaJIKOBOIO CXWJIBHICTIO XapaKTepPHi BCl 0O3HAKK MOJIr€HHOr0 YCNaAKyBaHHs, a caMe:

1. Yum piamie 3ycTpidaeThcsi XBOpoOa B MOMYJIAILIl, THM BHIIE PU3UK JIJIsT POIUYIB TIpoOaHIa
1 TUM OiIbIIIe Pi3HULA y BeMMYHHI pu3uKy Mixk poauuamu |1 11111 1 Il crynens cnopinneHHs.

2. Yum cunpHIIIE BUpaXeHa XBOpoOa y mpodaH1a, TUM BHUIIE PU3UK 3aXBOPIOBAHHS JIJIs1 HOTO
POIUYIB.

3. Pusuk nns poauyiB npobania Oy/e BUIIE, SKIIO € 1HIIHA XBOPUH KPOBHUN POIUY.

4.V pa3i BUSBICHHS PI3HUII B 4aCTOTI XBOPOOU 3a CTATTIO PU3UK JAJIS POAUUIB Oyze BUIIE,
SIKITO MPOOAH/T BIITHOCUTHCS IO MEHIII BPA3JIMBOI CTaTI.

OnTuManbHUM BapiaHTOM BHBUYEHHSI CIIaJKOBOI CXMJIBHOCTI 710 OyAb sIKO1 XBOpOOHU € CHibHE
3aCTOCYBaHHSI 3 METOIB: MOMYJIAMINHO-CTATUCTUYHOTO, KJIIHIKO-T€HEaJIOTIYHOTO Ta OJIM3HIOKOBOTO
MeToaiB. Takuil maxiJ Ha3UBAEThCI TEHETUKO-EMIIEMIOIIOTTUHIM.

XBOpoOM 13 CMAJKOBOIO CXHMJIBHICTIO YMOBHO MOYKHA MIAPO3JUIATH HA HACTYIMHI OCHOBHI
rpynu: 1) Bpo/pkeHi Bagy po3BHTKY (ymienawHa ryOu 1 migHeOiHHS CIMHHOMO3KOBA IPHKa CTEHO3
BOpoTapsi aHeHIedalis Ta YepermHO-MO3KOBAa TpHKa BHBUX CTerHa rigporedatis rimocnamis
KJIMIIOHOTICTh); 2) PO3IMOBCIO/DKEHI IICHMXIYHI Ta HEPBOBI XBOpoOW (mm3odpeHis, emiierncis,
MaHiaKaJIbHO-JCIPECUBHUAN TICHX03, PO3CISHHUN CKIepo3); 3) MOIIMPEHI XBOPOOH CEPEIHBOTO BiKY
(mcopia3, OpoHXiajgbHa acTMa, BUpa3KoBa XBOPOOa, IIIYHKA 1 IBaHAALATUNAIO! KHUIIKH, 1IIEMiUuHA
XBOpoOa cepiis, TinepToHiyHa XxBopoOa, aiadeT Ta iH).



MexaHi3Mi BUHUKHEHHS MYJIbTH(AKTOPIabHUX XBOPOO, HE3BaXKAIOUM HA iX CKJIAJHICTb, BCE
OunbIIe 1 OUIBINE MiAAAIOTHCA TEHETUYHOMY aHaNi3y y 3B'SI3KYy 3 YCIIXaMH po3mHU(pOBKH TeHOMA
JIIOAMHU.

[Ipote marorene3 mMyiabTH(AKTOPIAIBHUX XBOPOO € CKIATHUM 1 OaraTorpaHHUM IMPOIECOM,
TOMY HE 3aBXI{ MOXXHA BCTAHOBHUTHU 3HAYEHHS TOTO YM IHIIOT'O T€HETHYHOTO Ta CEPEAOBUIIHOTO
YHHHUKA.

YacTo OyBae BaKKO BITOKPEeMHUTH (PAKTOPH OAMH Bifl OAHOTO SIK BiTHOCHO IHTEHCUBHOCTI, TaK
1 gacy ix aii. Po3yMiHHsI €TioJIorii 1 maToreHe3y XBopoO 31 CMagKOBOI CXHIBHICTIO YCKIAAHIOETHCS
TAaKOX 1 THM, IO iX PO3BUTOK € pPE3yJbTaTOM B3a€EMOJIi CHAAKOBUX (akTopiB (MOHO- abo
MOJIITeHHUX) 3 (haKTOpaMH CEPEeAOBHUINA, 1HOAI ayKe crenu(igHUMH, THOII MEHII CreU(IIHUMH.
XapakTep CIMEHHOr0 HAKOMUYEHHS i OUIBIIOCTI XBOPOO 31 CHAaJKOBOIO CXMIIBHICTIO HaiiKpaie
MTOSICHIOETHCS 3 TIO3UINN aUTUBHI B3a€EMOII1 JEKUTBKOX TeHiB 1 ¢akTopiB cepenoBuia. OmMHAK Taki
OaratoakTOpHI CUCTEMHU L€ CKIAJHI JJI TEHETUYHOro aHaiizy. JIuie B OCTaHHI POKM YCIIXH Y
BHBYCHHI T€HOMY JIIOJMHU 1 KapTyBaHHI I'€HIB JTO3BOJISIOTh HAOIM3UTHCS JO BUSBJICHHS €(EKTiB
TOJIOBHOTO T€HA.

Kosxna Ho30i50TIUHA (hopMa XBOpPOOW 31 CHAJAKOBOIO CXHJIBHICTIO HACMpaBli € T€HETUYHO
reTeporeHHo0 Tpynor. Okpemi XBOpoOMW (HampuKian, imeMidyHa XBOpoOa cepiis, BHpa3KoBa
XBOpoOa IUIyHKa, IYKPOBHMH miabeT) y MiiCHOCTI IIe HE OJHa XBOpoOa, a rpyma XBOpoO 3
OJTHAKOBMM KJIIHIYHMM KiHIIEBHUM MPOSIBOM. Y KOXHIH Tpymi € KiIbKa CyOTHIIIB, Ki 00yMOBIEHI
pPI3HUMHU TCHETHYHHMH 1 HETEHETUYHHWMH NpUYMHaMu. Hampukiaz, 3 Tpynu imeMiqHoi XBOpoOHU
cepisl MOXKHA BHUJUIMTH JIeKiJIbKa MOHOTE€HHHMX (opM rinepxosnecrepuHemii. [IpuuuHu po3BUTKY
XBOPOO 13 CMAaIKOBOIO CXUJTbHICTIO TIPE/ICTABIICHI HA PUCYHKY.

NPUYUHU
CepenoBuLHi FeHeTUYHi CToxacTuyHi
CimentHi Monynauinnri [eHU CXMNbHOCTI FeHeTUYHMI PoH

KinpkicHe O€AHAHHS KOXKHOI 3 IIMX MPUYUH B PO3BUTKY 3aXBOPIOBAaHb MOXKE OYTH Pi3HUM Y
PI3HUX JTIOJIEH.

Jlis iposiBy XBOpOO 13 CMAKOBOIO CXUIIBHICTIO HEOOX1THO KOHKPETHE TTOEHAHHSI CTIaJKOBUX
1 30BHIMHIX (akTopiB. Unm Oinbmie Oyae BHpa)keHa CHaJKOBA CXHJIBHICTh 1 UMM OLIbIINM Oyjie
BIUIMB IIKIJJIMBUX YMHHUKIB CEPEOBHUINA, THM JJIs 1HAMBIIA BHIIE WMOBIpHICTH 3axBopitu (i B
OLIBII PAaHHBOMY BIiIli, 1 B OLIBII BaKKiit Gopmi).

YMOBHO MOXHa BHJAUIMUTA TPH CTYIEHS CIAJAKOBOI CXMJIBHOCTI 1 TPHU CTYyINEHS BIUIMBIB
cepenoBuia. ciabka, momipHa Ta cuibHa. [Ipy cmalkili cmagkoBi CXMIBHOCTI 1 HEBEIHUKHUX
BIUIMBAaX CEPEJOBUIIA OpPraHi3M HIiATPUMYE TOMEOCTa3 i XBOpoOa HE PO3BUBAETHCA, aje NpU
MTOCUJICHHS BIUIMBY IIKIJIMBUX (DaKTOPIB CepEAOBHINA MTEBHHUH BiJCOTOK OCiO Bxke 3axBoproe. [1pu
OUTBIIOMY CTYNEHI CHAJAKOBOI CXMJIBHOCTI OJIHI M Ti X (DakTOpu cepeloBHINA MPU3BOAATH 0
OLTBIIIOTO YKCIIA 3aXBOPUTHX.

XBopoOU 13 CHAJKOBOIO CXMJIBHICTIO BiAPI3HAIOTHCS BiJ IHIIMX (OPM CHAJKOBOI MATONOTIi
(reHHHX 1 XpOMOCOMHHX XBOp0O0) XapakTepoM KiiHi4HOI KapTuHH. KiTiHi4Ha KapThHA XBOpOO i3
CIIaZIKOBOKO CXMJIBHICTIO Mae Oe3MepepBHi KIIiHIUHI nepexoan (KIiHIYHMKA KOHTUHYYM) B MeEKax
OJIHI€T 1 Ti€T 5K HO30JI0T1YHOT PopMH.

Jlnst XBopoO 13 CHAaJKOBOIO CXHJIBHICTIO XapaKTepHA BIJAMIHHICTH X MPOSABIB 1 TSAKKOCTI
nepebiry B 3aleXHOCTI Big crari 1 Biky. MexaHi3Md TOMyJAiifHOT momupeHocTi  (abo
eI1iIeMi0JIOTIT) TAKMX XBOPOO B Yaci TIOCUTH CKJIaHI, OCKUIBKH B MOIMYJISILISIX MOKYTh 3MIHIOBATUCS
B Ty a00 1HIITy CTOPOHY SIK T€HETUYHI XapaKTEPUCTHKU CXMIIBHOCTI, TaK 1 (pakToOpH cepeoBHIIA.



OnHa 3 XapakTepHUX OCOOJMBOCTEH PO3MIIAHYTUX XBOPOO - IX MiJBHUIIEHA YaCTOTA B IIEBHUX
ciM'sx (HaKOIMUUYEHHs), sfKa OOyMOBJIEHA T€HETHYHOIO KOHCTHTYHiero cim'i. CimelHui aHami3
MaTOJIOTIi B KOXKHIM pOAWHI JO3BOJISE Kpallle OLIIHUTH MPOTHO3 Mepediry 3aXBOPIOBAHHS Y XBOPHX 1
OLTBII BIPHO BUSHAYMTH JIIKYBAJIbHI Ta MPO(UIAKTHYHI 3aX0/TH.

SIK jxe MOKHA 3pO3YMITH 3 3arajibHOOI0JIOTTYHOI TOYKU 30py y4acThb CHAaJKOBUX (DaKTOPIiB Yy
BHHHUKHEHHI XBOPOO, AETEPMIHYIOUHX 1 CEPEIOBUIIEM, 1 CIIAKOBICTIO?

Jlobpe BizoMO, 110 KOXHA JIIOJMHA TNIMOOKO 1HAMBITyaldbHA 3a O10JIOTITYHMMHU O3HAKaMH.
[Tonmimopizm y mronuHHM Ty’Ke BETUKHH. MOXXHAa TOBOPHUTH IIOHAWMEHIIE TPO JECSITKHA TUCTY
nojiMmoppHHX cucteM. EBosroriiiHa ocHOBa BUHUKHEHHSI TOIIMOP(]i3My - BeIHMKa MPUCTOCYBAIbHA
IIHHICTh TIEBHUX IIOEJHAHb CHAAKOBUX oO3Hak. OJHAK y TOBHIM BIAMOBIAHOCTI 13 3aKOHAMH
MOMYJSAIAHOI TEHETHKH, MOpAd 3 J00pe NPUCTOCOBAaHMMM I1HAWBITAMM TOBHHHI OyTH TaKOX
IHIUBIIA 3 «HECTPUATIMBUMHU» TOETHAHHIMHU CMAJKOBUX YMHHUKIB. Taki 1HAWBIIN 1 CKJIAAIOTh
rpymy oci0 31 CIagKoOBOIO CXUIIBHICTIO 10 XBOpoO. ['eHeTHuH1 (akTOpH CXUIBHOCTI, MOXKYTh OyTH
MPEACTABICHI TeHaMH, HE 3 OAHI€l, a 3 JeKUIbKOX cucteM. lle Tak 3BaHI TONIT€HHI CHCTEMH
CXWJILHOCTI. 3a XapaKTepoM HpPOsSIBY BOHU MOXKYTh OyTH y BUTJISII JBOX BapiaHTiB: 1) 3 MOpIroBoro
mi€ro Ta 2) 0e3MopiroBOI0 Ii€l0, KOJH PEe3yabTaT il 30UIBIIYETHCS KITBKICHO B 3aJIEXKHOCTI Bij
HAaKONMYECHHS TMAaTOJOTYHUX TeHiB. Bce pI3HOMaHITTS KIIHIYHMX BapiaHTiB XBOpoO 3i
CHAJKOBOIOCXUJIBHICTIO BigoOpa)kae KiTbKICHE HAKOIMMYCHHs TMOJITeHHUX (PAKTOpPIB CXUIBLHOCTI,
B3a€MOJIIIOYHX 3 PI3HUMHU 110 CHJIi (PaKTOpPaMU CepeIOBHILA.

B octanHi1 poku MOCSATHYTI MEBHI YCIIXW Y BUBYEHHI XBOPOO 3 CIaJKOBOIO CXMJIBHICTIO Ha
OCHOBI aHaJi3y KOHKPETHHUX O10XiMIYHMX a00 IMyHOJIOTIYHHUX CIAJAKOBO OOYMOBIIEHUX O3HAK, SIKi
CIPUSIOTh PO3BUTKY XBOpoO. Jlns psay 3axBoproBaHb B)KE€ BH3HAUCHI JIEIKI O3HAKKW abo iX
No€HAaHHSA. MeTOo0J10Tisl BUKOPUCTaHHS SBUIA TEHETMYHOTrO MOIMIMOp(}i3My JUIsl KOHKpeTH3awii
TeHETUYHHUX (HDaKTOPIB CXMIIBHOCTI JI0 MOIIMPEHUX XBOPOO CKIAAAETHCS B MOPIBHAHHI YaCTOTH THUX
yi iHMMX noiiMopdHux OinkiB (Ar) mpu gaHiii XBOpoOi i B KOHTPOJBHIH TpyIi 3JI0pOBUX
iHauB1MIB. Take BUBUEHHS acoIliallii r’eHeTUYHUX MapKepiB 3 XBOpoOaMu Mae OaraTopidHy iCTopio,
110 MToYayiacs 3 BUBYEHHS 4acTOT rpyn Kposi cuctemu ABO mpu pizHux xBopo6ax. Lleii HampsmMok
aKTHBI3yBajiocs, Koiau Oyna chopMynboBaHa KOHIEMINS 30aJaHCyBaHOTO TMOJIIMOpdiI3My B
NoMyJsALisAX JoauHu. Hamani mupokuii po3BUTOK OTPUMAB aHaNi3 acolliauii pi3sHUX XBOpoO 3 Ar
CHCTEMH T'OJIOBHOTO KOMILICKCY rictocymicHocTi (ocobmuBo 3 Ar HLA), gomy copusia xopoiia
BUBYEHICTH 1 O1JIKiB, 1 reHiB HLA-m0KYyCy.

B ocTtanHi pokM Ha OCHOBI MOCSTHEHb Yy JOCIHIPKEHHI T€HOMa JIIOJUHU Ta PO3BUTKOM
MOJICKYJISIPHO-TEHETUYHUX TEXHOJOTIM BIAKPWIMCA IIMPOKI MOMKJIMBOCTI JJIsi BHU3HAYCHHS
TEHETUYHI KOMITIOHEHTH CXHJIBHOCTI 710 MyJIbTH(AaKTOpIaJTbHUX 3aXBOPIOBAHb .

Jlnst 6aratbox MynbTH(AKTOpIAIbHUX 3aXBOPIOBaHb BXKE BifoMi Taki reHu. [IpomoHyerscs
MOETHAHHS TEHIB JIJIs1 KOXKHOT KOHKPETHOI HO30J10T1i Ha3UBAaTH T€HHOI MEepekero. Y KOXKHIN 3 TaKUX
MEpEK BUAUISIOTH TOJOBHI (LIEHTPabHI) T€HH, IO 3a0e3MeUy0Th KOOPAWHALI0 (QYHKIIH 1HIIHX
CJIEMEHTIB, 1 A0AaTKOBI (HOMOMIXHI) TeHH, 3BaHi 1HOAI "TeHHu-MoaudikaTopu”, SIKi MPHUCKOPIOIOTH 1
MOCHJTIOIOTH MATOJIOTTUYHUH MpoIec.

CknamaHHs TEHHOI MeEpeXi I KOXXKHOTO 3 MYJbTH(AKTOpialbHUX 3aXBOPIOBaHb,
imeHTudiKalis B HIM [EHTpPaTbHUX TEHIB 1 TEHIB-MOAWQIKATOPiB, aHami3 acoramii ix
nmomiMop(i3MiB 3 KOHKPETHHM 3aXBOPIOBaHHSIM, po3poOKa Ha I OCHOBI KOMIUIEKCY
npoUTAKTUYHHUX 3aX0/1iB /U1 KOHKPETHOTO MAI[iEHTa CTAHOBUThH CTPATETiYHy OCHOBY HOBOTO, SIKUI
IIBHJIKO PO3BUBAETHCS B HAMIPSIMKY - MPETUKTUBHOI METUITUHH.

VY4acTh KUTBKOX I'€HIB B T€HETUYHOMY KOHTPOJII MOXe MaTu (opMy iX aguTHBHOI 1ii, a6o
BKJIQJI OJHOTO 3 T€HIB HACTUIBKU BEJIUKHM, IO MOYKHAa TOBOPUTH MPO €PeKT "TOJIOBHOTO TeHa",
AKUM HaOUIbII BaXNMMBUK 111 (OpPMYBAaHHS CIIAJKOBOI CXMJIBHOCTI, a iHIII OyayTh MaTH
Moaudikyrounii BB, OJHAK HAsBHICTH I[HOTO T€HA XO4Ya 1 HEOOXiJHA, ajge HEeIOCTaTHS IS
PO3BHUTKY 3axBopioBaHHs. [IpuryiieHHss Ipo HasSBHICTH TOJIOBHOI'O IeHa MOXeE OYTH BHCIIOBJIEHO
TUIBKH B TOMY BUIAJKY, SIKIIO Yy MAIIEHTIB BUSBJICHI MyTallil B IIbOMY T€Hi, 110 HE 3yCTPIYaOThCA Y
30pOBHUX JOJIei. Y OUIBLIOCTI BUMAIKIB MPOAYKT TOJOBHOTO TI'eHa TIpa€ KIOYOBY pOJb B
MaTOTCHETHYHUX MeXaHi3MaxX (OpPMYBaHHS TATOJIOTIYHMX CHMIITOMIB 3aXBOPIOBaHHS. [CHYBaHHS
"e(exTy TOJOBHOIO TeHa" [103BOJISIE BUKOPHUCTOBYBATH KJIACHMYHHM MapaMEeTPUYHUN MiaXin uis
aHaI3y 34eIUIeHHsT 0OpaHUX TeHIB-KaHIUIATIB MPH KapTyBaHHI T€HIB CXMJIBHOCTI /IO 3aXBOPIOBAHb.



['eHn CXMIIBHOCTI YMOBHO MOJUIAIOTH HA T€HH "30BHIITHBOIO CEpEIOBUINA", TEeHU-"TpUTrepH" 1
TeHU KIITHHHUX PEIEeNTOPIB.

I'enn "30BHINIHBOTO CepelOBHUINA" - TEHHU, BIAMOBIZANbHI 3a MeTaboJi3M, JAerpajalilo,
JIETOKCUKAIIII0O 1 BHUBEJACHHs KCeHOOioTHKiB. L[i reHum, a TouHime, iX moyiMopdHI BapiaHTH,
BU3HAYAIOTh IHAMBIAyalbHI peakiii opraHi3aMy Ha pi3HI IMIKIHMBI ()aKTOpU 30BHIIIHBOTO
cepenoBuina (TOKCHHH, JIIKH, KaHIIEPOTE€HH, EK30TOKCHHH TOIIO) 1 piBeHb iX GioTpancdopmarrii.

I'enu, mo KOAYIOTh (DEPMEHTH JETOKCHKAIIl, XapaKTepH3yIOThCS 3HAYHUM MOIIMOpdi3MoM
MIEPBUHHOI MOJICKYJIIPHOT CTPYKTYPH 1 BUSIBJISIIOTH 1CTOTHI MOMYJIAIIIHI 1 pacoBi Bapiallii, moB's3aHi
3 ICTOPUYHO CPOPMOBAHMMHU TPATUIIISIMH, BIIMIHHOCTSIMH Y CIIO)KMBAaHHI MPOAYKTIB XapuyBaHHS,
reorpadiYHOTO CEpEeOBUINA MPOKUBAHHSA, 3 emiaeMisMu 1HQEKIIHHUX XBOpoO Ta iH. Y IbOMY
3B'A3Ky ONTHMAJbHUMU TE€HETHUYHMMH MapKepaMHu Uil EKOTeHETHYHUX JociipkeHb M®D3 €
noiMopdHi BapianTu TeHIB (epMeHTIB OioTpaHchopmallii KCeHOOI0THKIB, €KCrpecis SKHUX, Ha
BIIMiHY BiJ] IHIIUX KJIACiB T€HiB, O€3M0CEPEIHBO PETYIIOETHCS BILTUBAMH CEPEIOBHITHUX (DaKTOPIB
xiMiyHoi mpupoau. lle moB’s3aHO 3 THUM, IO B OpraHi3Mi JACTOKCHKAIID KCEHOOIOTHKIB
3IACHIOIOTH CHeliaibHi (PepMEeHTHI cucTeMH 1 MeMOpaHOACOLIHOBaHI PELENTOPH, SIKi PeryaiolTh
ix akTUBHICTb. [Iporiec neToKcuKaIlii 3a3BUuail MiCTUTh JB1 TOCTIIOBHI ¢azu. CrovaTKy 4yKopiaHi
peyoBuHH (KaHIIEPOTCHH, JIIKW, IPOMHUCIIOBI OTPYTH Ta iHIII albTEPyIOYi CIIOIYKH), 110 HaIXOIATh
B OpraHi3M, akTHUBYIOTBCS 3a JONMOMOTOl (epMeHTiB cimeiictBa 1nutoxpomiB P450 a6o
MiKkpocoManbHUX enokcua-rizponaz (MEPOX), yTBOprOOTBECS KOPOTKOICHYIOUI MPOMIXKHI
enekTpoiabHI METabOITH, M0 MalOTh FeHOTOKCHYHI BiacTuBOCTi ((pasa 1). IToTim 1i mpomixkHi
MeTaboJIiTH 32 JONOMOror (epMeHTIB cimelicTB Tiayrariontpancdepas (GSTM), Yo-
rmokyporcyinbdoTtpanchepas  (UDF), N-anermnrpancdepas (NAT) mepeTBOprOIOTECS Y
BOJIOPO3YMHHI HETOKCHYHI IPOJYKTH 1 BUBOAATHCS 3 opraHizmy (haza 2). CrorojHi BigomMo Oibiie
200 @eHIB 30BHINIHKOTO cepenoBuia». [ 6araTboX 13 HUX BUSABICHO TCHETHYHHHN TOIIMOP(i3M,
1110 BIUIMBAE Ha (yHKLIOHATBHY aKTUBHICTD iX ajeiB.

Pu3uk 3aXBOpIOBaHHS YW MATOJIOTIYHOTO CTaHy 3pOCTa€ MPU HECIPHATIMBUX IMOETHAHHSIX
(yHKILIOHAIFHO HEMOBHOIIIHHUX BapiaHTIB JEKUIBKOX TEeHiB, M0 3a0e3nedyroTh pi3Hi (aszu
JIETOKCHUKAIIII.

I'enn - "tpurepu” i reHH peLEenTOpiB - BETUKA 1 Pi3HOMaHITHA 32 CKJIQJOM 1 MeXaHi3MaM Jii
rpyna reHiB, 0 KOAYIOTh crenudiuHi OUIKH perenTopiB KITHHHUX MeMOpaH abo (epMeHTiB, 110
BIZIrpalOTh KIFOYOBY poJib (0i0XIMiYHI HIYHTH) y Oarathbox MetabosigHux npouecax. [lomimMopdHi
BapiaHTH [HMX TCHIB BHKIMKAIOTh YTBOPCHHS OinkiB  (epMeHTIB), 10 MOPYHIyIOTh
BHYTPIIIHBOKJIITUHHUNA TPAHCIIOPT METa0ONITIB a00 MPU3BOAATH A0 HAKONUYEHHS TOKCHYHUX
npoaykTiB. Haitbinbm yHIBEpCaTbHUMHU CEpell HUX € T'e€HU JICTOKCHKAIlii,3alydeHi B MaTOTEeHE3
NPAKTUYHO BCIX 3aXBOPIOBaHb, CIPOBOKOBAHMUX E€K30T'€HHHUMHM TOKCHHAMHU 1 YIIKO/DKYOUUMHU
areHTaMd. TOMy TeCTyBaHHS HECHPUSTIMBUX BapiaHTIB (ayiesieif) IUX TeHIiB Ma€ CyTTEBE 3HAYCHHS
UL BCIX MYNbTU(AKTOpIANbHUX 3aXBOPIOBAHb, BKIIOYAIOUM AyTOIMYHHI TMPOLIECH, JIKAPCHKY
HeTepeHoCuMIicTh, XBopoOy [lapkiHcoHa, MaTONOTiI0 JETeHb, Pi3HI MyXJIUHH, CIIPOBOKOBAHI JII€I0
KaHIIEPOTEeHIB Ta 1H.

[IpuknagamMmyu BaXIMBOCTI (YHKIIIOHATBLHO 3MIHEHHUX aJIelliB TEHIB PEIENnTOpiB 1 T'eHIB
TPUTEPiB MOXKE CIYXKHUTh TEPMOJIAOITFHUI BapiaHT KIOYOBOro (hepMEHTY HYKJIETHOBOTO OOMiHY -
metuiaeHTeparuapodonarpeaykrasu (MTHFR), acorifioBanuii 31 CXHIBHICTIO IO aTEPOCKIEPO3Y Ta
1IeMi4HO1 XBOpOoOU cepIlsi, BpOHKEHUM J1e(heKTOM HEPBOBOI TPYOKH.

JlebexTHuii ren anriorensunneperBoprorodoro pepmenty (ACE) acomiiioBanmii 3 pO3BHTKOM
rineptpodii Miokapa i rmagkoi MyCKylaTypu CyIuH, a TaKOXK CTaHOM IHCYJIIHOPE3HUCTEHTHOCTI,
0 Mae ICTOTHE 3HA4YeHHS B TEHE31 €CCEHIlaNbHOI TimepTeHsii, iHdapKTy MioKap/a,
1HCYJTIHHE3aJIeKHOTO ITyKpOBOTO Jiadery, AiabeTnunoi Hedponarii Ta iHIIOI CyAMHHOT MaTOJOT 1.

Omun 3 anemiB (4-1) rena amomimonporeiny E (ApoE) acomiiioBanuii He TiabKH 3i
CXWJIBHICTIO JI0 aTepOCKIIepo3y, ajie i 3 XBopoOoo AJblreiimepa, Xopeeio ['eHTHHITOHA, 1HITMMHU
HeHWpoaereHepaTUBHUMH 3aXBOPIOBAHHSIMU.

OTxe, TecTyBaHHS aJleIbHUX BapiaHTIB NPAKTUYHO OYyAb-KOrO TI'€Ha CXWIBHOCTI Ja€ B
PO3MOPSKEHHS JIIKApSI-KIHIIMCTa BAXIIMBY 1H(QOpMAIIi0 MPO CTaH 0araThb0X CUCTEM OpraHi3my 1
JI03BOJISIE OIIIHUTH CXWJIBbHICTh TAIll€EHTa BiApa3dy 0 NEKIIbKOX pI3HHX, YacTO HaTOT€HETHYHO
JAJIEKO BiJTAJICHUX OJMH BiJ OJHOTO, 3aXBOPIOBAHb.



TakuM 4YMHOM, B OCTaHHI POKM B pe3yjibTaTi IHTEHCHUBHOTO PO3BUTKY MOJIEKYISIPHO-
TCHETUYHUX METOIB BIAETHCS 1eHTU(IKYBATH T€HH, MYTaIlii SKHUX BHOCSATH ICTOTHHUH BHECOK Yy
CXWJIBHICTB J10 PO3BUTKY Pi3HUX MYJIbTU(AKTOPIaTbHUX.

OcCHOBHI TIpUYMHHU TPYAHOUIIB imeHTU(IKaIi TEeHiB, IO BHOCATH BKJIAJ B TCHETHYHY
CXWJIBHICTh J0 MYNbTH(AKTOpIaIbHUX 3aXBOPIOBAaHb, TOB'S3aHI 3 HACTYMHUMH (akrtopamu: 1)
BIJICYTHICTIO MEH/IEJIEBCKOT'O THITY YCHAAKyBaHHS Yy OLIBIIOCTI 3aXBOPIOBaHb, 2) HASBHICTIO Y HUX
BUPa)KEHOI I'€HETUYHOI reTeporeHHoCTi (KokHa KiliHiYHA (opma sBise COOOI0 TpyIy CIIaIKOBUX
nedekTiB 3 OJHAKOBMM IIPOSIBOM), 3)HEIOCTATHHOIO BHBUYEHICTIO MMATOTCHETHYHHX MEXaHI3MIB
MYJIbTH()AKTOPIaTBHUX 3aXBOPIOBAHb.

3a OMOMOror MOJei TOJOBHOTO T'eHa B TPyMmi MYJIbTH(AKTOpiaIbHUX 3aXBOPIOBAHb
BJIAJIOCS] BUAUTUTH (POPMH, 1110 MAFOTh MOHOTEHHE CITa/IKyBaHHS.

Tak, 3 BeNMKOT IpyINu TIMEPiIiIeMii, 0 MPU3BOAATH 0 1IIEMiYHOI XBOpoOHU cepiis Oyrma
BUJIJIEHA CciMeiiHa rimepxosecTepuHeMis, 00yMOBJIEHA MYTalli€l0 B T€HI peLenTopa JIMonpoTeiHiB
HU3BKOI MUJTBHOCTI, B TPYITl €CCEHIIAIbHOI TinmepTeH3ii i1eHTu(ikoBaHO 4 MOHOTCHHHUX BapiaHTH, a
IIpU 1HCYJIHHE3JICKHOMY LIYKPOBOMY Jia0eTi BUSABICHO 6 T€HETHYHHUX BapiaHTIB I0pOCIoi popMH
3axBoproBauHs y Mosioaux (MODY -1-6 Turmis).

I'eHeTHka OHKOJOTIYHMX 3aXBOPIOBaHb. [lil OHKOJOTIYHUMH XBOPOOAMH PO3YMIIOThH
BelMuKy Tpymy 3axBopioBanb (monany 200), ski 3yMOBJIEHI IMOSBOIO B OpraHi3Mi 3MiHEHHX
(TpancopMOBaHKMX) COMAaTHYHHX KIITHH. [IpUY4MHAMU PO3BUTKY HOBOYTBOpPEHb, MOIIOHO 10
IHIUX MYJIbTH(AKTOPIaTbHUX 3aXBOPIOBaHb, € K ()aKTOPHU HABKOJHUIIHHOTO CEPEIAOBHINA, TaK 1
TeHEeTHUYHA CXUJIBHICTH 10 XBopoOu. bimspko 80 %ycix BUMaaKiB OHKO3aXBOPIOBAHb BiIHOCATH 110
criopaguuHux (BumaakoBux), 15 % -mo cimeiHux GopM (BaXKKO PO3IIIUTH BIUIMB CEPEIOBHINA Ta
TCHOTHITY), 1 TiIbKU 5 %€ cyTO criaIkOBUMU.

Ha manwuii yac 3araJlbHONMPUUHSATOIO € KOHIIEMHIlIS PO Te, M0 PaK Iie TeHeTHYHA XBopoOa, B
OCHOBI SIKOi JIeKaTh 3MIHM B T€HOMI KJIITHHH. Y TEPEBAXKHIM OUIBIIOCTI BHUMAMKIB 3JIOSKICHI
HOBOYTBOPEHHSI PO3BHBAIOTHCS 3 OJHIE] MYXJIMHHOI KIITHHH, TOOTO MalOTh MOHOKJIOHAJIbHE
MOXO/KEHHS. Buxoasum 3 MyTariiiHoi Teopii, pak BHHHKA€ BHACIIJOK HAKOMUYEHHS MYTaIlill y
cnenudiuanx ainsHKax krituaHOl JIHK, 1110 npu3BoasaTe 10 yrBopeHHs AeeKTHUX OLIKIB.

[IpsMuM 10Ka30M MYyTaliiHOI MPUPOJIU paKy MO>KHA BBA)XKATH BIAKPUTTS MPOTOOHKOTEHIB 1
TeHIB-CYMPECOpiB, 3MiHa CTPYKTYpPH Ta EKCHpecCii SKUX 3a PaxXyHOK PI3HMX MYTAIIHHUX TOAIH, y
TOMY YHCIIi 1 TOYKOBUX MYTallil, MPU3BOIUTH J10 3MOSKICHOI TpaHC(OpMALlii.

BiakpuTTs KIITHHHHX TPOTOOHKOTEHIB BHepmie Oylo 3IIMCHEHO 3a JOMOMOTOK0
BucokoonkorenHnx PHK-BipyciB ( peTpoBipyciB), siKi HeCyTb y CKJaai CBOTO TeHOMa
Tpanchopmyrodi TeHH. MoeKyaspHO-0100TiYHUMH MeTogaMu Oyiio Bcrta”oBiieHo, 1o JIHK
HOPMAJIPHUX KIITHH PI3HUX BHUIIB €YKapiOT MICTHTh IOCHIJOBHOCTi, TOMOJIOTi4HI BIpYCHHUM
OHKOTEHaM, sSIKi OTPHMaJId Ha3BY MPOTOOHKOTEHIB. [lepeTBOpeHHs KIITHHHUX MPOTOOHKOTECHIB B
OHKOT'€HU MOJKE BiJI0YBaTHUCS B pe3yabTaTi MyTallii, sSIKka KOAYe MOCTIIOBHOCTI MPOTOOHKOT'€HA, 110
MpU3BEAC 70 YTBOPEHHS 3MIHEHOTO OUIKOBOTO MPOAYKTY, a00 B pe3yJbTaTi MiABUIICHHS PiBHS
eKcrpecii NPOTOOHKOI€Ha, BHACHIAOK 4YOro Yy KITHHI 30UIBIIYETbCS KIUIBKICTH — OllIKa.
[IpoTooHKOTeHH, AKI € HOPMAJIBPHUMHU KIITHHHUMH T'€HaMH, BOJOJIIOTH BHCOKOIO €BOJIOIIHHOIO
KOHCEPBATHBHICTIO, 1110 BKa3ye Ha X y4acTh B KUTTEBO BAXJIMBUX KIITHHHUX (PYHKITISX.

ToukoBi MyTallii, 10 MPUBOJATH J0 MEPETBOPEHHS MPOTOOHKOTEHIB B OHKOTE€HU, BUBYEHI B
OCHOBHOMY Ha MpPHUKJIaJi aKTUBAIlil MPOTOOKOTEHOB ciMeiicTBa ras. Lli renu, Brnepiie KJIOHOBaHI 3
NyXJIMHHUX KIITHH JIOAMHUA TPUA PaKy CEYOBOTO MiXypa, TPalOTh BAXKIMBY POJb B PEryISLii
npouidepanii KIITHH K B HOpMI, TaK 1 pu naTtojorii. ['ennu cimelicTBa ras npeacTaBisioTh COO0I0
Ipyny HTPOTOOHKOTEHIB, HAHOIIBII YacTO aKTHBYIOTHCSA MPHU MyXJIWHHOMY TEPETBOPEHHI KJIITHH.
Myranii omnoro 3 reHiB HRAS, KRAS2a60 NRAS BusiBisitoThecst mpubnuszno y 15% Bunaakis
3JI0SIKICHUX HOBOYTBOpeHb y moauHu. Y 30% xmituH ageHokapuwHoM Jjerkoro 1y 80% xmituH
MyXJIMH MiJIUTYHKOBOI 3aJ103M BUSIBIISIETHCSI TAKOX MYTAIlisl B OHKOTEHax ras, M0 acOLiIOETHCS 3
MIPOTHO30M TSDKKOTO Iepediry 3aXBOPIOBaHHS.

OpnHi€lo 3 IBOX raps4yMx TOYOK, MyTamlii B SIKUX NMPHU3BOJIATH IO OHKOT€HHOI akTHBalii, €
1241 xomoH. B excrniepuMeHTax Mo CpsMOBaHOMY MyTareHe3y OyJio ToKas3aHo, 1o 3amiHa B 12-m
KOJIOHI ITIIKHY Ha Oy[b-sIKy aMiHOKHCIIOTY, 32 BUHATKOM IPOJIiHY, IPU3BOJIUTH JI0 MOSIBH y T'€Ha
Tpanchopmyrdor 3ai0HOCTI. [pyra kpuTu4Ha 00JACTh JIOKANI3yeThCsS HaBKOJIO 6110 KOmOHY.



3aMiHa TIIyTaMiHy B MOJIOKeHHI 61 Ha Oyab-sfKy aMiHOKHCIOTY, KpiM MpPOJiHY 1 IIyTamiHOBOi
KHCJIOTH, TAKOXK TIPU3BOJIUTH JI0 OHKOTEHHOT aKTHBAIIi.

AHTHOHKOTEHH, a00 TEHU-CYNpEecOpH NYyXJUH - 1€ TEHHU, HASIBHICTb NPOIYKTY SIKHX
npurHiuytoe yrBopeHHs myxymH. Y 80-90x pokax XX CTONITTSA BUSBICHI KIITHHHI T€HH, SIK1
3IACHIOIOTh KOHTPOJIb KIITHHHOI mIpoiideparii, NepemKoKaldd BCTYIy KIITHH y PO3MOALT 1
BUXOA 3 audepeHIiiioBaHoro cTaHy. Brtpara ¢QyHKOIiT IIMX aHTHOHKOTEHOB BUKJIMKAE
HEKOHTPOJIbOBaHY KJIITHHHY Mpoideparito. 3aBAsKi CBOEMY NMPOTUIICKHOMY MO BiTHOLICHHIO 0
OHKOTEHIB (PYHKI[IOHATPHOMY MpPU3HAYCHHIO, BOHM OYyJM Ha3BaHI aHTHOHKOT€HaMl ab0 TeHamu-
cympecopamu 370siKicHOCTI. Ha BinMiHY BiA OHKOTEHiB, MyTaHTHI aJjileli TeHiB-CyIpecopiB
periecuBHi. BiCyTHICT OJHOTO 3 HUX, 32 YMOBH, IO APYTHil HOPMaJbHHUMA, HE MPU3BOAHUTH JIO
3HATTS 1HT1OYBaHHS YTBOPECHHS MYXJIMHH.

TakuM YHMHOM, TPOTOOHKOTCHH 1 TEHH-CYNPECOPH YTBOPIOKOTHh CKIAAHY CHCTEMY
MO3UTUBHO-HETaTUBHOIO KOHTPOJIO KIITHHHOI mpodjideparnii i audepeHiioBaHHsa, a 370SKICHA
TpaHchopmaIlis pear3yeThCsl Yepe3 MOPYIICHHS €1 CHCTEMH.

Y 1971 poui Anbdpen KuyncoH 3amporoHyBaB rinmoresy, BiIOMY 3apa3 sK Teopis
MOABIMHOTO yaapy abo TOJBIMHUN MyTarllii, 10 TOSCHIOE MEXaHI3M BHHHMKHEHHS CITaJKOBOi 1
CHIOPagMIHOI0 (OPM PETHHOOIACTOMH - 37I0SKICHOT MyXJIMHU CITKIiBKH OKa. [ pyHTYIOUKCh Ha JJaHUX
CTaTUCTUYHOTO aHaJl3y TMpPOsIBY pi3HUX (opM peTMHOOIACTOMH, BIH MPHUITYCTHB, IO IS
BUHUKHECHHS MyXJUHU B KJIITHHI MMOBUHHI BiAOYTHCS NIBi MOCHIIOBHI MyTalii. Y pa3i craakoBoi
PETHHOOIACTOMH TEpIia MyTallis Bi0YBAEThCS y KIIITHHAX 3apPOKOBOI JIiHIT (CagKoBa MyTarlis), a
apyra myrtaimis (apyruii ynap) - y comatmyHux. CriopajudHa peTHHOOJIACTOMA 3yCTPIiYaeThCs
piamie i € pe3yapTaToM ABOX MYyTallldi B COMaTUYHIA KIITHHI. IMOBIpHICTH TOTO, 11O B OJHIHN KIIITHHI
BiOy/eThCs 1B MOCHIAOBHI MyTallii HEBEJIHKA, TOMY CIOPaIUYHA PETUHOOIACTOMA 3yCTPIYAEThCS
piaie, HiK CHaJKoBa, MyXJIUHU MPH IIbOMY (GOPMYIOTHCS Ti3HIIIE 1 B MEHIIN KibKocTi. [Tomganbmri
JOCITIJDKEHHS MiATBepAMIH rirnoTe3y KHyacoHa, sika 3apa3 BBAKAETHCS KIACHYHOIO.

3a cy4acHUMH YSBICHHSIMHU HEOOXiZHO BiJl TPhOX 10 IIECTH J0JATKOBHX TC€HETUYHUX
VIIKO/KEHb JUIE  TOro, o0 3aBepIIMTH Tpolec Heomnasii (yrBopeHHs nyxiuuHu). [laxi
eIliIeMiOJIOTIYHUX, KIIHIYHUX, eKCIIEPUMEHTAIbHUX (Ha KyJbTypaxX TPaHC(HOPMOBAHUX KIIITHH 1 HA
TPAaHCTCHHUX TBapUHAX) 1 MOJICKYISPHO-TEHETHYHUX JOCTI/KEHb J00pe Y3rO/DKYIOTHCS 3 IUMH
VSIBJICHHSIMHU.

MyrtaTopuuii ¢eHoTun. 3yCTpiHaNbHICT, paKy y JIOJWHA 3HAYHO BHINE TEOPETUYHO
OYiKYBaHO1, SKIIO BUXOJIUTH 3 MPHITYILIEHHS PO HE3aJe)HE 1 BUIMAJAKOBE BUHUKHEHHS MyTalill B
MyXJIMHHOI KJIITHHI. {711 TMOsICHEHHS IBOTO MPOTHPIYYS 3alMpONOHOBaHA MOJIENb, 3TITHO 3 SKOKO
PaHHBOIO MOJI€I0 KAHIEPOreHe3y € 3MiHa HOPMaJbHOI KIITHHH, IO HPU3BOAMTH 10 Pi3KOTO
TT1JIBUIIICHHS YaCTOTH MYTaIliil - BAHUKHEHHIO MyTaTOPHOTO ()€HOTHITY.

@®opmyBaHHA 1MOAIOHOT KOHCTHTYLIi BiAOyBAa€eThCS TPU HAKONHWYEHHI OHKOICHIB, IO
KOJIYIOTh OLTKH, SIKi OepyTh y4acTh y Mpollecax KIITHHHOTO MOMAUTY, B MpoIecax MPUCKOPEHHS
KIITUHHOTO TMOAUTY Ta nu(depeHIiloBaHHs, y TMOE€IHAHHI 3 1HAKTHBAIIEI0 TEHIB-CYIPECOpIB,
BIIMOBIIAILHUX 3a CHHTE3 OUIKIB, IO TaJbMYIOTh KIITHHHHH MO 1 1HIYKIIIO aronTo3y
(reneTHyHO 3amporpaMoBaHa 3aru0enb KITHHH). [ToMUIKKM perutikamii myuiaraloTh BUIIPABICHHIO
CHUCTEMOIO TOCTPEIUIMKAaTUBHOW pemaparii. Bucokuii piBeHp TouHocTi pernrikamii JIHK
HIATPUMYETHCS CKIIAIHOIO CHCTEMOIO KOHTPOJIIO TOYHOCTI perulikallii - CuCTeMaMu pernaparii, siKi
KOPUT'YIOTh ITOMUJIKH, 1110 BUHUKIIH.

VY nroauHM BiZoMi 6 reHiB MOCTPEIUTMKATUBHON peraparii (reHu crabimpHOCTI). Koituau 3
ne(eKTOM CHCTEMH TOCTPEIUTIKATIBHON perapallii XapakTEepU3YIOThCS IMIJIBHIICHHIM YacTOTH
CIOHTaHHUX MyTanii. CTymiHb MyTaTOpHOro e(eKTy Bapilo€ BiJ JBOKPATHOTO ITiBUIICHHS
MyTaOeJIbHOCTI JI0 MIECTiIeCATIKPATHOTO.

Myrtanii B TeHax CTaOiIbHOCTI - paHHS TOJis KaHIIEpOTeHEe3y, II0 TEeHepye Cepiro
BTOPUHHUX MYyTaIlill B Pi3HUX T€Hax 1 ocoOnuBuid BUI HecTabuTbHOCTI cTpykTypu JIHK y dopmi
BUCOKOi BapiaOeNbHOCTI CTPYKTYpH HYKJICOTHAHMX MIKPOCATENITIB, TaK 3BAHOI MIKpOCATENITHOI
HecTablIpHOCTI. MikpocaTeniTHa HECTaOUTbHICTh - 1HAMKATOp MYTaTopHOro QeHotumy i
J1arHOCTUYHA O3HaKa Je(eKTy TIOCTPEeIUTMKATUBHOM pemapanii, 10 BUKOPUCTOBYETHCS IS
posmominy myxiumH 1 JiHii myxnaumaHax kinitiH Ha RER +1 RER- (RER -a6pesiarypa ciiB
replication errors,BoHa ImiaKpecitoe, 0 HeCTa0UIBHICTD - e pe3yIbTaT HepernapoOBaHUX TOMUIIOK



perutikaiiii). MikpocaTeaiTHa HECTaOUIbHICTh TAKOXK BUSBJICHA B KIITUHHHX JIIHISX, BiiOpaHuX 3a
O3HAaKOI CTIMKOCTI JI0 QJKWIYIOYMX areHTiB Ta JCSIKUX IHIIMX KJIaciB MEJIMKaMEHTIB.
MikpocaTeniTHa HECTaOUIbHICTh SIK pe3ynpTaT nopymeHHs Mertabonizmy JHK, 11 perumikamii i
pemapaiiii € MPUYUHOIO PO3BUTKY ITYXJIHH.
V pesynbraTi AeeKTy MOCTPEIUIMKATUBHON penapaiii Bi10yBaeThCsI HAKOIMTUYEHHS MyTalliif
B T€HaX KPUTUYHUX TOYOK, IO € MEPEAYMOBOIO KIITHHHOI MPOTrpecii 0 MOBHOI 3JI0SIKICHOCTI.
[HakTHBAIlIS PEIENITOPHOI CUCTEMH, 0OYMOBIIEHA MYTAIli€l0 3CYBY PaMKHU 3YUTYBaHHS B MOBTOpaX
KOJIyFO4Oi TOCIIIOBHOCTI, CIIOCTEPITAETHCSA TUTHKM B MyXJMHHUX KIITHHAX 1 HE BHUSBISETHCS 0€3
MiKpOcCaTeiTHOI HeCTaOlIbHOCTI.
Kanneporenes BHacIiIok 1ediruTy MOCTPETUIMKATUBHON penapariii mpoTikae, MpUHAWMHI, B
TPH €TaIu:
1. rerepo3uroTHi MyTaiii T€HIB TOCTPEINIMKATHBHON pemnapariii CTBOPIOIOThH COMaTUYHUUN
"mpomyraTopHuii” GpeHoTu,
2. BTpara aJeito JUKOTO TUITY MPOIYyKYE COMATHYHHUIA MyTaTOPHHUNA (DEHOTHII;
3. HactynHi Myrtanii (B OHKOreHax 1 reHax-Cympeccopax IyXJIMH) HPU3BOISATH O BTPaTH
KOHTPOJTIO POCTY 1 CTBOPIOIOTh PaKOBUHN (DEHOTHII.

TakuM 4YWHOM, PO3BUTOK pPAKOBOI MyXJIMHM OararocTaiifHMN 1 y mepmoMmy HaOIMKeHHI,
MOXe OyTH ONHUCAaHMK K TpaHc(opMallisi COMAaTUYHOT KJIITHHHU B JI€30praHi30BaHy Ipyny KIITHH -
MyXJINHY; 3pOCTaHHS L€l MyXJIMHU Ta ii MalirHizais, T.e. IpuaOaHHs 37I0AKICHOTO XapakTepy, 10
MOJISITa€ B 3IATHOCTI JI0 1HBA311 B CyCi/IHI TKAHWHU Ta METAaCTa3yBaHHS.

KoxHna cranist Heorasii moeaHana 3 NpuaOaHHSIM KIIITKOIO OJHI€T a00 TBOX HOBUX MYTAIlil,
peryasTopHoro abo CTPYKTYpHOTO XapakTepy, $5Ki, BIAMOBIIHO, AKTUBYIOTh OHKOT€HH, abo
1HAKTUBYIOTh CyIpecopHi reHu. [Ipu nboMy 3 KO’KHOIO HOBOIO MYTAIIi€l0 BiI0YBAa€THCS MOCIHIJOBHE
"KJIOHYyBaHHS TpaHC(HOPMOBAHUX KIITHH 3 HAPOUTyBAaHHSM IMOTEHIIIATY 1X KaHIIEPOT€HHOCTI.

[IBHIKICTh PO3BUTKY I[LOTO TEHETUYHOTO 3aXBOPIOBAHHS 3aJIC)KHUTh K BiJl CIIAJKOBUX, TaK i
30BHIIIHIX ()aKTOpiB (OCTAaHHI BKIIOYAIOTH Taki (aKTOPH 3a0pyIHCHHS CEPEIOBHINA SK pajiarlis,
010JIOTIYHO aKTHBHI PEYOBHHH, KAHIIEPOTeHU 1 T.1. ); HapeTi, BoHa IpsSMO 3aJIe)KUTh BiJl 3aXUCHUX
BJIACTUBOCTEH OpraHi3My, BKJIIOYalOYM Taki (DYHKIIII, IK TYMOpaJbHUH 1 KJIITHHHUHN IMYHITET, aje,
TOJIOBHAM YWHOM, pemapaTuBHI (YHKIT KIITHHH, 3a0€3MeuyioTh TOYHICTh BIATBOPECHHS 1
30epeKeHHs 11 TEHETHYHOTO MaTepiamy.

IIuTanHsA 1151 CAMOKOHTPOJII0

15.5Iki xBopoOU BITHOCATHCA 0 MYJIbTH()AKTOPIAIbHUX ?

16. SIki pakTOpiB 30BHIMIHBOTO CEPEIOBHUIIA CIPUSAIOTH peati3alii MyabTH(PaKTOPiaTbHOT
naToJorii?

17.Yum xapakTepusyrThCs MyJIbTH(AKTOpiaTbHI XBOPOOU?

18. fIki MeToIM BUKOPUCTOBYIOTHCS VISl JOKA3y MYJbTH(AKTOPIaIbHOT IPUPOIN
XBOpOOH?

19. fIki 03HAaKM MOXYTh CBIAYMTH MPO CiMEHHOT hopMH paky?

TecTu 1151 nepeBipKM MOYATKOBOI0 PiBHS MiJITOTOBKH:

1. SIxi MeTroaw AOCTIIHKEHHS JO3BOJISIIOTH BCTAHOBHTH HASBHICTH MYTAHTHOTO TE€HY B JaHOMY
oprasi3mi:

A. BuznaueHHs aHoMmanpHOrOo  OlIKa, BH3HAUCHHS  KapioTumy 3  JudepeHIiiioBaHUM
3a0apBICHHSM.
B. Busnauenss crareBoro xpomaruny, JJIHK-30n1yBaHHS, KIiHIKO-T€HEAIOTTYHUNA METO/.



C. Hepmatormidiunuii meton, JJHK-30H1yBaHHS, KIIIHIKO-T€HEATOT1YHHIA METO/I.
D. IHK-30H1yBaHHS, BU3HAYEHHSI aHOMAJIBHOTO MPOAYKTY TeHy abo fioro aedinury.

2. 'eHeTUYHOIO0 OCHOBOIO ()OPMYBAHHS KIJIbKICHUX MOJIIFCHHUX O3HAK €:

E. IMomimepis

F. KomominauTHiCTh

G. IlnetioTporis

H. Bapbupyromas eKCipecuBHICTh
|. Pempecis renis

3. 11t nmpoinakTHKK MyJIbTU(AKTOPIaIbHUX 3aXBOPIOBaHb HAHOUIBIN iCTOTHHIA:

A. Po3paxyHOK TEOpETHYHOTO PU3HKY TepeIadi 3aXBOPIOBAHHS IOTOMCTBY
B. ®opmyBaHHs Ipyn pU3HKY AJI1 KOKHOIO KOHKPETHOI'O 3aXBOPIOBaHHS
C. KapiotumyBaHHs

D. BusBnenHs o3Hak ai3mopgorenesa

E. JlocnimkeHHs OJIOBOTO XPOMAaTUHY

4. BkaxiTh, Ha MIJCTaBl YOro 1HAWBiJIAa MOXHA BIAHECTH N0 "TPYNU MiJBUIICHOTO PU3UKY" TIO
MyJIbTH(AKTOPIaTbHIN XBOPOOi:

Teneanoriynnx gqaHnux

IMyHOJIOTIYHUX TTOKA3HHKIB

BioxiMiYHMX ITOKa3HHUKIB

TsoxkocTi Iepediry XBopoou

Pe3ynbTariB cy4acHOTO IUTOTEHETHYHOTO JTOCIIHKCHHS

moowz»

5. It mynsTH(]aKTOpiaIbHIX XBOPOO HE XapaKTEpHi:

BinMiHHOCTI XBOpHX 3a CTAaTTIO

BiamiHHOCTI XBOpHX 32 BIKOM

HIupokuii criekTp KIIHIYHUX MPOSIBIB

XapakTep ycnaakyBaHHs 3a 3akoHaMu MeHiens
Bucoka yacroTa y momyssmii

moowz»

6. 1o xBopoO 3 MynbTU(HAKTOPIATbHO 00YMOBIICHOIO CXHIIBHICTIO HE BiJHOCSTS:

A. XBopoOy Aunbireiimepa

B. Imemiuny XxBOpoOy cepiis

C. BupaskoBy xBopoOy IITyHKA Ta IBaHAALSATANIAIOl KHITKH
D. T'anakTto3zemito

E. bponxianpHy acTMy

7. SIxi (hakTOpHM MEPENIKOKAIOTH pealtizallii CragKoBO1 CXMIIBHOCTI JI0 TIEPTOHIYHOI XBOPOOH:

3aHATTS PI3UUHOIO KYJIBTYPOIO 1 IPaBUIIbHE YepIyBaHHS Mpalli Ta BIIMOYUHKY
Emoriiini ctpecu

BoxkuBaHHS aIKOroto

[MTaninus

[Ipodeciitni mkiaIMBOCTI

moowz>

8. BxaxiTh eTionoriyHi TeHeTHYH1 PaKkTOpH Mpu MyJbTH(AKTOPIaTBHOT MaToIOTi:



A. Jlis nBOX aneneil reHa OJJHOTO JIOKYCY
B. Mikpozenerii Ta iH1I MikporepeOyn0Bu 0y1b-IK0T XpOMOCOMH
C. Edexr omuHUYHOTO TeHa

D. AnutuBHuiA eekT OaraTboX T'€HIB 3 PI3HUM BIJHOCHHM BHECKOM KOXKHOTO Yy MaTOTeHE3
E. Vci nepepaxoBani

9. MynbTHdakTOpiadbHl XBOPOOH — 1€ 3aXBOPIOBAHHS , 32 SIKUX !

3minenuit perotu

3MiHEeHA KUTBKICTh XPOMOCOM
3MiHEeHa HOpMa peakiii
3MiHEHHI T€HOTHUIT

moow2

VYci BianoBiai mpaBuiIbHI

10Yum BU3HAYAETHCSA MOHOIEHHA CHAIKOBA CXUJIBHICTDH?

A. TlaToJIOT1YHOO MYTaIli€l0 Y OJHOMY TeHi1

B. IlaronoriuHoro MyTali€o y IeKiTbKOX reHaxX

C. Jliexo YnHHUKIB 30BHIIIHHOTO CEPEIOBHIIA

D. B3aemopi€ro MyTaHTHOTO IreHa Ta (paKTOpiB 30BHIIIHBOTO CEPEIOBUIIIA
E. Yce nepepaxoBane BipHO.

TecTH 11 KOHTPOJIIO KIHIIEBOT0 PiBHSA MiATOTOBKM:

1. SIxi o3HaKM XapakTepH1 sl MyJIbTi(haKTOpiaIbHUX XBOPOO:

Benukuit moniMopdizm KIiHIYHUX GOpM
Benukuii moniMop¢izM iHAKBITyaTbHUX MPOSBIB
IcayBanHs nepexigaux Gopm

Bucoxka yactoTa naTosorii y momysismii.

VYci nepepaxoBani

moowy

2. JInis mOJIIreHHOr0 yCIaAKyBaHHS HE XapaKTepHa HACTYITHA O3HAaKa!

A. Yum pifie 3ycTpivyaeTbes XBOpoOa B MOMYIALIT, TUM BHILE PU3UK I POANYIB MpodaHa

B. BigcyTHicTh pi3HULS y BeMWYWHI pu3uKy s poaudiB mpodanma | 1 Il 1 11 1 Il crymens
CTHIOpiTHEHHS.

C. Yum cuibHINIE BHpakeHa XBOpoOa y mpoOaHja, THM BUINE PU3HK 3aXBOPIOBAHHS I HOTO
POIUYIB.

D. Pusuk mis pogudiB npobanga Oyze BUIIE, SKIIO € IHITUNH XBOPUA KPOBHUMA POJIHY.

E. V pas3i BusiBIeHHS Pi3HMLI B YaCTOTI XBOPOOU 3a CTATTIO PU3UK Uil pOAUYIB Oyze BHIIE, SKILO
poOaH]T BITHOCUTHCS 10 MEHIII BPA3JIMBOI CTaTi.

3. Jlo reHeTUYHUX 3aXBOPIOBAaHb COMATUYHUX KIITHH BIAHOCSTH:

XBOpoOH, IO HE MEPEAIOTHCS 1O CIATKOBOCTI.
3105KiCHI HOBOYTBOPEHHS .

LlykpoBwuii giaberT.

I'emodimis.

[lcuxiyHi 3aXBOPIOBaHHS.

moowz

4. 3 mepepaxOBaHHX HWXXYE J0 MYJIbTU(AKTOPIaTbHOI MATONIOTIT 3 MEPEBAXKHHUM YPaKCHHSIM
YOJIOBIKiB Bi JTHOCATBCS:



MHOXUHHI BaJill PO3BUTKY HEPBOBOI CUCTEMHU
I'emodinis Aub

[MirmenTHa KCepoaepMa

BupaskoBa xBopoOa JBaHaIATHIIANO! KUIIKH
MykoBicuao3

moowz»

5. J1o YMHHHUKIB, AKi MIJBUILYIOTH PU3UK MYJIbTH(AKTOPIAIbHOT XBOPOOH HE BiAHOCSTH:

Bpak kpoBHUX poaHUiB

HasiBHiCTH aHAOTI94HOT XBOPOOU Y KPOBHUX POJIMYIB
[kianuBi (hakTOpH HABKOJIHUIIHEOTO CEPEIOBHIIA
[IcuxoemoriitHuit cTpec

Benuka KUIBKICTE IITEH B CiM'T

moowz>

6. CTyniHp reHeTUYHOI AeTepMiHaIlil MyJIbTH(AKTOpiaIbHO 00YMOBJIEHOT 03HAKU BiOOpaxKae:
A. Koedimient iHOpunuHry
B. Koeoiuient ycraakyBanHs
C. Iloka3HUK EHETPAHTHOCTI
D. Yacrka KJIITHH 3 MyTaIll€}0 XPOMOCOM ITPH MO3aiYHOMY KapiOTHIIi
E. Yci nepepaxoBani

7. 11lo o3Hauae acorriarist MyIbTHGAKTOPIaTEHOT XBOPOOH 3 MOTIMOPGHUMH CHCTEMAMH ?
A. HaiiGisp11 BUCOKY 4aCTOTY BU3HAYEHOTO MapKepa cepell XBOPHUX B MOPIBHAHHI 3 TAKOIO y
3JI0pOBHX
B. Po3mimieHHs reny, sskuii 00yMOBITIOE XBOPOOY, | reHy MapKepHOi O3HAKU Ha OJIHIH XpOMOCOMI
C. HasBaicTh pexoMOiHaIIi 1 Mi’k TEHOM XBOPOOH | TEHOM MOJIIMOPQHOT CUCTEMH

D. VYci nepepaxoBani BipHi
E. Yci nepepaxoBani He BipHi

8. KoedirienT cnagkoBocTi BigoOpaxkae:

BaxkicTh 3aXBOpIOBaHHS
HIMOBIpHICTh PO3BHUTKY 3aXBOPIOBAHHS Y POAUYiB ITpoOaH/Ia,
BkJai reHeTHYHUX YMHHUKIB Y CXHIIBHICTD J0 3aXBOPIOBAHHS,

Bxan cepeqoBUIHUX YHHHUKIB Y CXUIBHICTH 10 3aXBOPIOBAHHS
VYci nepepaxoBani

moow>»

9.'eHu CXUIBHOCTI YMOBHO MOALISAIOTH HA:

A. T'enn "30BHINIHBOTO cepeoBHUIIA"
B. I'enu-"Tpurepu”

C. I'eHu KITITHHHUX PELIETITOPIB

D. VYci nepepaxoBani

10. ki 7nikM He TPUHAYAIOTBCA JUIL  Tepamii TeTepo3uroTHoi  ¢Gopmu  CiMeiHOl
rinepxojaecTepuHeMii
Cratunun

AHTUO10THKH
CekBecTpaHTH JKOBUHUX KHUCIOT
[Ipenapari HIKOTUHOBOI KUCIOTH

moow2

®dibparu



Curyaniiini 3axauyi.

3aoaua 1. HoBOHapOKEHUI XJIOMYKMK Bif MaTepl 27 pOKiB, sSiKa CTpaKJIa€ Ha IIYKpOBUM aiaber.
Hapoauscst B cTpoK, BiJ mepiioi BaritTHocTi 3 Macoro Tina 4700, moBxuHOO Tina - 53 cMm. 3BepraB
Ha ceOe yBary 30BHIIIHIA BUTJIS TUTUHU. HAOpsKie, Micamnenoaione oonuuus. [Ipu kimiHI9HOMY
OOCTEXEHHI BiIMIYAa€THCSI PO3IIMPEHHS MEX Cepls, MOPYIIEHHS PUTMY, 30UIBLICHHS PO3MIpiB
NeYiHKM Ta cene3inku. [Ipo sxuil cuaapom MoxHa qymaT? SIKuii m1an o0CTexeHH ?

3adaua 2 Ha xOHCYNbTaTUBHUI TPHUIOM 3BEpHYJACs MAaTH JUTHHH, Yy SKOi 3'IBUJIMCA 3MIHHM Ha
MIKipl y BUIVISII IUIACKUX Ta Oyrop4yatux yTBOPEHb >KOBTOTO KOJIbOpy. BoHM po3ramoBaHi Ha
BOJIOCHCTIM YacTHHI TOJIOBM y AUISHIN IIIK Ta MiAOOPias, HAaBKOJO ouei, B 00JacTi KOJIHHUX
Cyrno0iB Ta axUIJIOBUX CyXOXHIIb. SIke 3aXBOPIOBaHHS CIIiJl 3ai103pUTH?

VII .NEPEJIIK HABUAJIbHO-METOJAYHOI JIITEPATYPH

A) HABYAJIBHA (ocHOBHa i 10AaTKOBA):
OCHOBHA:
3. T.B.Copoxman, B.ILITimaxk, 1.B.JIactiBka, O.I1.BosiocoBeusn, P.€.bynuk. Kiiniuna
reHeruka. - Yepuisui, 2006. — 45@.
boukop H.II. KiuHuyeckasi reHeTMkKa. Y4eOHUK. — 2+€ H31., nepepad. v Jo0Im.-
M..I'0TAP-ME]], 2002. — 44&.

JOJATKOBA
6. By:xkieBcbka T.1.OcHoBu Meaquunoi reHeTuku. - Kuis: “3nopos’s”, 2001.-13%.
7.AJ1. Haperopoaues, B.A. Ta6osun PykoBoacTtBo mo ¢gapmakorepanuum U AeTCKOU
xupypruu. Kiimnuueckas reneruka. - M.:Meanpakruka-M, 2002, — 232.
8. O.U. bpammneB, B.A. baxapes, I1.B. HoBukoB. JluarHoctuka Hu Je4deHHE
BPOJK/IEHHBIX U HACJIeACTBEHHBIX 3a00/1eBanmii y nereii. - M.: Tpuaga-X, 2004. — 56@.

METO/[M9HA PO3PObKA
JJIS1 BeleHHSI IPAKTHYHOI0 3aHATTA i3 CTyAeHTAaMH
MEJINYHA 'EHETUKA
Yuboea oucyunnina MeauyHa reHeTHKA
Mooynb Nel Mean4Ha reHeTHKA
3micmosuii mooynb Ne2 MoHorenHi XxBopoOu
Tema 3anamms 3arajibHa  XapaKTePUCTMKA MOHOIEHHOI  MAaToJIOriI.

CnanakoBi xBopoou o6MiHy (kJtiHika i reHeTHka). XBOpoou
AMIHOKHCJIOTHOr0 00MiHy. XBOpoOM OOMiHY BYIJIEBOIB.
XBopoOu OinipyOiHoBoro o0miny. JlisocomHi xBOpOOHM
Hakonn4yeHHsi. [lopymennss oOMiny Jaimixis. Bpomxeni Ta
CIAIKOBI XBOPOOU CEYOBHUBIAHOI CHCTEMH

Kypc 5




Dakynomem Menuunnii

I. AkTyanabHicTh TeMH

Hupxu BimHOCATBCS 10 )KUTTEBO BAXKIIMBUX OPTaHiB, IO 3/1IHCHIOIOTH 30€pEKCHHS

CTaJIOCTI BHYTPIIIHBOTO CEPEIOBHINA OPTaHi3My - TOMEOCTa3y, 3a JIOTIOMOIOI0 CIIAYIOUHUX
MIPOLIECIB:

- [TiaTpMaHHs HA ONTUMAIILHOMY PiBHI OOCSTY MO3aKIITUHHOI PiAMHM 1 11 OCMOJIIPHOCTI
IUISIXOM BIUTMBY Ha MIBUAKICTh €KCKpEIlii BOJU 1 HATPIIO;

- Perymsinist BMIiCTY B MO3aKIITUHHINA PIAMHU €IEKTPOJIITIB;

-[TixTrpumanus pH BHYTPIIIHBOTO CepeIOBHINA OpraHi3my (cekperrist i peabcopOrris
KHUCJIHX 1 TY)HHUX CYOCTaHIIi);

- YTBOpEHHs ceul, 3 sIKOi BUJANSETHCA 3 OPraHi3My BOZa, COJIi, MPOAYKTH a30TUCTOTO
00OMiHY, pi3HI TOPMOHH, a TAKOK TyKOPIIHI pEUOBHHH (JTiIKAPChKi PEYOBUHHU, OTPYTH i
mp.);

- BukoHaHHS HUPKOIO iHKPETOPHOU (DYHKIIT - Y HUPKOBOI TKAHUHU YTBOPIOETHCS P

BaYXJIMBHUX O10JIOTIYHHUX CYOCTaHIIIM CHCTEMHOTO 1 JJOKAJILHOTO JIii: peHiH,

epiTPONOETHH, YpOKiHa3a, akTUBHA (popma BiTaminy /I, mpocTornanannu, Opasiki-

HiH.

Hupku BHKOHYIOTH CBOI romeocTaTwuHi (YHKIi 1 YTBOPIOIOTH CE€UYy 3a JIOMOMOTOIO
nporieciB GiabTparii CKJIaJIOBUX KOMIIOHEHTIB IIa3MH, peadbcopOrii 1 cexperrii, a TaKoK CHHTE3Y
psny pedoBuH. Hupku € He TIIbKM HaWBaKIIMBIIIUM €KCKPETOPHE, a 1 IHKPETOPHY OpraHoM, oepe
yuacTi y perynsimii cyauanoro touycy (PAAC, nmpocrarimanauHu) i eputpornoe3y (epuTpornoeTuH,
iHrioirop Epitponoesa), 3 4iM MoB's3aHa BUCOKA YacTOTa PO3BUTKY TNEPTEH3UBHOTO 1 aHEMIYHOTO
CHHJIPOMIB TIpH MaTOJIOTi] HUPOK.

1I. Hasuanwhi yini 3auamms.
1 3aranbHy €TiONOTiIo0 i MaTOreHe3 BPOKEHUX B/l CEYOBOT CHCTEMH;

2.Ponb eHIOTEHHUX 1 €K30I€HHUX (DaKTOPiB y PO3BUTKY BPOKEHUX BaJl CEYOBOI CHCTEMH;
3.AreHesis Ta iHII peAYKIiiTHI 1eEKTH HUPKH;

4 Kucro3zHa xBopoOa HUPOK;

5.BpoxeHi mopymeHHs MPOXOIKEHHS! HUPKOBOTI MUCKH U BPOJDKEHI MOPYIICHHS CEUYCBHUKA,

6.IH11i Bpo/KEeHI aHOMAJI1 [Baiu pO3BHUTKY| HUPKH;



7. T BpopKeHi aHoMaltii [Baau po3BUTKY] CEYOBOT CHCTEME»,
8.OCHOBHI KJIIHIYHI TTPOSIBH BaJ] CEUOBOI CHCTEMU;
9.IIpuHIMNH MIarHOCTUKY Ta JIIKYBaHHS BPOJKEHHUX BaJ] CEUOBOI CUCTEMH.;

10 Po3mi3HaBaTH KJIiHIYHI TPOSBH BaJl CEUOBOI CHCTEMHU

11Bu3Hayati HEOOXiAHICTH JIOJATKOBHX OOCTEXEHb XBOpOro (0ioxiMiuHi, IHCTpyMEHTaJbHI,
MOJICKYJIIPHO-TEHETUYH1) IIPH HassBHOCTI 3arajibHUX O3HAK BaJ CEYOBOI CHCTEMH.

12 3nartu 3aranbHi NPUHIUIN JIKYBaHHS Ta NPOQUIAKTUKY BaJ CEYOBOi CUCTEMHU
II1. Iisti po3BUTKY ocoducTocTi (BUXOBHI IijTi)

ChopmyBatu y CTYAEHTIB TOYYTTS BIAMOBIAAIBHOCTI 3a mpodeciiHICTh Aiil y mporect
OOCTeXEeHHs, IIarHOCTUKM Ta JikyBaHHs mnauieHTiB 3 MT3X. IlpomoBxutu (opmyBaHHS
KJIIHIYHOTO MHMCJICHHSI MailOyTHBOTO JIiKaps 3arajbHOi MPAaKTHUKHU, Ta Ha OCHOBI JCOHTOJOTIUHUX
MPUHIIMITB, HABYUTH MOJIOJOTO CIEI[ialicTa BCTAHOBIIIOBATH IICUXOJOTIYHHA KOHTAKT 3 TaKUM
XBOPHUM Ta KOr0 pOJAUYaMU.

IV. MisknucuuniiHapHa inTerpaimist

3HaTu BwmiTu
Jucuyunnina
EBoutrontis PO3BUTKY MITOXOHJIPIH;
bionozisn CTPYKTypa Ta (yHKIii MIiTOXOHIPialbHOI
JHK; mnpomec peamizamii TeHETHYHOI
iHpopmanii; eranmu cuHTE3y Ollka —
TPAHCKPHIILIISI, TPAHCIIAIIS
MPOBOJAUTU OOCTEKECHHS
Anamomis, Bikoei Mmopopynkuionanvni
dizionoris 0codaugocmi 1100uUHU
BUSBIIATU CTPYKTYpHI
Ticmonoczia Ocnosu CmMpPYKmypHoi op2amizauyii | sMuH" KITITHH npu
Kaimunu, SHYMPIWHbOKIIMUHHUX | ONTUYHIN MiKpOCKOIiT
opzanen, 30Kpema Mimoxonopii
BU3HAYUTH OCHOBHI
Bioximis, Aepoonuin.  ma  aunaepobnuii  mun | pepmeHTH Ta TTaHKH
namonoziuna eHnepzo3ade3neyenna Kaimun i MKAHUH | OKKECITIOBAIHLHOTO
Qizionocia Op2amnizmy ma OCHOGHI Mmexanizmu ix | pochopHIIOBaHHSA B
nopyuieHb nporeci cuHTesy ATD B
MITOXOHJIPISIX
30upatu aHaMHe3
Tepanis, Anmponomempuuni, KaiHiuni, IIPOBOJUTH KIIiHIYHE
neoiampisn Jnabopamopui  ma  IHCMPYMEHMAbHI | 0OCTEKEHHS 110 OpraHax Ta
Memoou o6cmedcenH cucTeMax, OLIHIOBATH
MOKa3HUKH (bi3UIHOTO
PO3BUTKY, pe3ynbpTatu
1a00paTOPHUX Ta




IHCTpyMEHTAJIbHUX
METO/IIB

IPOBOJUTH HEBPOJIOTIUHE
Heeponozia Kpumepii diacnocmuku 3axeopioeans | oGerexeHus

Hepeoe6oi cucmemu

OIIHUTH pe3yibTaTH
O¢dmanvmonousn Kpumepii diaznocmuku namonozii 30py 0(TaIEMOIIOTYHOTO
00CTEXKEHHS
MIPOBOJIUTH OI[IHKY
AKywiepcmeo CKpuninzosa, neineasitina ma ineasiitna | pesynpTaTiB
olazHocmuKa namoaozii niooa
OLIHUATH MMOKa3HUKHA
T'emamonoczin Kpumepii  diacnocmuxu  anemiii  ma | nepudepuunoi Kposi Ta
yumonenii KiCTKOBOTO MO3KY
OcHoBHI rpymnu AHTUOKCHUJIAHTIB, | BUTTUCYBATH pernenTH,
Dapmakonozis Ko(akTOpiB MeTaboIi3My, META0OMITIB Ta | MPU3HAYATH aJIcKBaTHE

NEPEeHOCHUKIB  eJeKTpoHiB.  IlpaBuna | mikyBaHHS
BUIMCYBAHHS PEIICTITIB

V. 3micT 3aHAaTTH

OCHOBHI NPUHIIAIIH B3a€MO3B'sI3Ky MK BIUTMBOM Ha IUTIA-IKUX (hakTOpiB 1 PopMyBaHHIM
MTOPOKY:

- Cnenudiunicts Tepatoren. Teparorenuit ¢akrop (Td) BuKINKaE BHUHUKHECHHS
cnenudiuanx BBP a6o Bax meBHOTO THITY.

- Yac BrumBy T®. IcHyroTh TepMiHALINHI TIepioau A Pi3HUX OPraHiB i cHCTEM, 1 TIIBKU
BIUIMB Yy Liell KpUTUYHMI niepioa mpusBeze 1o ¢opmyBanHs BBP BianmosigHoro oprany, cucremu
a0o0 psy CUCTEM, SIKIIO TePMiHAIliiHI Mepioau 30iraroThCs.

- lo3a Teparoren. /s 6aratbox T® icHye MOpIr KOHIEHTpALii, HUXKYE SIKOTO
CTaTUCTHYHA WMOBIPHICTh TEPATOTEHOTI0 €PEeKTy Mi3epHO MaJa.

- ['eHeTHYHA KOHCTUTYIIIS MaTEPi Ta IJIOAY Oarato B YOMY BU3HAYAE CTIMKICTD JI0
BiuBy T® (Hanpukian, Tineku y 11%marepis, ki Opai i 9yac BariTHOCTI

TUQEHIITIIaHTOTH, PO3BUHYBCS T'iIaHTOIHOBHI CHHIPOM ILIONLY).

Bupinsiore Tepartoreni ¢aktopu Oiosoriunoi (indexkuiiinoi), ¢izmunoi i ximiunoi
NPUPOIH:

Cepeo 6Oionociunux axkmopié 3Ha4Ha POJIb HAICKUTH iH(eKIifHuM arentam (OcoOIuBO
TORCH-iudexrii):



- TokcomnazMo3 - NOPYLICHHs pOCTY IUIOA Ta PO3BUTKY MO3KY;
- Cu(isnic - mOpyIIeHHs pOCTY IJI0/1a, PO3BUTOK MO3KY 1 CKEJIeTa,
- Bipyc KpacHyXU - BUKIIMKA€E KaTapakTy, TIyXOTy, 3aTPUMKY po3yMoBoro po3Butky, BIIC;

- [utomeranoBipyc - mopymeHHs pocTy mionaa, anomanii C3I° 6oky IITHC, iHOAi Tinmbku
BTpaTa CIyxy;

- Bipyc repnecy - 3a3BU4aii He BHKJIMKA€ BaJ, ajie MPU MPEHATATBHOMY 3apakeHHI MOXKe
MPU3BECTHU 10 PO3BUTKY €HIIe(aTiTy HOBOHAPOIKEHUX.

XimiuHi pewosuHu 1l MEOU4Hi npenapamu.

- AJIKOTOJIb - TIOPYIIYE 3POCTaHHS IIONY, MPU3BOAUTH 0 PO3BUTKY aHOMAJIH T'OJIOBHOTO
MO3Ky, JuioBoro micmopdismy, BIIC (y 30-40% miteit Big MarepiB, SIKi 4acTO B)KHBAIOTh
QJIKOTOJIh TI1]T Yac BariTHOCTI, PO3BUBAETHCS ATKOTOIBHUN CHUHIIPOM Tutoga. YacroTa B momyssii 1-
2:1000

HOBOHAPO/I)KEHHUX).

- T'imantOoiHy - mOpymIeHHS ppocTa IUIOAY, pPO3BHTOK aHomamiii ckemera 1 [[HC
(T'imaHTOIHOBHIA CHHIPOM).

- Tamimomix - Baau pO3BUTKY KiHIIBOK 1 YIIEIWHHU MiTHEOIHHS.

- PerunoeBa kucnora - BBP ronoBHoro Mo3ky, Byxa i cepus.

- TerparnukIiiH - OCBiTa TEMHUX MITMEHTHHUX ILJISIM Ha TTOBEPXHi 3y0iB.

- Bapdapun - kpoBoteui, atpodii 30poBoi cucremu (BapdapiHOBUI CHHIPOM).

- [H1i npenapaT - aHTUKOHBYJIBCAHTH, AHTUKOATYJISIHTH, aHTUTUPEOIIHI MTpernapaTH,
ximMiompenaparu, H0JOBMICHI pe4OBUHHU, CBUHEIb, JITiH, pTyTh, IPOTU3AILIIIHI

npenaparu.

Paoiayitini enausy - Td, sxuit moxe Bukiaumkatu BIIC, mopymyroum momin KIiTHH 1
opranorenes. [lepeBaxkHO ypaykaeThbCss HEpBOBa cucTeMa i uepern (Mikpo-i rigporedatis), odi

(Karapakra, Koo6oMa).

Memaboniuni nopywienus y mamepi.
- [Ipu mykpoBomy miaberti - 10-15%pusuk BunukHeHHs y niteir BBP cepus, ckenera, [THC.
OcHoBHuit T® - rinepriikemis.

- [Ipu deninkeTonypii - maibke 3aBxau hopmyroThes BIIC 1 gedextn [THC.



OcHoBHuit T® - HaAMIITKOBA KOHIICHTpaallisi MeTaboiTiB (DeHIanaHiny.

Mexaniuni 0ii na naio

- BayrpimHbomMaTkoBi (HenmpaBWIIbHE aHAaTOMIuHa Oyn0oBa MAaTKH, BHYTPIIIHHOMATKOBI
NyXJIHMHA 200 GiOpomm) - 0OMEKYIOTh PYXH 1 3pOCTaHHS ILIOAY, IO MOXE MPPIBECTi A0 PO3BUTKY
CIIHUYHOTO TepeaiexxanHs, aedopmariiii ocodu, BUBUXY CTErHa, KIUIIOHOTicTh. [Ipu mamoBomui
MOJK€ BUHHKHYTH TiIIOIUIa3ist JereHsb, aedopmariii ocodu Ta in anomaiii (cuaapom [Torrep).

- 30BHIIIIHI - CIIPUSIOTH PO3BUTKY MOPYIIEHb KPOBOIIOCTAYaHHS TIOLY, YTBOPEHHS CKIIAJ0K

AMHHUOTUYECKOTO MillKa (aMHHOTHYECKUE 3pOIIeHHs - TsDKi CHMOHapa), pe3yIbTaToOM 40ro
MOX€ CTaTH TiloIIa3is KIHIIBOK a00 MONepeyHi aMimyTanii (aMHHOTUYECKUE MEPETSIKKH).

OpHiero 3 HaraIbHUX TPOOJIEM meaiaTpii, KIIHIYHOT TCHETUKYA Ta METUIIMHU B LIJIOMY €

peectpamiss BBP, MoHITOpHMHT iX YacTOTH, IO 03BOJSIOTh BHU3HAYWTH TEHETHYHI Ta
TepaTOTeHHI

dakTopu nu3mopdorenesa. 3rilHO 3 PEKOMEHAAIISIMH MIXHAPOJIHUX KOMITeTiB, Bci BBP,
SIK1

MOTEHIIHHO MOXYTh OYTH BHSBIICHI, MOBUHHI OyTH BUSBICHI, OCKUIBKH TITBKH TaKHMA
MIIX1T

JI03BOJISIE BUSABUTHU 3B'130K 3MIHU €KOJIOr1] 3 1uHaMikoro yactotu BBP. YV Guibmocti

MOHITOPUHTOBHX CHCTEM B OOOB'S3KOBOMY IMOPSIKY MPOBOAATHCA 00K Ta peectparis 19
HO30JIOTIYHUX BaJ PO3BUTKY, a TAaKOXX CHHApPOM JlayHa i KOMIUIEKC MHOKMHHHMX BaJ PO3BUTKY
(MBIIP).

Bubip 1ux neBHUX HO30JI0TTYHUX (PopM 00yMOBIIEHUH, MO-TIEpIIIe, BiTHOCHOIO

OJIHO3HAYHICTIO JIarHOCTUKH, TO-ApPYyre, THM, IO BCI BOHM JIIaTHOCTYIOTHCS 3a dYac
3HAXOMKCHHA

JTUTHHU B TTOJIOTOBOMY OYIMHKY, 110 M€ CIIPHUSITH ONEPATUBHOCTI MPUHHITHAX PIllIeHb TIPU
30uTbIIeHH] YacToTH KOHKpeTHUX BBP y perioni. [1pu peectpartii Bax Moke BUHUKHYTH PSIT
MIAarHOCTUYHUX CKJIAMHOILIB:

* DEHOTHUIIYHE CXOXKICTh BaJ, 10 MAIOTh Pi3HI MPHUYUHH.

* JlndepeniiianpHa iarHOCTUKA BaJ, K1 3a4iMal0Th OJU3bKI aHATOMIYH1 00J1aCTi.

* JludepeniianpHa JiarHOCTUKA 130JIbOBaHKX 1 cHHIApoMabHuX BBP.

* JludepeniianpHa 1iarHOCTUKA MEPBUHHKX 1 BTOpUHHUX BBP.

* [Ipobnema omiHKM MiKpoOpM Bajl, sSIKi HE TOBUHHI BpaxoByBaTucs B akocti BBP.



AreHesis Ta iHu peayKuiiiHi 1epeKTH HUPKHU

Arenesiero Ta iHmn penykuiiai JEGEKTHU HUPKU, arenesist CEHOBO/Y - ne anomauii
PO3BUTKY OpraHiB Ce4OBHUICHHSA. B eMOpioHadpbHOMY Imepioji HUpKa (pa3oM 3 HEK i CeYOBOMN)
3a3HaI0Th 3 ()a3u PO3BUTKY:

1) mpouedpoc (nepeanupka);
2) mezoHedpoc (epBUHHA HUPKA);

3) Mmeranedpoc (ocTaToYHA HUPKA).

ExckperopHa yacTMHA HUPKH - CEYOBOAM, MUCKH, YaIlICUKH, 301pHI KaHAJBII - YTBOPIOETHCS
3 mpoToku Me3oHe(ppo-ca (BonbdoB mporoka). CekperopHa YacTUHA HHUPKH - KIIyOOYKH, 3BHUTI
KaHalblli - GOPMYETbCS 3 BJIACHE HUPKOBOI MeTa-He(pOreHHOi TKaHWHU. BHACIIOK MOpYIIEHHS
mporecy eMOpiOHATBHOTO PO3BUTKY BHHUKAIOTH Pi3HI (OpPMU HUPKOBUX aHOMAIIH. areHesis Ta
artasis (BiACYTHICTh 3aKJIaZKH OpraHy), MOABOEHHS HUPKHM (HaUIMIIKOBA 3aKjajaka), BCI BUAN
JIWCTOHIM (HEMpPABUIIBHOTO TIOJOKEHHSA) 1 3pOIIEHb, KICTO3HI ypaK€HHS HHPOK, 3yMOBIICHI
MTOPYIICHHSIM TPOIIECY 3UTTS CEKPETOPHOI 1 eKCKPETOPHOT YaCTHH HUPKH 1 T. A. ATuiasis 1 areHe3ist
(BporkeHa BiJICYTHICT, HMPKH) HAJEXaTh J0 PIAKICHMX aHoMaiiii. BoHM BHHHKAIOTh BHACIIIOK
MOPYUICHHSI TPOLECy 3aKiaJKd HHUPKOBOI TKaHWHHU. KOIM OIHOYACHO MOPYIIYETHCS 3aKiajKa
MeTaHeppPOreHHOI TKaHWHU 1 BOJb(OBA IMPOTOKM, MAaE€ MicClle areHesis (amiasis) HHUPKH, IO
CYIPOBOJUKYEThCSA BIJICYTHICTIO CEYOBOAY. Y BHUIAJKax, KOJIW BiIOYIOCS MOPYLICHHS 3aKJIaIKd
JUIIE BJIacCHE HHUPKOBOI TKAHWHU TpU 30epekeHOMYy BoOJb(pOBa MPOTOLI, aIula3isi HUPKU He
CYNMPOBOKYETHCS TOBHOIO BIJICYTHICTIO BIJMOBITHOTO il CEYOBOIY, OCTaHHIN 30epiraerbcs Ha
OuLTbIIOMYy 200 MEHIIOMY TPOTA31 1 3aKIHUYETHCS CIINO, HEPIAKO Ma€ MICIE YaCTKOBa aTpe3is
CEYOBOY.

Hepigko BiAcyTHiCTh OJHi€E] HHUPKM HE Ma€ >KOAHMX CHMIITOMIB, JHIIE OyIb-sKe
3aXBOPIOBaHHsI a00 MOIIKO/PKEHHS €TUHOIO (COMi-TapHOT) HUPKU MPHU3BOAUTH 10 AYKE CEPHO3HUX
HACIIAKIB, aX 0 TOCTPOi HHUPKOBOI HEIOCTATHOCTI. JIBOCTOpPOHHS aruiasis (areHesis) HUPOK €
HECYMICHOIO 3 JKHTTSIM aHOMAJTI€10.

JliarHOoCTyBaHHSI HE BHKIMKAa€ BEIMKHX TpyAHOIIiB. IIpoBinmHa poib y MiarHOCTHI
HAJICKHUTh YIbTPA3BYKOBOMY 1 PEHTTEHOJOTTYHOTO METOIB, NMPH SIKUX BUSABISAETHCS BiJCYTHICTBH
Hupku. [Ipu migo3pi Ha aruTas3ito HUPKH 1 CEUOBOAY JTOIUIHHO MPOBECTH EKCKPETOPHY yporpadiro Ha
TJIi 3a0PIOMIMHHO BBEAECHOTO KUCHIO. [Ipy mboMy cositapHa (eauHa) HEpKa OyBae KOMITEHCATOPHO
rineptpodoBaHa, 3 XBopoi X OOKy BiJICYTHI KOHTYpH 1 (yHKIis HUpKH. LliTockomiuna kapTuHa
BapIIOETHCS B 3AJICKHOCTI BiJl HASBHOCTI a00 BIJICYTHOCTI CEYOBOMY. Y MEPIIOMY BHUIAAKY 3 OOKY
ariasii € TUpii y BUTIISAI TOUKOBOTO OTBOPY, OJHAK BOHO HE CKOPOUYETHCS 1 HE BUAUIIE cedi. Y



JIPYroMy BHWITQJIKy THPJI BiJICYTHS TOBHICTIO 1 BiJA3HAYA€ThCS HEAOPO3BUHEHHS BIJIIOBIIHOT
MOJIOBHHU TpUKyTHUKa JIbeTomu. BupimanbHe 3Ha4YeHHs B JIarHOCTHIN aruia3ii Mae HHpPKOBa
aHriorpadis.

3a Oynb-IKUX 3aXBOPIOBAHHSIX BPOXKICHO €IWHOT HUPKH HEOOXITHI TUIPKH KOHCEPBATHBHI
omeparii Ha HHPIi 3 HACTYITHAM 3aCTOCYBaHHSIM MPOTH3aMalbHUX 3aco0iB (ypOCENTiKOB),
CEUYOTIHHHMX 1 3araJlbHO3MIIHIOIOYHX MPeraparis, GiToreparrii.)

Cunopom Ilommepa:

CungpoM IloTTepa BUHHMKA€e BHACHIJIOK HUPKOBOI HEAOCTATHOCTI, SKa MPHU3BOIAHMTH JI0
BUPAKEHOTO MaJOBOJS (AHTIAPaMHIOHY), 10, B CBOI Yepry, CIPUYMHIOE TIMOIUIA3ii0 JIETCHIB 1
KOHTpakTypu y miofna. Ilin xBopoboro ITorTepa po3ymitoTh ABOOIUHY areHe3ito HUpok. Hupkosa

HEJIOCTaTHICTh MOKE PO3BUBATHUCH Y IIJI0/Ia TAKOK BHACIIIOK OOCTPYKIIii CEUOBUX IUISXIB.

YTBOpeHHS HHUPOK BiIOYBA€TbCS 3 MPOMIKHOI ME30JepMH IMOCHIAOBHO 3 Y4acTIO TPhOX
HUPKOBHX CHUCTEM, SIKi TOCTYIIOBO perpecyroTh (mepenHupka - pronephrosnepBuHHa HUpKA -
mesonephrosocrarouna Hupka - metanephros}),mounHaerses Ha 4-My THXKHI po3BHTKY. [lepiioro
€ TIEpEIHUPKA, SIKa YTBOPIOEThCS y IIMHHOMY BiIIUI 3apoaka i He ¢yHKmionye. Ha 5-my TmxkHi

BUHUKAE MEPBUHHA HUPKA, KA YTBOPIOE Me30HE(DpaibHi, a00 € MIOJUIEPOBI IPOTOKHU.

BinpocTok MIOJUIEpOBHX MPOTOK - 3a4aTOK CEYOBOJA - PO3IIMPIOETHCS 1 PO3IUISIETHCS 3
YTBOPEHHSIM CEUYOBMBIJIHOI CHUCTEMH - TPYOOYOK, YalIeyoK, HUPKOBUX MHCOK 1 CEUOBOIIB Yy
YOJIOBIKIB 1 KIHOK. 32 HAsIBHOCT1 TECTOCTEPOHY, Me30HEe(PpalIbHI IPOTOKU y YOJIOBIKIB TAKOXK JAI0Th
MOYaTOK CiM SIBUBIIHUM NPOTOKaM, NPHUAATKAM S€YKA, EAKYISATOPHUM IPOTOKaM 1 CiM STHUM
OyXupusM. Y OKIHOK Il JIOAATKOBI TPOTOKH JIETEHEPYIOTh, 3a BHHITKOM 3aJUIIKOBOT
(pymumenTapuoi) ['apTHepOBO1 MPOTOKH, IO MOXKE YTBOPIOBATH JOOPOSKICHI KICTH 3a XOIOM
IIMPOKOI 3B’ A3KM MaTKU. TpeTs HUpKOBa CHCTEMa - OCTAaTOYHA HUpPKA - TAKOXXK BUHUKAE Ha S5-my
THKHI TecTamii 1 mounHae (QyHKIIOHYBaTH Oin3bko 9-To THXKHA. 3auaToOK cedoBOJa 3
Me30HEe(PPATbHUX MPOTOK KOHTAKTYE 3 OCTATOYHOIO HUPKOIO - METaHE(MPOCOM - 1 CIIOHYKA€E HOTO J10
yTBOpEeHHS HEDPOHIB. SKIIO 1€l KOHTAKT HE BiAOYBAE€ThCs, Ma€ Micie areHesiss Hupok. [Ipumerna
Jop3aJibHAa aopTa BifJjae Kojarepali y MeTaHedpoc A 3aBepLICHHS PO3BUTKY HHPKOBUX

KITyOOUKiB.

Jo 7-ro TwkHS Kioaka (MPOKCHMMalbHAa YacTUHA ANaHTOICca, IO y JUCTAIBHOMY KiHII
KOHTaKTy€ 3 JKOBTKOBHM MIIIKOM) pO3IUISETbCS Ha 2 4YAaCTHHU. YPOTCHITaJIbHUN CHHYC 1
aHOpeKTalbHUN  KaHai. [lpoTsrom 1pOro Tmpolecy KayaanbHa (HaiOuIbIna) 4YacTHHA

Me30He(ppabHUX MPOTOK abcopOyeThes. BpyHbKa cedoBoa BXKE HE € YaCTHHOI Me3oHe(pambHOT



MPOTOKH, a 3’ €MHYETHCS O€3MOCEPEeIHHO 3 YPOTeHITATbHUM CHHYCOM. 3 YPOTCHITAIILHOTO CHHYyCa
YTBOPIOETHCS CEUOBMM MIXyp 1 3 3auaTKiB CEYOBOJA - CEYOBOAU. YPOTCHITAIBHUH CHHYC
MIPOJOBXKYEThCA y CEUIBHUK KayJallbHO W y ajaHToic kpanianbHo. Ilicia obmitepamii amantoica
3QIAIIAETHCSA ypaxyc - (GiOpO3HUM TsDK, KWW MI3HINIE CTa€ MEIIaJbHOIO MYIMKOBOIO 3B’ S3KOI0 Y

JOPOCTTHUX.

AreHe3isi HUPOK € TSHKKOIO TATOJIOTIE0. 3a BIICYTHOCTI HHUPOK IUTIA MOXKE BHIAAIATH
MPOAYKTH META00JI13My Yepe3 IIIAIEHTY, ajle 11e MPU3BOAUTh 10 BIJICYTHOCTI HaBKOJIOILIITHUX BOJ
(arimpamuiony). be3 aMHIOTHYHOI PiIWHM JIET€HI IJIOJAa HE 3a3HAIOTh MOCTIMHOIO THCKY, IO
cnoHykajo O iX g0 posmmpeHHs 1 pocty. Lle cnpuumHioe rimoruiasito sereniB. Kpim toro, 3a
BIJICYTHOCTI aMHIOTHYHOI DIIMHHM IUIJ HE Ma€ MOXIIMBOCTI pyXaTHCs, L0 NPU3BOAUTH [0
(dhopmyBaHHSI KOHTPAKTYP KIHIIBOK miofa. CipoOu BBECTH aMHIOTHYHY PiIUHY B TUIOJOBUN MIXYp
NP aMHIOICHTE31 BHUABWIKMCS OE3YCIIIIHAUMHM BHACTIIOK 11 mBHAKOi abcopOiiii. BBenenns
MOCTIHOTO KaTeTepa B aMHIOTHYHY MOPOKHUHY HECe BUCOKMNA pH3HK iHGekii. OTxe, Ha CbOrOHI
BIJICYTHE aJieKBaTHE JiKyBaHHS cuHapomy llorrepa. Ane mpu cunapomi Ilorrepa, cippuunHeHOMY
BTOPUHHO BHACJIJOK BHXIJTHOT OOCTPYKIIIi CEUOBOTO MiXypa, € MOXKJIMBICTh BBEJICHHS KareTrepa y

CEYOBHM MiXyp a00 BUKOHAHHS JIa3€PHOI a0IsAIii MicIsl OOCTPYKIIIi.

[Tpupomxenuii momikicro3 HUpoK BuUHUKAE 3 dactoToro 1:500-1:5000H0BOHApOKEHUX 1

YCHaIKOBYETHCS 32 AyTOCOMHO-PEIIECUBHIM a00 ayTOCOMHO-IOMIHAHTHUM THIIOM.

Exctpodist cewoBoro mixypa - 1e JeeKT BEHTpPaJbHOI CTIHKH, TpPU SKOMY CIIH30Ba
000JIOHKA CEYOBOr0 MiXypa 3aJHIIAeThbesi oroyieHor. Lle piakicaa anomaris 3 yacrotoro 1:100 000

HOBOHApPOIKCHUX.

[cHyIOTh YMCIIEHHI aHOMaii HUPOK (CiJUIONONiOHA HHUpKA, CKTOMIYHA HUPKA, MOIABOEHHS

CEYOBO/IA), SIKi 3AJIUIIAIOTHCS HETIarHOCTOBAHMMH 1 3BUYAHO HE 3aBAal0Th 3HAYHUX MTPOOIIEM.

T'inonnasisa nupku:

lNmomuiasis HUPKM - 1€ BpPOKEHA aHATOMIYHA MATOJIOTisA, KOJMM OpraH 3a TiCTOJIOTIYHOIO
CTPYKTYPOIO BB@XXAETbCS HOPMAJbHOIO, MpOTe ii po3Mipu Janeki Big Mex HopMmu. Kpim
AHOMAJIPHUX PO3MIPiB, 3MECHIIICHA HUPKA HIYMM HE BIIPIZHAETHCS BiJ 3/I0POBOTO OpPraHy i1 HaBITh
31aTHa (PYHKITIOHYBATH B MEXaX CBOiX MIHIATIOPHHUX PO3MIpIB.

Ha naroanaromiueckoM po3pi3i rinorsa3oBaHa HUPKa Ma€ 3BUYalHI JUI1 HUPKOBOT TKAHUHU
KOPKOBI, MO3KOBI IIapH 1 By3bKYy TOHKOCTIHHY apTepito. Maiike moioBUHA JiTeH 3 11arHOCTOBAHOIO
rirnorJiasi€l0 HUPOK MAalOTh 1 1HII aHOMAii - TOJBOEHHS COJIITApHIM HUPKU (€AMHOI, BIIHOCHO
30pOBOI0), BHBOPIT (ekcTpodis) CEYOBOrO Mixypa, aHOMajJbHE pO3TAlIyBaHHS CCUiBHHUKA
(rimocnamist), 3By»KEHHS HUPKOBOT apTepii, KpUIITOPXi3M.



V HedponoriyHiit mpaKTUIll TIMOTUIAa3is HUPKU MiIPO3IIISETHCS HA TPHU BUJIN.

[Nnoma3iss HUPKW TIPOCTa, KOJM B AHOMAJIbHOMY OpraHi BH3HAYA€ThCS HEIOCTATHS
KUTBKICTh HE(PPOHIB 1 YaIIIOK.

[imomuasis B moeaHaHHI 3 oyiroHedpoHiel (IBOCTOPOHHS TiMMOIUIa3is Mpy Malliii KiJbKOCTI
HehpOHIB, KITyOOUKiB 1 301IBIICHHI CIIOJIYYHOT TKAHUHHU, PO3IIUPEHUMH KaHAIBIISIMHU).

lNmomnasist HUPKK 3 JHCIUIA3i€l0 (Baad PO3BUTKY HHUPKOBOI TKaHMHU - E€MOpIOHANIBHI
KITyOOYKH 3 HEC(OPMOBAHOKO ME3CHXUMAIBHON TKAHWHOIO, 9aCTO 3 30HAMU XPSIIOBOT TKAaHUHM).

[Mpuunna rinmomasii HUPKUM - HENOCTAaTHS Maca MeTaHepporeHHoi OjacteMu mpu
HOpPMaJIbHOMY BpOCTaHHI 1 1HAYKy€ BIUTUBI IPOTOKKM MeraHedpoc. ToMmy Bci HeDpOHH MaIOTh
HOpMaJIbHY OyJ0BY 1 (DYHKIIOHAJIBHO 3aMO’KHI, ajie 3arajibHa iX KUIBKICTh MEHIIIE HOPMAJILHOTO Ha
50%.IIo cyTi, e MiHiaTiopHa HopMa. KoHTpanarepanbHas HUpKa Mae OUIBILY KUTBKICTh HE(POHIB.
TOMY cyMapHa ()YHKIIiSl 3BUMAHO HE CTpaXK/Iae.

BBakaeTncs, 1m0 Timoruiaziss HUPKH, sSK 1 Oyab-fKa IHIIA TIMOIUIA3is, € TOPOKOM
BHYTPIIIHHOYTPOOHOTO PO3BUTKY. [lopylieHHs BHYTPIITHLOYTPOOHOTO (hOpMYyBaHHS OpraHy TiCHO
MOB's3aHE 13 30BHINIHIMY 1 BHYTPIIIHIMU YUHHUKAMHU, K1 BIUIMBAIOTh HA OpraHi3M BariTHOI JKIHKHU.
[Nnorutazis HUPKHU, TPUYMHM SKOI HAWYaCTIIIe KPUIOTHCS B HEJOPO3BHHEHHI MeTaHehPOTreHHOM
OylacteMH, 10 TpeNICTaBIIsie co00K0 APiOHI BY3H 31 cenudiuHuX OJACTEMHUX KIITHH, MOXE OyTH
CHAJKOBOIO TATOJIOTIEI0. SKIO MOPYIIEHO KPOBOIMOCTa4aHHS OJaCTEMHHUX BY3JIMKIB, BOHH HE
3/IaTHI aKTHUBi3yBaTH ()OPMYBaHHS TJIOMEPYJI i HUPKOBHUX KaHAJBIIB, OPraH HE MOXKE PO3BUBATUCA 1
3n100yBaTH HOpMajibHI po3Mipu. [imomnazis HUPKH Moxe OyTH OOyMOBIEHa HACTYIMHHMHU
NPUYHHAMU:

[MepBuHHUM HEZOPO3BUHEHHSIM (TIOreHE30M), TIOB'SI3aHUM 3 TEHETUYHOK CXMIIBHICTIO.
[TienonedpuTom, IKU PO3BUBAETHCS BHYTPIIITHEOYTPOOHO a00 y BIilli 0 OJTHOTO POKY.

BTopuHHUM 3amaqbHEM TPOIIECOM Y THUIIOIJIa3MpOBaHA HHUPKaX, sSKi Bpa3juBI B CEHCI
3aMaJICHHs] IHTEPCTUIIIAIbHUX TKAHHH.

BHYTpimmHROYTpOOHUM TpPOMOO30M HUPKOBUX BEH, IO MPU3BOAUTH 10 HEAOPO3BHUHEHHS
oprany.

MastoBoaas, HeQOCTAaTHIH 00CIAT HAaBKOJIOILTIIHUX BOJI.
AHoMaIt1 OJIOKEHHS IUIO/A.
[ndekuiiine 3aXxBOprOBaHHA MaTepi - TPHUI, KPACHyXa, TOKCOILIIa3MO3.

Jesiki aBTopH, (haxiBIili 3 HEPPOMATOIOTISIM, BBAXKAIOTh, 1[0 HAWYACTIIIE TIMOTUIa3isl HUPKH
NPUYMHA Ma€ BHYTPITHBOYTPOOHOTO 3aMalIbHOTO XapakTepy 1 MPOBOKYETHCS TNPUXOBAHHMU
MATOJIOTISIMU B TIOYAaTKaX KIIYOOUKIB 1 HUPKOBUX MHUCOK.

Takox rimorutazis Moke OyTH CIIPOBOKOBaHA 30BHINTHIMU (paKTOpaMH, IO BIUIMBAIOTH Ha
CTaH 3[J0pPOB's BariTHOI IHKH, 10 HUX HaJIe)KATh TaKl MIPUYNHU:

loHi3yroue onpomiHEHHS.



TpaBmu, B TOMY 4HCIIi yIapH )KUBOTA.

30BHIIIHS TiMmepTepMis - JOBre nepeOyBaHHS JKIHKU 1]l TPOMEHSIMHU TAIOYOr0 COHIIS, B
AHOMAJTFHO KApPKUX YMOBaX.

3JI0B)KMBAaHHS AJIKOTOJIEM, XPOHIYHHUHA aJTKOTOJII3M.
Kypinns.

3a maHuMU ayToricii, rinorna3is Hupku 3ycrpidaerbes B 0,09-0,16%Y@unankis.

SIKIII0 TaToJIOTisE OJHOCTOPOHHS, a coyliTapHa (€IWHA BiIHOCHO 370pOBa) HUPKa IMPAIFOE
HOPMaJIbHO, TiIOIIIa3is CHUMIITOMH MOXKE HE MPOSBISATH MPOTATOM YCHOTO KHUTTS. SIKImIO XK
CoJIiTapHA HUPKA HE 30BCIM CITPABJISETHCSA 3 MOABOEHOIO (DYHKITIEIO, THIIOTIA3UPOBAHA OPraH MOXKE
3aMaiioBaTUCs, PO3BUBAETHCS MIENOHEMPUT 3 TUIMOBOIO KIIHIYHOIO KAPTHHOIO, BIACTHUBOI IIbOMY
3axBOPIOBaHHIO. Hepinko Mpu4MHOIO CTIHKOI apTepianbHOI TinepTeH3ii y TUTHHU € caMe TiMoriasis
HUpPKHU. XPOHIYHA HePpOomaTidecKiil TinmepTeH3is 4acTo NMPHU3BOAUTH O HEOOXIAHOCTI BUAAIATU
TUIOIIA3UPOBAaHa HUPKY, OCKUIBKM pEHIH-3aJie)kHa (opMa 3aXBOPIOBAaHHA He MiANAETbCA
MEIMKaMEHTO3HOMY KypHUpyBaHHI 1 Ha0yBa€ 3JI0IKICHUNA XapaKTep.

[TaTonorist HeOPO3BUHEHHSI OPraHy MOXKE MPOSBISATHA 1 OUIBII BHPAKEHO Yy KIIHIYHOMY
CEHCI:

SIBHe BiJICTaBaHHS AUTUHH Y (PI3UYHOMY 1 PO3YMOBOMY PO3BHUTKY.
brigicTh MIKIpHUX TTOKPUBIB, OAYTIICTh OOJWYYS 1 KIHITIBOK.
XpoHivyHa miapes.

Cy06debpmnpHa TemMmneparypa.

MHOXHMHHI 03HaKH, CXOXi 3 CHUMITOMAMHU DPAaxiTy - PO3M'SIKIIEHHS KICTKOBOi TKaHUHH,
XapakTepHi BUCTymHarodi JIOOHI 1 TIM'siHI TOpOM uepemna, IUIOCKHHA MOTHIIMIIO, BUKPUBJICHHS HIT,
3YTTS )KMBOTA, OOJIMCIHHS.

XpoHiuHa HUPKOBA HEAOCTATHICTb.
AprtepianbHa rinepTeHsis.
[TocriiiHe moATanIHIBaHIE, MOK/INBA OJIOBOTA.

JIBOCTOpOHHSI TiMoIIia3isi Mae HECHPHUATINBHIA MPOTHO3 YIS JITEH MEpIIOTrO POKY JKUTTS,
OCKIJTbKHM OOMJIBI OpraHy He 37aTHI ()YHKIIIOHYBATH 1 HE MIJISATAI0Th TPAHCIUTAHTAII1.

OaHOCTOPOHHS TIMOIUIAa3iss HUPKU PIIKO BUABIAE cebe crenudiqHO0 CHMITOMATHKOK 1
BHSIBJISIETHCSL BUMTAIKOBUM YMHOM TIPH JTUCIIAHCEpHU3allii 800 KOMIUIEKCHOMY OOCTEXEHHI 3 PUBOTY
30BCIM 1HIIIOTO 3aXBOPIOBAHHS.

Tl'inonnasisa npasoi Hupku

lNinmomutazis mpaBoi HUPKU MPAKTHYHO HIYMM HE BiJPI3HAETHCS Bij riMoIuiasii JiBoi HUPKH,



MpUHAMHI, HI B KIIHIYHOMY CE€HCi, HI B (YHKIIIOHAJLHOMY IIi JIBI aHOMajii He
BIIPI3HAIOTHCS. [ 1MoMIasis mpaBoi HUPKKW MOJKE J1arHOCTYBATHUCS SIK BUTIAJKOBHM YHHOM, TaK 1 Ha
BHYTPIIIHBOYTPOOHOMY €Talli PO3BUTKY IIOLY a00 NpU MEPBUHHOMY OIJISAI HOBOHAPOIKEHOTO
manmoka. Jludepenuianis runoriasupoBaHa OpraHy yTpyIHEHa, Tak SK TiMoruiasis Ha exorpadii
HAJ3BUYAITHO CXO0Ka 3 IHIIOI MATOJOTIEI - 3MOPIIEHOTO OpraHy, MUCIUIA3I€l0, M0 € OKPEeMUM
3axXBOpIOBaHHAM. HemocTaTHs KiTbKICTh HUPKOBUX KJIYOOUKIB 1 YallOK - 1€ €IMHA BIAMIHHICTH
QHOMQJIBHOI HUPKH B IIIJIKOM 37I0pOBOi, CTPYKTypa 1 (YHKIIIOHAJIbHI MOMJIMBOCTI
HEIOPO3BUHEHOTO opraHy 30epiratoThcsi. HemoctaTHICTh THITOMIIA3UpOBaHa HUPKHA KOMITEHCYEThCS
COJIITapHIN, TOOTO Ti€l HUPKOIO, SIKA 3aTUIIAETHCS BIHOCHO 3J0pPOBOIO. ['iMmoraszisi mpaBoi HUPKH
MO3HAauYa€e JesAKy TinmepTpodoBaHICTh JIIBOI HUPKH, sIKa 30UIBIIYETHCSA, HAMAralOuuch BHKOHATH
J0JaTKOBY pOOOTy. AHATOMIYHO MpaBa HUpPKa MOBHMHHA OyTH pO3TallOBaHAa TPOXH HUXKYE JIBOI,
OCKIUJTBKH CTHKA€THCS 3 JOCHTH BEIMKHM IPABOCTOPOHHIM OpraHoM - medinkoro. ITomideno, mo
rirnoruiasis npaBoi HUPKKU HaWYaCTIIIE 3yCTpivaeThbest y 0ci0 »KiHOYOI cTaTi, 0 WMOBIpHIIIe 3a Bce
00yMOBJIEHO aHATOMIYHHUMH OCOOJIMBOCTSAMHU OyJTOBH >KIHOUOTO Tina. I'imomnasist npaBoi HUPKH, SIK
MPaBUJI0, HE BUMAarae CreriaabHoi Teparmii 32 yMOBH HOPMaJbHOI KOMIIEHCATOPHOI poOOTH JiBOT
HUPKH. SIKIO HE BUSABIAIOTHCA (Di3100TIYHI BIAXHWIICHHS, KpIM Tinoruiasii, Hemae iHdekmil
CEYOBMBIIHOT CHCTEMHM, HeMae Hedpomarii, BiACYTHs ce4oBuil peduroke (3a0poc ceui), JiKyBaHHS
He TOTpiOHE. 3pO3yMiJIO, SKIIO BUSBJICHA TINOIUIAa3isd MPaBOi HUPKH, JIIBY MOTPiOHO Oepertu, moob
HE JOMYCTUTH ii 3aXBOPIOBAHHSA, IO MOXE IMPHU3BECTH IO OOTSHKEHUM YCKJIaJHEHb. PerymnspHi
JTUCTIAHCEePH] OTJISAM, MOTPUMAHHS JENIKaTHOI JieTH 0e3 comi, Jeske OOMexeHHS (i3HUHUX
HABaHTA)XCHb, YHUKHEHHSI IIEPEOXOJIOKEHHS, BipyCiB Ta 1H(MEKIIH - IMIJIKOM JOCTaTHI 3aXOAH IS
MOBHOIIIHHOT SIKICHOTO HTTS 3 OJHOT0 (DYHKIIOHYIOUOi HUPKOIO. SIKIIO K PO3BUBAETHCS TSHKKHIMA
CTaH, IO CYNPOBOKYETHCS HEPPONTO30M €IUHOIO OpraHy, apTepiajibHOIO TilepTeH3i€l0 abo
Mi€T0HEPUTOM B TOCTPii PopMi, MOKIIUBA HEPPOESKTOMISI.

T'inonnasisa nieoi Hupku

AHATOMIYHO JIiBa HUPKa MOBHHHA PO3TAIIOBYBATUCS TPOXHU BHUIIE MPABOi, TOMY TiMOILIA31s
J1BOT HUPKH MO’KE TPOSIBUTUCS O1IbIII BUPAKEHOIO B KJIIIHIYHOMY CEHCI CUMIITOMATHKOIO.

B sikocTi 03HaK, 10 BKa3ylOTh Ha HEJIOPO3BUHEHHS JIIBOI HUPKU, MOXKYTh CTATH HUIOY1 0OJII
B momepeky. KpiM mepioguyHux OOJIIB 1HIIMX O3HAK, TIMOIJIA3is JiBOi HUPKH, SK MPABUIIO, HE
npen'seise. Yacom JIFOIMHA MOXE TIPOKHUTH BCE XKHUTTS 3 TUIIOIIA3UPOBaHA JIIBOIO HUPKOIO, HABITh
HE MiI03PIOI0YH TIPO 1€, 0COOIMBO, SKIIO MpaBa HUPKA MOBHOIIHHO 3a0e3leyye roMeocTas, xoua i
rineprpogoBaHa uepe3 BikapHoi (3amicHOl) QyHkmii. Cmig 3a3Ha4MTH, MO BiJCYTHICTb
NaTOJIOTIYHOI CHUMITOMATUKUA TIPU HEJOPO3BHMHEHOCTI OpraHy HE € TrapaHTielo Oe3Nekd B
MalOyTHROMY: Oyab-sika 1H(EKIis, TMepPeOXONOKEHHs, TpaBMa MOXYTh CIPOBOKYBaTH
nieaoHedpuT, GopMyBaHHS CTIMKOI apTepianbHOI TiMepTeH3ii Ta 3HAYHE 3HUIKEHHS aKTHBHOCTI
KOJIaTEpPAJIbHOI TpaIioro4oi HHUPKH. BBakaeThcs, IO Timorutasis JiBOI HUPKA HaWdacTiIe
BH3HAYAETHCS SK BPO/PKEHA TMATOJIOTISE B 0cCi0 YOJOBIYOi CTaTi, XOo4a TOYHOI CTaTHCTHYHOI
iH(popMallii, MATBEPHKEHOI MDKHAPOAHUM MEIUYHHUM CITIBTOBAPUCTBOM He icHye. Crif] 3a3HaYnTH,
II0 TiMoIJIa3is JIiBOI HUPKH, TaK CaMmo SIK 1 HEJJOPO3BHUHEHHS MPaBOi HUPKH, BUBYECHI HEIOCTATHHO
MOBHO, TOMY JI0Ci € po30DKHOCTI y cdepi cTaHapTiB Teparii JaHOi aHATOMIYHOI MAaTOJOTII.
lNimomuiazis J1iBOi HUPKH, 32 YMOBH HOPMaJbHOI poOOTH MpaBoi, JiKyBaHHS HE NOTpedye. XBopuid
notpedye JuIIe B PEryJsIpHUX OIJISAAax, HEOOXIJHO TMEpIOANYHO 37aBaTH KpOB 1 cedy JyIst
Ja00paTOPHHUX JOCIIKEHB 1 TPOXOJAUTH YIBTPa3BYKOBE OOCTEIKCHHSI.



l'inonna3zisi HUpOK y HOBOHAPOOIHCEHUX

Bpomkeni anomanii (¢opMyBaHHS OpraHiB ce4yocTaTeBoi c(epu OCTaHHIM YacoM
3yCTpIYaroThCs, Ha Kajib, BCE YacTimie. [1momnia3is HHPOK Y HOBOHAPO/DKEHUX CTAaHOBHUTH MaiiKe
30% BCiX BUSBICHHUX BPOKCHHX BaJ PO3BUTKY IUIOAY. JIBOCTOPOHHS TimoIuia3is HUPOK Yy
HEMOBJISIT BUSBIIIETHCS B TEPII JAHI a00 MICSI XUTTS TMICJIS HApPOJDKEHHS, OCKUIBKUA KOJTHA 3
HUPOK HE CIPOMOXKHAa (YHKIIOHYBaTH HOpMaibHO. KITIHIYHI O3HAKW 3arajbHOi HUPKOBOI
rinmoruiasii Taki:

BincraBanHs B PO3BHTKY, MOKJIMBA BiJCYTHICTH BpOKEHHX peduiekciB (peduiekc omopw,
3axucHui peduekc, pedaekc "amanra, iHii).

Hectpumue OiroBaHHS.

Hiapest.

Cy06debpubpHa Temmneparypa Tina.

SIBHI O3HAKHU PaxiTy.

[HTOKCHKAIIIS Yepe3 OTPYEHHS MPOAYKTaMH BIACHOTO OOMIHY.

BupakeHa JBOCTOPOHHS TiMoOIUIa3is HUPOK Yy HOBOHAPO/KEHUX XapaKTepHA IIBHJIKHM
PO3BHTKOM HUPKOBO1 HEJJOCTATHOCTI, III0 HEPIAKO MPU3BOJAMTH J0 3aru0esi HEeMOBJISTH B MEpIIi THI
IICIIs MOJIOTIB. SIKIIO TIMOIIa3is 3adirnae BiJ OAHOTO J0 TPhOX CETMEHTIB OpraHy, IUTHHA MOXE
OyTH KUTTE3ATHUM, ITPOTE Y HHOTO PO3BUBAETHCA CTIMKA T1EPTEH31A.

JI1st OTHOCTOPOHHBOI TiMoIIIa3ii BIaCTUBAa HU3bKAa KOHIIEHTpAIliifHA 3/1aTHICTh J11€3aTHOTO
oprany, ajie Ipu MPOBEACHH] O10XIMIYHHUX aHaJI31B MOKa3HUKHA KPOB1 3HAXOSATHCS B MEKaX HOPMH.
AprtepianpHa rinepTeH3is MoXe PO3BHHYTHCS B OUIBII Mi3HHOMY Billl, SIK IPABUIIO, B yOEepTaTHOMY
nepioJi.

['inomasiss HUPOK y HOBOHAPOHKEHHX - 11€ BPOKEHA aHOMAJIisl B Pe3y/IbTaTi 30BHINTHBOTO
a00 BHYTPIIIHKOTO BIUTMBY Ha 11, CaMe ToMy MailOyTHIM MamaMm, BariTHUM >XIHKaM HEoOX1THO
HE TPOCTO 3acBOITH M0 iHoOpMarlito, aje 1 3poOUTH BCE MOXKJIUBE, MO0 MaKCHMAaJIbHO
HEUTpai3yBaTH MIKiATUBI ()aKTOPH, IO BIUIMBAIOTH Ha CTaH IUIOAA.

['inomasist HUPKU y TUTUHA

lNmomuiasis HUPKM y AWTUHH BIKOM BiJ OJHOTO POKY 1 Oijbllleé MOXXE HE MpPOSBIATHUCS
TPUBAJIMNA Yac 1 BHUSBISETHCA MPU OOCTEKEHHI 3 MPUBOAY TrocTpoi Gopmu miesoHehputy abdo
CTIHKOTO  TIJBUIIECHHS apTepialbHOrO0 THUCKY. TakKoXX MiACTaBOI I  KOMILJIEKCHOTO
HepPOIOTIYHOrO OOCTEXKEHHS MOKe OyTH TpuBajia miypis (THiii B cedi) abo remarypis (KpoB y
ceudi). baTbKiB MOBHHHI HACTOPOKUTH HACTYITHI MPOSIBH, MOKJIMBO BKa3yIOTh Ha MATOJIOTIYHHUN CTaH
HUPOK JUTUHH:



Jusypist - 3aTpuMKa cedi, mMOmiypis (psCHE CEYOBHMITyCKaHHS) ab0 MPHUCKOPECHE
CEYOBHITYCKAHHS 3 MAJIIUMH TTOPITISIMU CEYi.

XBOpOOJIMBE CEUOBUITYCKAHHSI.

Enypes.

CynoMHUI CUHAPOM.

3MiHa KOJIbOPY 1 CTPYKTYpH cedi.

Cxkapru Ha 0171 BHU3Y KHBOTa a00 Ha 011b B 00J1aCTi TIOTIEPEKY.
HaOpsikmicTs 001MyYst 1 KiHI[IBOK (ITaCTO3HICTB).

[epioanyHe MiABUILEHHS apTEPiaIbHOTO THCKY.

IMocriiina crpara.

BincraBanHns y (pi3M4HOMY PO3BUTKY, CIa0KICTh.

['inomasist HUPKK y TUTHHU KIIIHIYHO MOKE MPOSIBISATUCS HACTYITHUMHU O3HAKaMHU:
CyXiCTb HIKIPHUX TIOKPHBIB.

Bbniguit, 3eminctuit Koip mKipu.

HaOpsixiaictb 0011yust B ipeopOiTaabHOM 30HI (HABKOJIO OYECH).
[Tommpena HaGPAKIIICTD - KIHIIIBKH, TYIIYO.

Criiika rinepTeH3is 1 TOJIOBHUM O17Tb.

[MTaronoriunuii reHepadi3oBaHuii HAOpSIK - anasarca HaOpsSK MiKM'I30BOI TKAaHHHH 1
KJIITKOBUHHU), XapaKTEPHUI 11 HEQPOTHYHOTO CHHIPOMY.

[Tiypis, remarypisi.
VY XJIOMYKKIB - KPUITOPXi3M (HEOIYIICHHS sI€YKa B MOILIOHKY).

lNmomnasisi HUPKK y AWTUHH JOCHUTH JOKJIAJHO OIHMCaHa IIBEACBKUM yposorom Ask-
Upmarksik cermeHTapHa BpO)KEHA NATOJIOTIsl OpraHy, MpH SKiid THIOIUIa3UPOBaHa MTapEHX1MaTO3HI
IUISHKA OpraHy TO€IHYIOTHCS 3 HEJIOPO3BMHEHHSM apTepialbHUX HUPKOBUX Tinok. Ha mymky
IIBEJICHKOTO JIiKaps MmoAi0Ha MaToJoris HalvyacTille «cTapTye» KIHIYHUMHA CUMITOMaMH Yy Billi BiJ
4 no 12 pokiB y BUIJISAlI TiMEpTEH31l, BUAUMUX HA JOCHIIKEHHI 3MIH CYAMH OYHOTO JIHS,
HECTPUMHOI 5Karoko (IOJiIUIICI€0).

Bpomxkena aHomamiss HaidacTimie BHU3HAYAETHCS TPU JUCHAHCEpU3alii 3 MPHUBOILY
opopMIIEHHS JAWTHHW B JUTSIYMA caj abo IIKOJy, piamie mpu OOCTEeKEHHI 3 MPHUBOJIY HasBHUX
3aXBOPIOBaHb, HE TOB'I3aHUX 3 HUPKAMHU.

JiarHocTtuka rinorsasii HUpKd



Jlugepenyianvna Odiacnocmuxa 2inonaasii HUPKU NPOBOOUMbCs 3 IUCIUIA31€10 HUPKH 1
3MOpPIIEHOI0 HHUPKOW. Jloka3om Timoruiaszii CIy>KHTh HOPMaJIbHY OyIOBY HHUPKOBHX CY/IUH,
YaIIKOBO-MHCKOBOI CHCTEMH, CEYOBOJY, L0 PaHillle MOTJIO0 OyTH BCTAHOBJIEHO NMPH EKCKPETOPHOI
yporpadii,  perporpagHoi  yperepomienorpacdii, = HupkoBoi  aHriorpadii,  AMHAMIYHOI
Hedpocuunturpaduu. B manmit vac nocuts nposeneHass MPT a6o MCKT, npu HeoOXimHOCTI - B
MO€HAHHI 3 TUHAMIYHOIO HeppocuMHTUTpaguu. Y KIIHIYHOMY IUIaHI IMIPU LbOMY MOPOI BEJIUKE
3HAQYECHHS Ma€ CTaH KOHTpaJlaTepajibHOI HUPKH, OCKIIBKH 11 3aXBOPIOBaHHS ab0 TpaBMa MOXKE
MIPU3BECTH JI0 HUPKOBOT HEJJOCTATHOCTI.

JucnnactuuHa HHUpKa a00 ICTUHHA TINOIUIA3is HUPKU XapaKTEPU3YETHCS 3MEHIICHHSIM
I[bOTO OpraHy IpH 3arajJbHOMY HEIOPO3BHUTKY Ii CTPYKTYPH, CYIUH 1 JaHUI BHJ aHOMAJii MOXe
OyTd ABOCTOPOHHIM. [IpHYMHOIO BUHUKHEHHS IUCIUIA311 HUPKH CIY)KHTh HEIOCTATHS IHIYKITIS
nmpoToku MeraHeppoc Ha nudepeHiiroBaHHS MeTaHeDpOTeiHOW OjacTeMu MiCHs iX 3IUTTA.
KiiaiuHO HaMOUIBII YacTo el MOPOK PO3BUTKY HUPKH MPOSBISETHCS apTeplabHOIO TIMEPTEH31E0
1 CHUMITOMaMH XpPOHIYHOTO Mi€JOHEPPUTY WIO TMOB'SI3aHO 3 AaHOMAJbHUM OyIOBOIO SIK
BHYTPIOpPraHHON CyIMHHOI MEpEeXi, MariCTpalbHUX CYAMH, TaK 1 YAIIKOBO-MUCKOBOI cuctemH. s
JBOCTOPOHHBOTO TIPOLIECY XapaKTepHAa HUPKOBAa HENOCTaTHICTh. JudepeHUianbHy AiarHOCTHKY
JHUCTIIIACTUYHOT HUPKH MPOBOJATH 3 KAPJIUKOBOIO 1 3MOPIIIEHOI0 HUPKOIO.

JIikyBaHHS Tinormia3ii HUpKU

Skmo nmpuymHa apTepiayibHOI TIMEepTeH3ii Mmojsrae B JUCIUIA31i HUPKU a00 Ha Tl JaHOl
aHOMaJlii JIarHOCTYIOTh IMI€JOHEPPUT, TO IOKA3aHO HACTYNHE JIKyBaHHs TiNoruiasii HUpPKU -
HeppeKTOMIs.

Henopo3BuneHHst onHiei abo JBOX HUPOK € CKJIAJHOIO TATOJIOTIEI0, B CHJIY Mi3HHOTO
BUSIBJICHHA Ta JA1arHOCTYBaHHS. ['iMomnJias3is HUPKU JIKyBaHHS MIPHUITYCKAae BapiaTUBHOI, 3aJI€XKHE BiJl
BUJy Timoraszii i BiJg CTaHy COJITapHii, MPaIlO40i HUPKH. SIKIIO aHOMAallis BU3HAYAETHCS B
paHHBbOMY Billl 1 JIarHOCTYEThCS SK JIBOCTOPOHHS TiIlOIJIa3is, MOXYTh POOUTHCA CIPOOH
BiJTHOBJICHHSI 1 KOPEKIlii BOJHO-CIEKTPOIITUIHOTO OayilaHCy, HeUTpasi3alii a3otemii (IHTOKCHUKAIis
KPOBi a30THCTUMH MpoayKTamu). OmHAK MPH BHPaKEHIM JBOCTOPOHHBOI TiMoILIa3il HalvacTiire
IWTHHA THHE Bia ypemii Ta cepueBoi HemoctaTHOCTI (mexommencarii). IIporHos, sk mpaBmiio,
HECTIPUSATIUBUM, JITH 3 TAKOIO BAXKKOIO MATOJIOTIEI0 KUBYTH BiJ 8 10 15 pokiB.

Taxmuxa niKyéanHs OJHOCTOPOHHBOI TiMOIIIa3ii  Po3poOIAETBCA 3  ypaxXyBaHHSIM
IHIUBIIyaIbHUX OCOOJIMBOCTEN CTaHy 3/I0pOB'sl maiieHTa. HaltgacTimie TeparneBTHYHI 3aX0/11 CXO0XK1
3 JIIKyBaHHSAM XBOPHX, III0 MAIOTh OJTHY HUPKY.

Skmo xomarepagbHa HUPKA BUKOHYE MOABOEHY (YHKIIIO B TIOBHOMY 00Cs31, CTEIiaTbHOTO
JiKyBaHHS HE TOTpiOHO. TepameBTHYHI [1i MOXJIWBI JHMINE TpH Tigo3pi Ha mieJoHeHPUT
TUIOTUIa3upoBaHa  HUpPKW. Jleski  ¢axiBil  PEKOMEHIYIOTh  MPOBOJUTH  HEPPOCKTOMIsS
HEI0pPO3BUHEHOT'0 OpraHy, HaBiTh, SIKIIO KOJaTepajabHa HUpPKa 3710poBa. I10sSCHIOEThCA 1€ THM, IO
HEIOPO3BUHEHM OpraH € MOTEHIIIIHO HeOe3eYHUM BOTHUIIEM B iH()EKUIHHOMY 1 IMyHHOMY CeHCI
1 MOYKe BIUTMBATH Ha 3[JOPOBY HUPKY.

Takox rimomasis HUPKHM JIIKyBaHHA Iependayae 1 B pasi CTIHKOI TimepreH3ii, sfka He
MiJIA€ThCA CTAaHAAPTHOI METUKAMEHTO3HOI Tepamii. BujalieHHs TUNOIDIa3upOBaHa HUPKH, SK
NPaBUJIO, MOKA3aHO MAaIlieHTaM JO0pOcyoro Biky. JliTH, y SKMX THMIIOIUIa3MpOBaHa HHUpKa 3/aTHA
npamroBaté xoua 60 Ha 30% Hane:kHOTO 00CATY, MOKAa3aHUH JUCITAHCEPHUM OOJIK, CIIOCTEPEKECHHS,



peryisipHi 0OCTEeKEHHsI 1 CUMIITOMATUYHE JIIKYBAaHHS TMPHU IMiI03p1 HA HaWMEHIN (PyHKITIOHATBHI
BIIXWJICHHS.

Skmio BUsBIIEHA BaXKKa JBOCTOPOHHS TINMOIUIA3isi HUPKH, JIKYBAaHHS TOBHHHO OyTH
XIpypriuHuM, 3a3BUYail BHAAISIOTHCS OOWIBI aHOMaiabHI HUPKU. [lallieHT TepeBOAMTHCS Ha
remMo/1iaji3 1 HoMy POBOIUTHCS TPAHCIIAHTAIlIS TOHOPCHKOT HUPKH.

KicTo3na xBopo0a HUPOK:

TepMiHOM «KiCTO3HI XBOPOOM HUPOK» O0'€AHYIOTH I'PYIy HUPKOBHX 3aXBOPIOBaHb Pi3HOI
NPUYMHM, BU3HAYAIbHA O3HAKA SKHUX - HASIBHICTh y HUPKaX KiCT.

Kict HHUpOK SIBISIFOTH COOOK0 HAIMOBHEHI PITWHOIO PO3IIMPEHI CETMEHTH HedpoHy abo
30upanbHOi TPYyOKHM pi3HOI BETWMYMHHU, BHUCTENEHI OIHHM IIapOM 3MIHEHOTO KaHAaJbIIEBOTO
emiTenito. PimuHa B KicTax, sK MPaBUIIO, MOBIIOMIISIETHCS 3 KAHAIBIIEBHM BMICTOM, PS/I KICT MOXKeE
MaTH CHOJYYECHHS 3 KPOBOHOCHUMH CyJIMHAMU HUPOK 1 PiAKO - 3 BMICTOM HUPKOBOI MUCKHU.

Kictu MOXyTh BUSIBISATHCS IOBCIOJTHO: Y KipKOBIii 1 MO3KOBIH IIapi HUPOK, B 00J1aCTi MHUCOK
HUPOK 1 OKOJIOJIOXaHOYHOH 00J1acTi, piflie - Ha MOJcax HUPKH. Po3Mip KiCT 1 KUIBKICTh PiAMHU B
HUX MOXYTh IIMPOKO BapiroBaTW: Maji KicTu (MEHIIE 2 MM B JiaMeTpi) MICTATb, K MPaBUIIO, HE
OunpIIe 3 MJI, B TOHM Yac SK Y BEJIMKUX KICTaX MOXYTh OyTH JiTpu BMicTy. KicTH B HUpKax MOXYTh
MaTH SK OAHAKOBHH po3Mip (IpH MOMIKICTO31 JiTei), Tak i ICTOTHO Biapi3HATHCSA 3a (OPMOIO i
po3mipoM (Ipu TOJIKICTO31 I0pOCIHX); OyTH OJWHHUYHHUMH (COJiTapHi) ab0 MHOXHHHHUMH,
pO3TanIoByBaTHCs B OJIHIN a00 000X HUpPKaX.

BaxnuBo migkpecnuTd, MO B HUPKaX KICTH CHIBICHYIOTh 3 JUISHKAaMHA HE3MIHEHOI
napeHxiMu. Y Mipy nporpecyBaHHs XBOPOOH, SIK TPABUIIO, KUIBKICTh KICT 3pOCTa€, 30UIBIIYETHCS X
po3Mip, a Maca 30EpeKCHOI0 HHUPKOBOI MapeHXIMH 3MeHIyeThcs. Came ocTaHHIN (akTop -
KUTBKICTh HEYIIIKO/KEHOT TKAaHUHU - 1 BU3HAYa€ (PYHKI[IOHATBHUN CTaH HUPOK.

Knacudikarrist KicTO3HHX XBOpPOO HUPOK

[TonixicTo3H1 XBOPOOH.
-AyTOCOMHO-TOMIHAHTHA TTOJTMKUCTO3HASI XBOPOOa HUPOK.
-AyTOCOMHO-PEIICCIBHUHN TTOJIMKUCTO3HAs XBOPOOa HUPOK.
-TIIpuxbani kicTo3Hi XBOpOOH HUPOK (IIpH a30TeMii, XPOHIYHOMY JTIKYBaHHI T€MO/IiaTi30M).

*  KicTo3Hi XBOpOOH MO3KOBOI PEYOBUHU HUPOK.
* HedpornodTus (ypemuueckas MeayUIIpHas KiCTO3Ha XBOP0OOa).
-I'ybuacra MmenymsipHas XBopooa.

-TIpocTi kicTy (OQUHUYHI | MHOKUHHI).

-Pi3HOMaHITHI MapeHxiMaTo3Hi 1 HemapeHXiMaTO3HUX HUPKOBI KiCTH



Bpom:xeHi mopyuieHHs NPOXOI:KeHHSI HUPKOBOI MUCKH
U BPOJKeHi MOPYILIEHHS CeYiBHUKA!

Bamu po3BUTKY ceuoBOMIB CKIamalTh 22-25% Bcix
aHoMmautid cedoBoi cucremu i 4,2-5% mopa3ok ce4oBUX
oprauiB. [leski 3 MUX aHOMAaJII BUSBIISIOTHCS BUITAJIKOBO.
[HIT - MOKYTh BUKJIMKATH BaXKKi po3iiaau (PyHKIIT HUPOK,
CIIpUSIIOUN cTasy cedi 1 ¢ikcarlii iH}ekIii B HupKax.

UucnenHi aHoMamii KiJIbKOCTI, (OpMH, pO3TalTyBaHHS 1
OyZOBM CEUOBOAY TPHU3BOAATH IO TOPYIICHHS BIATOKY
cedi 3 HUPKH. YPOAWHAMIKH TMOPYIIYETHCS HE TUIBKH MPH
HAsBHOCTI  aHATOMIYHO BHUPAXEHUX  TMEPEIIKoJ, a
NPaKTUYHO TPU BCIX BaJax PO3BUTKY BEPXHIX CEUOBUX
NUISXiB, HABITh MPU HETIOMITHUX MEPEIIKOAU IO BIATOKY
cedi. Haitgyacrime CIIOCTEPITaeThCs BpPOJ/IIKEHE
po3mupeHHs a0o 3BYKEHHS CEYOBOAY.

AHoMautii ce40BOIB 4acTo OyBalOTh MHOKUHHUMH,
JIBOCTOPOHHIMH, MPHU3BOIATH 10 3MiH y MapeHXiMi HUPOK.

UuM Bakye aHOMAlis, TUM paHillle BOHA MPOSBISAETHCA 1

A

JI1arHOCTYETHCA.

Bci Bagu po3BUTKY CEUOBOAIB MPU3BOIATH [0 TMOPYIIEHHS (QYHKLII HUPOK, 30KpeMa
yponuHamikd. Bynb-ski mopymeHHs y (QOpMyBaHHI CEYOBITHOTO MAapOCTKa IPOSIBISIOTHCS Yy
Mop¢oreHe3 HUPKOBOi MAPEHXIMHU, OCKIIBKU MTOBHOIIHHUNA HEPPOH MOXKEe chopMyBaTHCS TUIBKH 3a
YMOBU HOPMaJIBHOTO PO3BUTKY SIK METaHE(PPOTEHHOM O1acTeMHu, TaK 1 AUCTAIbHUX YaCTHH 301pHHUX
HUPKOBHX TPYOOYOK, YaIlOK, MUCOK Ta iHIIE. AHOMAaJii KUTHKOCTI CEYOBOIY 1 HUPKOBOI MHUCKH
MOETHYIOTHCS 3 AaHOMATISIMU TTAPEHXIMHU HUPKH.

BianoBigHO 10 3araJibHONPUHHATOI Kiacudikarii, aHoMaiii CEeYOBOMIB PO3MOAUISIIOTh HA
TaKi Tpymnu.

- aHOMAaJIii KIJIbKOCTI - aruiasisi, OJJBOEHHS, TOTPOEHHS (MOBHE a00 HEMOBHE) 1 T.JI.;

- aHoMaJii CTPYKTYpH - TIOIUIa3ist, 3By>KeHHs (CTPUKTYpa), KiamaH, JUBEPTHKYII,
yperepoliene, HepBOBO-M s130Ba AUCILIA3Is, a TAKOXK axalasis, Merayperep,
riapoypereporedpos;

- aHoMaJii GopMu - KIIBIEOMIOHMH, IITOMOPONOIIOHUX CCUOBII;

- aHoOMaJii po3TallyBaHHI-PETPOKABAIIbHIN CEUOBI, peTpOLTiaKaabHIA CEYOBi, €KTOMIs
OTBOPH CEYOBOJY.

KniniuHi mposiBU pi3HUX aHOMaJIil CEUOBOY 3aJIeKaTh HE CTLIBKH BiJ HOro MopdooriyHoi
XapaKTePUCTUKH, CKUTBKHA BiJi 0OYMOBIECHUX MOPYIICHHSIMH PO3BUTKY yCKJIagHeHb. OCHOBHHMH
YCKJIQJHEHHSMH € 3amnajibHl 3aXBOPIOBaHHS, TiApoHEdpOo3, YTBOPEHHS KaMeHIB, HepporeHHa
rinepTeHsisi, Kl YacTille BUHUKAIOTh Ha T meaoHehputy. [HpEKIis mpu aHOMaTisIX CEYOBOIY
YacTillle TPUETHYEThCS B paHHbOMY auTsdomy Bimi. [lepeGir ii mMoke OyTH akTHBHUM, abo 3



JATEHTHUMHU TIepiofaMu, NEPIoUYHUMHU 3arocTpeHHsMu. Haifuactimie iH(exiiauii mporec Mae
NUKTIYHAA XapakTep Y 3B'A3Ky 3 IHTEPKYPCHTHUX3aXBOPIOBAHHSAMH a00 3  IABUIICHUM
HABaHTKCHHSM Ha OpraHi3M (POKHM IHTEHCHBHOTO 3pOCTaHHS, CTaTE€BE JO3PIBaHHs, BariTHICTB). Y
PIAKICHMX BUIAJAKaX, HaBiThb BHUPAXEHI aHOMANil, TPUBWIMKA 4Yac HE CYNPOBOIKYIOTHCS
YCKJIAJIHEHHSMH 1 1H(EKILis MPOSABISETHCS JIUIIE B 3pLIOMY Billi.

AHomaiii  ce4oBOAYy  YacTO  3YMOBIIIOTH  PO3BHTOK  Timponedpo3dy  abo
ypereporiipone@po3y. 3ajekHO BiJ CTYNEHS MOPYIICHHS TMPOXiTHOCTI CEYOBOJAY Ta pPIBHS
oOcTpykIii crocrepiraerbcs BTpara (yHKHii abo i1 KoMmeHcawis 3a paxyHOK TimepTpodii i
MIBUIICHHS CKOPOYYBAJIBHOI 3MAaTHOCTI CEYOBOAY Yy BIAJLIAX, PO3TAIIOBAHUX BUIIE PIBHS
aHomauii. Yacto y XBOpHX PO3BUBAETHCS MPOTPECYOUHM TiapoHe]po3, SKHM MPU3BOAUTH IO
HEJIOCTaTHOCTI HUPOK.

S0 BIATIK cevi TMOPYIIYEThCS B HIDKYE PO3TAIIOBAHHMX BIIIIAX CEYOBUX IUISXIB,
MPOIIECH KOMIIEHCAIlli TPUBAIOTh JIOBIIE 1 TiIPpOoHE(PPO3 Mporpecye moBubHimeE. [IeBHY poib, KpiM
rinepTpodii CTIHKM CEYOBOAY HaJ MEPEIIKOJ00, Tpae 1 30UIbIICHHS oA pealdcopOrii, sike He
00OMEXyeThCS pedIroKCaMH Ha PiBHI HUPKH, a BUSABIISETHCS MPOTSATOM YChOTO CEYOBOJTY.

VY pa3i 4HCIEHHMX aHOMAJIii CEYOBOIY IYKE PIIKO OOMEXKYIOTHCS KOHCEpPBATIBHIMU
3axo7aMu. 3arpo3a 3aru0eini HUPOK 3MYIIYE BIaBaTHCS 10 XIPYPTiUHUX BTPY4YaHb, HACTIIKH SKOTO
3aJIe)KaTh BiJ BIKY AUTHHU. YUM paHilie MpoBECTH Omeparito, TUM OibIe Haall Ha QYHKIIIOHATBHY
KOMIICHCAI[II0O HHUPOK, OLIBII CHOPUSATIMBUANA TMPOTHO3 TNPHU TOETHAHHI 3  JIIKYBaHHSIM
aHTHOAKTeplaTbHUMH 3ac00aMH, JO03BOJISIE€ JOCSATTH KIIHIKO-JIA0OpaTOpPHOI peMmicii 3amaibHOTO
nporecy junie B 50% niteii. Lle mosicHIO€TbCS THM, IO OUTBLIICTH aHOMAJil, OKpiM po3iajiB
YPOIMHAMIKH, IO CYNPOBOJDKYIOTHCS HEMPAaBWIBHAM (OpMyBaHHSIM HHPKOBOI TKaHUHH 1
HE3pUTICTI0 IMYyHHOI cucTeMu. [licnmsi BIIHOBJICHHS ypPOAWHAMIKH Il 3MIHH 3aJHIIAI0THCS
0e31mocepeTHHOI0 PUUMHOIO MIITPUMKH 3aIaIbHOTO TIPOIIECY.

Y  giarHOCTMIII  OCHOBHHMX BaJi PO3BUTKY CEUOBOIB OCHOBHY pOJb  IPAaIOTh
YPOPEHTTEHOJIOT1UeCKie METOAM - BapiaHTH BuAUIbHOIyporpadii. [TopiBHSHO piKO 3aCTOCOBYIOTH
BucxinHy mienorpadis. Lle mociimkeHHS BUKOHYIOTH JIMIIE B THX BHUIIQJKaX, KOJIH aHOMAJiS
CEYO0BOIy OOYMOBIIIOE TIOBHY BTpaTy QyHKIII{ HUPOK.

[leBHe 3HAUEHHSA Ma€ IUCTOCKOIIS, sIKa JO3BOJIE BU3HAUMTU MICIE PO3TALIyBaHHS THpia
CEYOBOJy, HOT0 CKOpPOTJIMBICTH, (pOpMy, HOBXKHUHY YHYTpHUIy3upHa YacTHHHU. Bucoka wactora
MIXYpPOBO-CEYOBITHOTO PEQUIFOKCY MPH BCIX AaHOMAJISAX CEUYOBOAY JO3BOJISIE 3aMIHUTH BHUCXIIHY
mienorpadiro 3BU4aifHOi MiKIlioHHOTO [{ucTorpadis.

BaxnuBy iHpopmariito aal0Th METOAM, 3aCHOBaHI Ha MOMJIMBOCTSIX TEJEBI3IHHOTO
CIIOCTEPEKEHHST Ta BiJI€03aMUCy CKOPOYEHHS CEYOBOJIIB NpH BUIUIbHOIyporpadii. Hupkopa
anriorpadis, ¢dapMakoiarHOCTIiYecKie, IMYHHO-MOP(QOJIOTIYHI Ta I[ICTOXIMIYECKie METOIU
JOCIIJKEHHS 103BOJISIIOTH OLIHUTH MOp(O-()YHKIIIOHAIBHUI CTaH HUPKOBOI TKaHWHHU, HAMITHTU
IUTaH JIIKYBaHHSA XBOPOTO, YHUKHYTH TIarHOCTUYHHUX MOMMJIOK, IMPOBECTH KOPEKLII0 MOPYIIEHb B
oreparii, KOHTPOIIOBATH MOJANBIINN TIepedir 3aXBOPIOBAHHS 1 MPOTHO3YBAaTH MOKJIMBI HACIIIIKH.



AHOMAJIII KIJIBKOCTI

Annasis (areHesis) ce4oBOIy 3ycTpidaeTbes ayke pinko i craHoBuTh 0,2% anomaniii
HUPOK 1 CEYOBUX MNUISIXiB. J[BOCTOpOHHS aHOMallis 3a3BUYAil MOEIHYETHCS 3 JABOCTOPOHHBOIO
areHe3i€l0 HUPOK, pialie 3 JIBOCTOPOHHBOIO MynbTiKicTO3Hass HHUpKOw. Lls aHoMamiss He Mae
KJIIHIYHOTO 3HAYEHHS, OCKUTLKH HECYMICHA 3 KUTTSIM.

OmHOCTOPOHHS aria3is CEYOBOJY TAKOXK € CKIIAJOBUM €JIEMEHTOM HHPKOBOI arasii i
pPE3yNbTaTOM BiJICYTHOCTI CEYOBIHOTO MApoCTKa. [HOAI CedoBiJ BUSBISIOTH Y BUTIISAAI TOHKOTO
¢bi16po3HOTrO TsKa a00 BIAPOCTKA, AKUN 3aKIHIYETHCS CIIIIIO.

JiarHocTka armasii ce4oBOAY TPYHTYEThCS Ha JAaHUX EKCKpETOpHOi yporpadii, ska
JI03BOJISIE BCTAHOBUTH BiACYTHICTh (yHKLII onxHiel 3 HUpok. IIpum mmcrockomii BUSBISIOTH
rinora3siro ado MOBHA BiACYTHICTh MOJOBHHU CEYOMIXYpPOBOTO MPO TpUKyTHUKA. OTBIp ce4OBOIY
MOXE PpO3TAIIOBYBATHUCS Ha 3BUYAMHOMY Micii, aine OyTH 3By)KeHuM. llpu TpuBasiomy
CIIOCTEPEIKEHHI MOYKHA BHSIBUTH BIACYTHICTh MOTO CKOpOYEHB. IHOMI OTBIp Mae BUIJIS CIIIOTO



MOTIMOJICHHS, 10 BU3HAYAETHCS TIPH BBEJICHHI KaTeTepa, abo CINo 3aKiHYYEThCS Ha OyAb-sIKOMY
piBHI. Y IMX BUMAIKaX JOCHTH iH(OpMaTUBHOIO € muctorpadis. [Ipu pynuMeHTapHOMYy OTBOpI
CEYOBOAY PEKOMEHIY€EThCSI IPOBOIUTH YIBTPa3BYKOBE JAOCIIPKEHHS, KOMI IOTEpHY TOMOTrpadio.

[ToTpeba B JiKyBaHHI BHHUKAE JIMIIE MPH CIINOMY 3aKIHUCHHSI CEUYOBOJY, OCKUIBKH IIS
aHOMaJTisi MOKE BUKJIMKATH 3alajbHUN MPOIEC, 1HOAI 3 HATHOEHHSIM (EMITieMa), OCBITOI0 KaMEHIO.
VY pa3i pyOrroBaHHs, NepUPEPUIHOTO OTBOPH CEUOBOAY YTBOPIOETHCS 3aMKHYTa MOPOKHUHA, 10
Harajaye Kicty abo myxJIMHA YepeBHOI MOPOKHUHH.

Taki yckimaJHEHHS TPOSIBISIOTHECS OOJIHOBUM CHHIPOMOM Yy BIiANOBiAHIN MaxoBoi abo
MOJUTOKEYKOBOM 00J1acTi, AM3Ypi€lo, MiABULICHHAM TEMIIEPAaTypH Tija 3a WHTEPMHUTTUPYIOIIUM
TUIIOM, SIBUIIIAMH XPOHIYHOI 1HTOKcHKaIlii. Ceya MiCTUTh BEJIUKY KUTBKICTh JIGHKOIUTIB, MPOTEiHY,
6akrepiil. [Ipu HasIBHOCTI KaMeHs1 BUSBIISIIOTh MAaKpO-a00 MiKporemarypito.

JIikyBaHHS TOJISITa€ y BUJAIIEHHI KyKCH CEUOBOJLY.

[TogBoeHHs cedoBOay - oaHa 3 HaWuwmciaeHHimmMX anomaniii (1:140). Bona obymoBieHa
OJTHOYACHUM 3pPOCTaHHSIM JBOX CEUOBOIB 3 JBOX CEUOBIIHUX MAPOCTKIB HE(PpPOreHHOI OiactemMu
a00 pO3ILEIUIEHHSM €IUHOrO CEe4YoBiHOro mapoctka. OAMH 3 CEYOBOJIB MOXE PO3BUBATHCS
HOpPMAaJIbHO, a JAPYIHH - MATOJNOTIYHO. SIKIIO B KayJaJbHOMY BiJUIUII MPOTOKU MEPBUHHOI HUPKU
YTBOPIOETHCS KIUIbKA 3aKJIaZOK CEYOBOAY, MOXKIMBO HE TUIBKMA IOJBOEHHS, a W MOTPOEHHS
MOP(QOJIOTIYHO TTOBHOIIIHHUX CEYOBOIIB. /[BOM MOYETOUHHMKAM BiJIIIOBIIAlOTh JABI HUPKOBI MHCKH,
SIK1 € KOJICKTOPAMH C€ul JIsl pI3HUX KIHIIB HUPKH.

VY Takux BUNAAKaX HHUPKU PIAKO OyBalOTh BiJOKPEMIIGHUMH. YTBOPIOETHCS TPETH,
J0aTKOBA, HAPKA.

[moni nBa cedoBomy i Oumbmie Bigxonmate Bixg Oamii HE moaBoenoro Hupku abo
MPOKCUMAIIbHUI KiHEIb OJHOTO 3 CEYOBOJIB 3aKiHUyeThCs ciimo. OOHuIBa CEeYOBOAY 3a3BUYAN
MPOXOAATH B OTHOMY (hacliuaibHOM (QyTIISIpi.

Crocrepiraetbest noBae (Ureter duplex) nenosue (ureter fiSSUSHOABOEHHS CEUOBO/IIB.

[Ipu HenmoBHOMY IMOJBOEHHI OOMABA CEUYOBOJY BIIXOAATH BiJ HUPKOBOI MUCKU BHH3 JI0
CEeYOBOI0 MixXypa 1 Ha pi3Hill BiJCTaHi BiA Hei 31MBalOThCs B ojuH. IIpu IboMy B ceyoBOMY MiXypi
MPOSIBIISIETBCS. OJMH OTBIpP - PO3LICIICHUH CevyoBiA. [HOMI CEuOBOAM 3JIMBAIOTHCS OLIs CEYOBOTO
MiXypa, BHYTPIIIHEOMYXUPHO (iHTpamMypaabHO) a0 HaBiTh B 00jacTi oTBOpH. OIUH 3 CEYOBOIIB
BITQJIa€ B IHIIINHN ITiJT TOCTPUM KYTOM.

SIx mpaBmIIO, JOBXHMHA 000X CEYOBOMIB BiJl MHUCKOBO-CEUOBIJIHOTO CETMEHTa /0 MICII
3JIATTSA Pi3HA 1 IUITHKH 000X CEYOBOJIB HAJ HUM 3HAXOAATHCS B Pi3HUX (azax mepuctanbTuku. [Ipu
HETIOBHOMY TIOJIBOEHHI PO3IICTUICHHS CIIOCTEPITaeThCs MEPEBAKHO y BEPXHIH TPETHHI CEYOBONY,
piamie - B cepennii, a B 1/3XBOpuUX - y HIXKHIH.

[TonBOo€HHST ce4OBOMYy - sIK IOBHE, TaK 1 HEMOBHE, dYacTimie OyBae OIHOCTOPOHHIM.
JlokamizyeThcs 1o 00MIBI CTOPOHHM 3 OJJTHAKOBOIO YaCTOTOIO.

[Ipu moBHOMY NOJBOEHHI OOHM/BAa CEUOBOAY HAYTh OKpPEMO 10 CEYOBOro Mixypa. BoHu
TICHO MMPUMHUKAIOTh CTIHKAMH, 3a 3aKOHOM Belirepra-Meliepa nepekpenieBatoTcsi B MPOKCUMATbHUX
1 JUCTATBHUX BIAAUIAX 1 BIAKPUBAIOTHCA JBOMa OTBOPAaMH Ha BIJANOBIAHIA IOJIOBHHI
CEYOMIXypOBOTO TPUKYTHHKA (OJMH HaJ iHIIUM abo0 MOPYY), AKIO HEMAE SKTOIi OAHOTO 3 HUX. Y



CEYOBOMY MiXypl OTBOPU CEUOBOAY BEPXHBOI Oajii Maike 3aBXKIW MICTATHCA HIKYE OTBOPH
CEYOBOY HIDKHIN OaUtii.

MixypoBO-CeUOBiTHUIA PEIIIOKC YaCTIIIE CIOCTEPITa€ThCA TPH TOBHOMY TOJBOEHHI
cevdoBoiB. [le 00yMOBIEHO KOPOTKMM BHYTPIIIHHOMIXYPOBOMY BIJJIIIOM TOTO CEYOBOJY, SKHM
BIIKPUBAETHCS MPOKCUMAJIbHIIIE. 3piJIka CIIOCTEPIra€ThCs CIiIe 3aKiHUCHHSI OJTHOTO 3 TOJIBOEHUX
CEYOBOIB. AHOMAJIS MPOSBISAETHCS OOJIEM Y TIOUI0KEUKOBOM 00J1aCTi Ta CUMIITOMaMH 3aajbHOTO

IPOIIECY.

[ToBo€eHHS CEUOBOIB YACTO MOEAHYETHCS 3 IHIIMMU BaJlaMU PO3BUTKY: BIJICYTHICTIO 000X
a00 OJIHOTO CEUOBIJHUX OTBOPIB, 3BY)KECHHSIM (CTPHUKTYPOIO CEUOBOIY, YPETEpOIleie, CKTOIIE
OTBOPU OJIHOTO 3 CEYOBOJIB (YacTillie HUKHBOTO), CErMEHTapHOi a00 MOUIMPEHOK JUCILIA3IE0
HEHpPOM'SA30BUX €JIEMEHTIB CEYOBOJIiB, a0€paHTHUMHU CYAMHAMH, cHaiikamu, (piOpO3ZHUMHU TsDKAMH 1

T .II..

[Ipy moaBOEHOMY CEUYOBOAI XapakTepHUX CHMOTOMIB He HaOmonaaercs. JloBruii uac
aHomaltiss Mae Oe3cuMnToMHu#M mepeOir. KiiHiuHI MposBM BUHHUKAIOTH MPH MOSIBI YCKIJIQIHEHb.
CuMnToMaTHKa BU3HAYAETHCS XapaKTEPOM 1 CTATIEI0 YCKITAHEHHS a00 MOETHAHUMH aHOMAJTISIMH.

OCHOBHUM METOJIOM [IIaTHOCTUKHU € eKCKpeTopHa yporpadis. IIpu 3HmwkeHHI ¢GyHKIii
OJHI€T 3 TOJIOBMHM IOJBOEHOI0 HMPKM MOTPiOHY iH(POpMALiI0 MOKHA OTPUMATH 3a JIOTIOMOTOIO
iH(Dy31itHOT Tienorpadii, BUKOPUCTOBYIOYM BIJICTPOUYCHI 3HIMKHU. Jl0 PEHTICHOJOTIYHUX O3HAK
MTOJABOEHHS CEYOBOJy HAJIeXkKaTh. BIJICYTHICTh BEPXHIX YaIllIOK B HIDKHIN Oajii; 3MIIIEHHSI HUKXHBOT
Oaiii BHM3, HA30BHI a0o0 poTaIlisi HABKOJO MO30BXKHBLOI OCi; nedopmallis BUIE PO3TAIIOBAHUX
YalIioK, HAasBHICTh BENMKOI "HIMHUHA' 30HHM MDK KpPa€EM MHUCKM Ta KIHIIEM HHUPKH; BUHUKHCHHS
TyOyJSIpPHUX JIOXaHOYHO-HUPKOBHUX PE(IIOKCIB B 30HI BEPXHIX YaIIOK; HasBHICTh JIBOX HUPKOBUX
MHUCOK 200 IBOX CEYOBO/IiB.

[lucTockomis 103BOJIsIE BUSBUTH MOBHE MOABOEHHS CEUYOBOAY, SIKIIO 0O0M/IBAa OTBOPU HOTO
BIJIKpUBAIOTHCSI B ceuoBUU Mixyp. [loemHaHHS IMCTOCKOMIi 3 BHYTPIIIHHOBEHHUM BBEICHHSIM
1HAUTOKApMIHY J103BOJII€E BU3HAUYUTH (YHKLIOHAJIBHY I[IHHICTh BEPXHBOI Ta HIKHBOI HUPOK. 3a
JOMIOMOTOI0 MIKI[IOHHOTO CepiitHOi IcTorpadii BUABISIOTH MiXypOBO-CEYOBITHHUM pedIIioKc.

JlikyBaHHS. SIKIIO MOABOEHHS CEYOBOJIIB BHSIBJICHI BHITAJIKOBO 1 aHOMAalisl HE BUKIIMKAE
MOMITHUX TOPYLIEHb YPOAMHAMIKM, [ITH JIIKyBaHHS HE BHMaraioTb. BOHM NiAIATaOTH
CIIOCTEPEKEHHIO y Teniarpa 3a MicieM mpokuBaHHsS. [Ipu mosiBi Oyab-KMX CKapr noTpiOHa
KOHCYNbTaIlisl yposnora. Y TOMY BHIAJKYy, KOJIH TIIOJBOEHHS CEYOBOIIB YCKIIQJIHIOETHCS
MiE€TOHEPPUTOM, a TPHU YPOPEHTTEHOJIOTTYECKOM JOCTIPKEHHI BHUSBUTH 3HAYHUX TOPYIICHb
YpOIWHAMIKH HE BIAETHCA, MITSAM CIIJ MPU3HAYMTH KOHCEPBATUBHE IMPOTH3AIalbHE JIIKyBaHHS,
CTUMYJIIOIOUY, JIE€CEHCHUOLTI3ylouy Teparmito, BXUTH 3aXOJiB I MIABUIIEHHS 1MYHOJIOT1YHOL
PEaKTHBHOCTI. SIKIIO Take JIKyBaHHS BUSBUIOCS HeC()EKTUBHUM, PEKOMEHIYIOTh OTIEPAIIifo.

XipypriuHe BTpydYaHHS IMOTpiOHE 3a TaKWX YCKJIAJHCHHSIX aHOMaJjlii, SK YTBOPCHHS
KaMeHiB, ypeteporiaponedpos omHiel a0 000X YaCTHH MOABOEHOIO HUPKH, BUPAXKEHI MIXYpOBO-
CEYOBOJI0 1 MEXKIYMOUYETOUYHIKOBUE PE(DIIOKCH, €KTOIIISI OJHOTO 3 OTBOPIB IMOJBOEHOTO CEYOBOY,
ypereporiene.

Bubip Metony nikyBaHHS 3aJICKUTh BiJ KUIBKOX (DAKTOPIB: CTYNMEHS Ypa)KeHHsI CETMEHTA
HUPKH, BUAY IIOJBOEHHS CEUOBOAY, XapaKTepy 3MiH KIHIIEBOI YaCTHHU CEYOBONY, HasBHICTBH
pedIIIoKCy B CyMiXKHOMY 1 KOHTpaIaTepalbHON CEYOBO/II.



Omeparriss BUOOPY MPU EKTOMIi OTBOPU JOJAATKOBOTO CEYOBOJY, CETMEHTAPHOMY TiIpoO-i
ypeTepoHe(POCKIEPO3e, MIXYpOBO-CEYOBIIHUN pedIOKC 1 HEBEIMKOMY ypereporene 0e3
oOCTpyKIii 1 peduiiokCy B JIOBKOJUINHI c€YOBOAU € reminedpyperepektomis. Ilpu Bemukomy
My3UPHOM ab00 EKTOMYHOMY YpeTepoleie BUIAIAIOTh HOro OOOJNIOHKH, BUKOHYIOUH
reMiHePypeTepeKTOMIIO i KOPEKIIIF0 OTBOPIB CYMIXKHOTO 1 KOHTpaJaTepaIbHOIO CEUYOBOIIB. KO
¢ynkuii 000X CerMeHTiB HUpPKH 30epeeHa, 3acTOCOBHI opraHo3oepiraroui omeparii -
aHACTOMO3IpOBaHi€ CEYOBOJIIB y BEPXHBOMY IIUCTOMJICH, aHTIpedIIOKCHUE Omepalii Ha JIBOX
CE4YOBOJaX OIHUM OJIOKOM.

Jns mikBigamii MiXypoBO-CEYOBITHOTO peQUIIOKCY MPHU MOABOEHHI CEYOBO/IB BUKOHYIOTh
onepamiro o [TOJIITAH-JIinGerTep Ha ogHOMY abo 000X cedoBonax. I'eMiHEDpypeTEPEKTOMIIO
JIOIITHPHO JIOTIOBHIOBATH aHTIPE(MIIIOKCHOM OIepalli€lo B THMX BUITaJIKaX, KOJIU OJWH 13 CETMEHTIB
HUPKH TIOBHICTIO BTpaTUB (YHKIIOHAJIBHY 3JaTHICTh, a CEUYOBIM, SKHH 3aJIHIIUBCI Mae
HETIOBHOIIIHHUMA MiXypPOBO-CEYOBITHOTO OTBIp.

[Ipu MOBHOMY MOJBOEHHI 1 MiXYPOBO-CEUOBIAHUHN pedIIIOKC B HIDKHHOMY CETMEHTI HUPKH
CITIiJT 3aCTOCYBaTH yPETEPOCKTOMIIO 3 JBOX JOCTYMiB: 1) y momepeky i BHIAJICHHS CEYOBOIY 1
CTBOPEHHS ITiEIOypeTepOaHacToOMO03a, 2) y HaJuepeBHiil 001acTi 151 3aBEPIICHHS YPETEPOEKTOMIl 1
3aHYpEHHSI KYKCH CEYOBOAY B CTIHKY CEYOBOT'O MiXypa.

[ToTpoeHHs cedoBOAIB - AyKe pinkicHa aHomauis. OnucaHi BUNAAKd HasBHOCTI 4, 6,1
HaBITh 12 ce40BO/IB.

KiiniuHi TposiBY, MiarHOCTHKA Ta JIIKYBaHHS ITi€l aHOMaJIi Taki K, SIK 1 MpHU MOJABOEHHI
BEPXHIX CEYOBHMX IUIAXIB. Y HEYCKJIQJHCHHX BHUIAJKaX aHOMais HE MiarHOCTyeTbes. KimiHiuHO
MPOSIBIIIETBCSL Y pa3i MPUENHAHHS 3aMajlbHOrO MPOIECy, ypeTreporiapoHedpo3y abo yTBOpEHHS
KaMEHIB, a TAKOX MPH €KTOIIii OJTHOTO 3 OTBOPIB CEUOBOTY.

AHOMAJIII CTPYKTYPH I ®OPMH

[Ninomiazisi ce4O0BOMY MOEMHYETHCS 3 TIMOIIA31€I0 BIAMOBIIHOT HUPKUA a0 11 MOJIOBUHH
(mpu moaBoeHHi), My/bTIKiCTO3HAs AHUCIIIa3ier0 HUpKH. CEedyoBig Ma€ BHUIJISAA TOHKOI TPYOKH 3
pI3KO 3MEHIIIEHUM JiaMeTpoM. Bin Moxke OyTu oOmiTepipoBaH Ha ACSIKUX AUTHHUIIX. Haituacrime
IpoCBIT ceyoBoay 30epekeHuil. CTiHKa HOro TOHKa 3a paxyHOK HEIOPO3BUHEHHS M 'S30BUX
BOJIOKOH, MIEPUCTAIBTUKA Pi3KO ocnabiieHa.

Ile#i MOpOK PO3BHUTKY YacTO TMOEIHYETHCS 3 MIXYpoBO-ceuoBigHUN pedurrokc. Kiminiuni
MPOSIBY TiMOIJIa3ii ce4oBOAY 0OYMOBIIEHI CYMYTHIMH aHOMATisIMA HUPOK.

JiarHocTHKa aHOMAaJIli TPYHTYEThCA Ha JAHUX EKCKPETOpHOi yporpadii i iH)y3iHHOI Ti
Moaudikailli, OCKiIIbKMA TIMOIUIa30BaHI CEUOBIJ BIAXOIWTH BiJl MUCKH (DYHKIIIOHYIOUOI HHUPKH,
¢byHKUig 11 3a3BUYail 3HAYHO 3HIDKEHA 1 JOOUTHUCS YITKOTO 300paKeHHSI CEUOBHMX ILUIAXIB MOXKHA
TITBKU Ha BIJCTPOYCHUX 3HIMKAX.

OcTtaroyHuii A1arH03 MOXKHA BCTAHOBUTH 32 JJOTIOMOTOI0 PETpOrpaaHoi mienorpadii, axio
BJIA€THCSI BBECTH B CEUOBiJ KateTep, abo mpu mucrorpadii, Koau Baga poO3BUTKY YCKIATHIOETbCS
MiXypOBO-MHUCKOBO1 pe(IIOKCOM.

JIikyBaHHSI 3aJIe)KUTh BiJ CTaHy BIANOBIAHOI HUpPKHU. [lpm mpoBeneHHI HeppeKToMil
OJTHOYACHO BHJAJISAIOTH 1 ceyoBin. OOuiTepallis ceyoBOAY Ha Pi3HUX PIBHAX a0 ciline 3aKiHYeHHS



Woro mpu amiasii, YyCKJIaJAHCHHS 3alaJibHUM TIPOIIECOM Y [IBEPTIKYJI000Opa3HOM OCBITI €
MMOKa3aHHSIMH JI0 YPETEPOCKTOMIl 1 BUIANICHHS HEDYHITIOHIPYIOIIECH HUPKH.

3By:keHHs1 (cTpukTypa) cedoBoay cmocrepiraerbes y 0,5-0,7% nmiteit. Haiiuacrimie
aHOMAJTis JIOKAJI3YEThCS B MIXYpOBO-CEUOBOJIO CETMEHTA, MOTIM Y JIOXaHOYHO-CEYOBITHOMY, aje
MOKE CIIOCTepIraTUCs B OyIb-AKii JUISHII CEYOBOTY.

3BY)KEHHS CEUOBOJY MOXKE€ OyTH OJHO-1 JBOCTOPOHHIM, OJWHUYHUM 1 MHOXHHHUM. Y
OUTBIIOCTI BHITAJAKIB BOHO BiJHOCHTHCS 0O BPOJIKEHOI mmartojorii, ame OyBae i Habyrum (B
pe3yabTaTi TpaBM, IOUIKO/UKEHHS NpPU IHCTPYMEHTAIBHUX JOCITIDKEHHSX, MPOJIEKHIB abo
3amajieHHi Py TPUBAJIOMY 3HAXO/DKEHHI KAMEHIO B CEYOBO/II). 3BYKECHHS MOXKE PO3BUHYTHUCS ITiCIISI
orepauii Ha ce4oBoJi. SIKIO B aHamMHe31 He OyJIO JKOJHOI 3 IUX MPUYMH, MOXKHA BBaXKaTH, 110
3BY)KCHHSI Ma€ BpOJUKEHUH xapakrtep. BpomkeHi Ta HaOyTi 3BYKEHHsS KJIIHIYHO 1 TiCTOJOTIYHO
HEBUPA3HI.

Buiie 3By:XeHHSI CEUOBOMY 1 YalTKOBO-TIOXAHOUYHASI CHCTEMa PO3MIMPIOETHCS 32 PAaXYHOK
MOCTIHHOTO MiJBUILEHHS THCKY 1 3aCTOI0 ceyi. SIKII0 mepemikoja JIOKali3yeTbcs B MHCKOBO-
CEYOBOJI0 CETMEHTI, PO3BHBAEThCS TiapoHedpo3. [Ipu posramryBaHHI 3BYy)KEHHS B TIEPEAMIXYPOBOI
(rokcTaBe3iKalIbHOM) YaCTMHH ab0 B CepeaHiil TPEeTHHI CEYOBOMY BiH 3HAYHO PO3IIMPIOETHCS 1
MOJTOBKYETHCS BHILE Miclsl nepemkoau. CedoBiJ cTae IOBTUM, 3BUBHUCTUM, 3 TOBIIMHOK MOXE
JIOPIBHIOBATH TOBCTIM KUMIIl. Y AITEH MOJOAIIOTO BIKY 3 aCTEHIYHUM OyIOBOIO TiJIa 1 3HMKCHUM
TOHYCOM M'SI31B TaKi C€YOBOJIM MOJKHA MPONAIbIIyBaTH 4epe3 MEepeaHi0 YepeBHY CTiHKY. Hepimko
1[0 MATOJIOTII0 MPUIMAIOTh 33 MeTayperep.

Kniniuna kapTtuHa OOyMOBJICHa TIOPYIICHHSM TIPOXIJHOCTI CEYOBOIY, PO3BUTKY
rigporedpo3y abo ypereporiapoHedppo3y, IpueTHaHHIM iH(EKIII.

OCHOBHHMM METOJIOM JIIarHOCTUKH 3BY)KCHHS CEYOBOJTY € EKCKpETOpHa yporpadisi.

JlikyBaHHS XipyprigHe, 0OCST HMOTro 3alIeKUTh BiJl CTaHy BEPXHIX CEUOBUX MUIAXIB 1
Jokamizamii 3BykeHHs. [lonsirae y BUAalieHHI 3BYKEHOI YaCTHHH CEYOBOJY 1 BITHOBJICHHS HOTO
MPOXITHOCTI, Tepecalli CEYOBOAY B CEUOBHM MIXyp, YaCTKOBOMY a00O TOBHOMY 3aMiIICHHI
cerMeHToM Kutiku. [Ipu 3aru6eni HUpKOBOI MapeHXiMHU MoKa3aHa HePypeTEPEKTOMIsI.

Knaman cedoBofy siBisie cOO0I0 BPOKEHY MOMEPEUYHY CKIAIKy CIU30BOi OOOJIOHKH, SKa
MICTHTh [UPKYJISPHI M'SI30B1 BOJIOKHA.

o nosiBu ypeteporiaponedpo3y 1 npueaHanHs 1HGEKIT aHOMaisl KIIHIYHO HIYUM cede
HE TIPOsIBJIsiE. 3anaabHUN MPOIIEC B YPAKEHIN 1 KOHTpalaTepalbHUI HUPKaX PaHO YCKIIATHIOETHCS
neperko0t0 (00CTpyKIi€r0) Ha Oyab-sIKOMY piBHI ce4oBOAY. lle MOSCHIOETHCS IMiABHICHHIM
THCKY B HUPKOBIH MUCIII, BEHO3HHUM 1 JIIM(PATHIHUM CTa30M, 1IIEMIEI0 HUPKOBOT TApEHXIMH.

JliarHO3 BCTAaHOBIIOIOTH Ha MIACTaBl JaHUX EKCKPETOpHOi yporpadii, perporpagHoi
mienorpadii. Hupkosa aptepiorpadist 103BoJIsie BUSHAYUTH CTaJiI0 TiapoHedpo3y, alne He 3'1CoBye
npuurHy oOcTpykiii y cedoBomi. PanmionykmigHi meronu (CkaHyBaHHS, peHorpadis) HaroTh
iHpopMaliio PO KIIBbKICTh 30epexeHol HUPKOBOi napeHxiMu. Hepinko Bua aHOMAalii yTOYHIOIOTH
Juie mif yac omepauii. SAkmo rizponedpo3 o0yMOBIIOE pi3Ke PO3LMIMPEHHS MOPOXKHUH HHUPKHU i
Maii)ke TIOBHY 3aru0enpb 1i mapeHxiMmu, Uil AUQepeHIianbHOi MiarHOCTUKH HOro 3 KICTO3HHM
OJHOCTOPOHHIM ypaKE€HHSIM HHUPKM 3aCTOCOBYIOTh AHTETPAHO HYEpe3IIKIpHY MYHKIIHHY
mienorpadis.



JlikyBaHHS TOJIATae y BUAAJICHHI (pe3eKIlil) ypaxkeHol MUISHKY 1 BiIHOBIIEHHI POXiTHOCTI
CEYOBOAY IIIAXOM 3IIMBAaHHSA MOro KiHIIB. SIKIO KjamaH HOMIIIAE€TBCS B Ta30BOi YacCTHHU
CEYOBOJY, TO IMiCIs HOro BUAAJICHHS 32 IOKa3aHHSAMU IepecaKyIOTh CEYOBII B CEUOBHIA MiXyp abo
BUKOHYIOTh HOr0 miiacTuky meronom boapi.

HedpekTomiro 1 ypeTepekToMito MpH 3BY)KEHHI 1 KJamaHi CEYOBOAY BUKOHYIOTh TIJIbKH
KOJIM TapeHXiMa HUPKH IepeTBOpUiacs Ha TOHKOCTIHHMH MIIIOK ab0 KoiM TipoHedpo3 B
pe3yabTari 1HQIKYBaHHS YCKJIaJHUBCS MioHeppo3oM. B IiHIMX BuUIaAKaxX TOKa3aHHSA [0
He(PEKTOMIT CITif] pI3KO OOMEKUTH.

Husepmuxyn cewosody SIK BPOJKEHA MATOJIOTIS CIIOCTEepiraeTbes ayxke pinko. Lle mosre
KYJISICTE YTBOPEHHS, SIK€ 3'€IHYETHCS 3 MPOCBITOM ceuoBoAy. CTIHKM MOTrO MaroTh BCi Ti BEPCTBH,
0 1 CTIHKM ce4oBONy. JIMBEpTHKYJ PpO3BUBAETHCA SK TOJATKOBUH CEUOBIIHUH 3a4yaTok. Y
OLTBIIOCTI BUMAJIKIB BiH (POPMY€ETHCS B HIDKHIN TpeTHHI cedoBoy. JlokamizyeTbest yacTimie 37iBa i
JTy’Ke PIAKO - 3 000X CTOPIiH.

[Ipupomkenuit ITUBEPTUKYI CEUOBOAY 3a3BUYail HEBEIMKUH 1 HE BUKIHMKAE HISKUX
po3naxiB. IHOmI BiH  JocsArae  BENMKHUX  PO3MIPIB, CTHUCKAE  CEUOBIJ, BHUKIHUKAIOUH
ypereporiaponedpo3s, a mpu iHGpiKyBaHHI - 1 MHoHe(DP0o3. HacTUM CUMIITOMOM € CTiiKa miypis.

OCHOBHHUI MeTOJ JIarHOCTHKM Ili€] aHOMaJIl - eKCKpEeTOpHa 1 peTporpaaHa miexorpadis.
Ha ypetepomienorpamax B HUXKHINA TPETHHI CEUOBOAY MOMITHE KYJISICTE OCBITY, OJIMH KIHEIh SIKOTO
3aKIHUYETHCS CIINO, a APYTHM TOETHYETHCS 3 CEYOBOJMOM. [HOMI IIe¢ YTBOPEHHsI PO3TAIIOBAHE
OJIM3BKO JTO HUPIIL, 1 TOM1 HOTO MOMMJIKOBO MPUHAMAIOTh 32 IOAATKOBUN CEUOBIT. Y TaKMX BHUIMAJKaX
YTOUHUTH J1arHO3 JIOTIOMAarae eKCKpeTopHa yporpadis Ta yIbTpa3ByKOBE Ta MarHiTHO-PE30HAHCHE
nochimkeHHs. Ha yporpamMmax IUBEpPTHKYN 3alOBHIOETHCS PEHTICH-KOHTPACTHUM PEUOBUHOIO
JMILE B HUKHbOMY HOTO BiZILM1, @ 1HOI 1 30BCIM HE 3aIIOBHIOETHCS.

JlikyBaHHs TonArae y BUAAJCHHI auBepTukyina. Ilpu yperepomionedpose edextuBHa
HePPOYypETEPEKTOMISI.

Ypemepoyene - xictTooOpa3HUX BUIIMHAHHS B CEUOBUU MiXyp CIM30BOi 000JOHKH ab0 BCIiX
mapiB CTIHKM YHYTPUITy3UpHA YaCTHHHU ce40BOYy. CIIOCTEpIraeThCs 4YacTillle CIpaBa, HEPIIKO - 3
000X cTopiH. 3a po3Mipamu yperepolieie OyBae pi3HUM - BiJl ACKUTHBKOX MUTIMETPIB 0 ACKIITHKOX
CAaHTUMETPIB y AiaMeTpi. [HOAI Jocsirae BEIMKUX PO3MipiB, 3alIOBHIOE OLTBITY YACTUHY CEYOBOTO
MiXypa, a y )KIHOK MOX€ BUIIaCTH Yepe3 CeUOBHUITYCKAIbHUI KaHall Ha30BHI, CUMYJIIOIOUYH MPi3HAHKI
CEYOBOT'0 MiXypa.

[IpuanHOIO ypeTeporiene € 3BYKEHHS OTBOPY CEYOBOAY abo 3MiHA MOro YHYTpHUITy3HpHA
YacTUHH. Y CEYOBOJAI HAJ 3BYXKCHHSAM 3aTPUMYEThCS C€4ya, BHUCHOBOK $IKOI YTPYIHEHHH.
HesanoBinbHO 3'eHaHa 3 M'S30BOi CTIHKOIO CIU30Ba OOOJOHKA HUKHBOIO KPAarO CEYOBOAY MiA
THUCKOM C€4l 1 TEepPUCTaIbTUYHI XBHJI CIIOB3a€ B TIOPOKHHMHY CEYOBOTO MiXypa, CTBOPIOIOUH
MIIIKOTMOI0OH1 BUMIMHAHHA. BOHO CKJIamaeThcsi 3 NBOX IIAPiB CIM30BOI OOOJIOHKH: BCEPEIWHI -
CJIM30BO1 CEYOBOTY, 30BHI - CJIM30BOI CEUOBOT0 Mixypa. Hepinko B HOTO MOPOKHHUHI YTBOPIOIOTHCS
KaMeHi.

Po3pisustroTh Taki BHaW ypereporiene: 1) mpocre; 2) sike BHIIUHAETHCA B CEUiBHHK (Yy
KIHOK), 3) sfKe BHACTIJOK EKTOIi BiJIKPUBAETHCA B CEYOBUIYCKAIbHHMH KaHad, JUBEPTHKYII
ceyoBoro [1y3upst; 4) sike 3aKiHUY€ETHCSI CITITIO.



Hesenuke ypereporiesie He Ma€e KIIHIYHUX MPOSBIB, & BEJIMKA MOXE BUKIUKATH AU3YPHUIO 1
HaBITh MOBHY 3aTpUMKYy cedi. [Ipy TpuBanoMy iCHyBaHHI ypeTepOIIesI€E PO3BUBAETHCS PO3IMIUPEHHS
CeYOBOAY 1 HUPKOBOI MHUCKM 3 YTBOPEHHSM ypeTeporiaponedposy i HaBiTh mioieppos3a. Y Takux
BUII/IKaX MOPYIIYETHCS (PYHKIIIST HUPOK.

OcCHOBHHIT METOJ JIarHOCTUKH ypeTeporieie - muctockomis. [Ipu gocmimpkeHHl Ha Micli
OTBOPY CEYOBOY BUSIBIISIFOTh BUIIMHAHHS, K€ TO 3MEHIIY€EThLCS, TO 30UIbITyeThcs. Ha micTorpamax
CIIOCTEpIraeThCcst JePEeKT HANOBHEHHS Yy BHUIVIAAI MIBKUIBLSA, IO OXOIUIIOE IOPOKHUHY
PEHTICeHOKOHTPAcTHOW piauHOI0. EkckperopHa yporpadis 103BOJS€ YTOYHUTH CTaH BEPXHIX
CEUOBMX IUISAXIB 1 BHUSBUTH XapakTepHi 3MiHU. [l JIarHOCTHKHM ypeTepolleNie IIUPOKO
3acTOCOBYIOTh exorpadii. Ha exorpama ypereporiene € 3aoBHEHE PiIMHOI0 00'€MHE YTBOPEHHS B
MPOEKITIi CEYOBOTO MIiXypa, BIAMEKOBAaHE BiJl HOIO TOHKOIO, YITKO BH3HAYEHOI MeMOpaHOm0. Y
0araTboX XBOPHX, III0 CTPAKIAIOTH YPETEPOIIeTIE, PO3BUBAETHCS ypeTeporiapoHedpo3. Lle BmaeTbes
BCTAaHOBHTH 3a JOTIOMOTOIO YJIbTPa3BYKOBOTO JOCIIKEHHS Ta KOMIT FOTEPHOI ToMOTpadii.

JlikyBanHs. BUKOHYIOTh TpaHCypeTpalibHE PO3CIUEHHS ypeTeporiene. SKIo ypeTeporesne
BEIMKE YM BWIIAJa€ 3 CEYOBOTO MiXypa 4Yepe3 CEUOBHITYCKAIbHWUH KaHal, WOTO CidyTh
TPaHCBE3IKAJIIbHON 1 3IIMBAIOTHh CIM30BY OOOJIOHKY CEYOBOT0 Mixypa 31 ciu30Boi cedoBoay. [Ipu
BUCIUCHHX YPETEepOLENIE YacTo TOPYIIYeETbcs 3aMukae amapaT (chiHKTep) CE4OoBOAY, IO
MIPU3BOAUTH JI0 PEQIIIOKCY 1 ypeTeporiaponedpos.

[Ipu 3aru6eni HUPKOBOT MapEeHXIMU BUKOHYIOTh HEQPOYPETEPEKTOMIIO.

Hepsoso-m'sz06a oucnnazis ceuo6ody - NBOCTOPOHHE BPOJIKEHE 3BYKEHHS OTBOPH 1
YHyTpuIy3upHa YaCTUHU CEYOBOJY B TOEIHAHHI 3 HEPBOBO-M'SI30BOi JAMCIUIA3IEI0 HOTO HIKHBOTO
TPETHHH, IO IPU3BOIUTH JI0 PO3LIUPEHHS CEYOBOIY - MErayperepa.

[cHYIOTH BI TOYKH 30py IIOJO0 €TIOJOTii Ta maroreHe3y Imiei anomaiii: |) HemocTaTHICTH
PO3BHUTKY HEPBOBO-M'SI30BOT0O arapary CE€40BOIY, 2) HasBHICTh (YHKIIOHATBLHHUX UM OPTraHiYHUX
MIEPEIIKO/] Ha PiBHI EepeaMiXypoBoi a0 YHYTpUITy3UpHA YACTHHU CEUOBOY.

Pospisusttore aBi (Gopmu 1ii€l aHoMmamii: 1) 0OyMOBJIEHY MeXaHIYHOI IEPEOHOI B
nepeAMiXypoBiii a00 YHYTpUITy3UpHA YaCTHHHU CEYOBOJY, SIK€ YTPYIHSE BIJTIK C€Yl 3 Ta30BOTO
UCTOMJICH, 2) TOB'A3aHy 3 MEXaHIYHMM a00 (YHKIIOHAIGHHM IOPYIICHHSIM YPOJIWHAMIKHA B
00J1acTi OTBOPU CEYOBOAY, IIMWKH CEYOBOT0 Mixypa abo cediBHMKA. Pi3HUIS MK HUMH TIOJISTae B
TOMY, 10 Jpyra ¢popma MOEIHYETHCS 3 MIXYpOBO-CEUOBIIHUHN peIIIoKC, IKHM 1 € 6e3mocepeIHbO
MPUYMHOIO PO3LIMPEHHS CEUOBO/LY.

Iepma crangiss HEpBOBO-M'A30BOi JTUCILIA3il ce4oBOAy (axamasis) XapaKTepH3YeThCs
PO3LIMPEHHSIM HOTO HIXKHBOTO LUCTOMJIEH, apyra (Merayperep) - pO3IIUPEHHSIM CEYOBOY IO BCii
JOBXHHI; TpeTs (rigpoyperepoHedpo3) - MOBHUM HEOOOPOTHHUM MOPYIICHHSIM YPOJIMHAMIKH Ta
ruapoHeGpoTHIECKON TpaHchopmallii HUPKH.

Kininiuno aHomaiisi He BHUSIBISE€ThCA. CHUMITOMH 11 CIOCTEPIraloThes, SKIIO 3acTiil ceui
MPU3BOJUTD J0 BAXKKUM YCKIIQJHEHHSIM - YPETeporiipoHedpo3, meaoHeppuT, monedpos Ta iH.

[Ipueananus iH(pEKUIHHOTO MPOLEeCY MPU3BOAUTH 0 TOSBU CUMITOMIB Mi€IOHEPPUTY.
Jlamni B Mipy NporpecyBaHHs OPYIIEHb YPOAMHAMIKH 1 JECTPYKLii HUPKH BHACHIIOK Mi€JIOHEDPUTY
1 TigpoHepo3y NPUENHYIOTHCS 03HAKU XPOHIYHOI HEOCTATHOCTI HUPOK. [[iTH MOBUIBHO POCTYTH, Y
HUX 3MIHIOIOTBCS 010XIMiYHI MOKa3HUKH KpPOBi. TOMYy CHMOTOMH XpOHIYHOI Tiypii y HiTeH, o
PEIUINBYE, € TTIOKa3aHHSM ISl CTICI[iaIbHOTO YPOJIOTTYHOTO JTOCIIIIPKEHHS.



OCHOBHMM METOJIOM JIIarHOCTUKH aHOMalii € PeHTTeHOJIOTIYHI JociiKeHHs. [lpu
rucrorpadii BCIeICTBUM HEMOBHOTO CKOPOYEHHS OTBOPH CEYOBOIY MOXHA TOMITUTH 3alTOBHCHHS
PEHTTEHOKOHTPACTHON PITUHOI0 PI3KO PO3MIMPEHOr0, HEPIIKO 3 3arMHaMHU CEYOBOJY-BHACIIIOK
MiXypOBO-CeuOBiTHOTO pedarokcy. [lani ekckperopHoi yporpadii J03BOISIOTH OLIHUTH (PYHKIIIIO
HUPOK. 3a yporpami MOXHa MPOCTEKUTH XiJ] CEYOBOAY 1 BA3HAUUTH CTYIIHb HOTo po3mupenHs. Ha
ypeTeporienorpamax 100pe MOMITHUI 3BUBUCTHH 1 PI3KO PO3MIMPEHUN CEUOBIJ MpPH MOPIBHIHO
HE3HAYHIM eKTomii HUPKOBOI MHUCKH. YpoKiMorpadideckoe AOCTIIKEHHS Ha T pedirokcy
J03BOJISIE CYIMTH TIPO TEPUCTANBTHUII CEYOBOY.

JlikyBaHHSI TUIbKM Xipypriuxe. SIKmo po3mmpeHHs OOMeXeHa KIHIEBHM BiIPI3KOM
CEYOBOJTY, TO MTEPETUHAIOTHh HOTO HAJI MEPENTKOI0I0 1 BAKOHYIOTh PEIMIUIAHTAIlII0 B CEYOBHM MIXYD.
Jlesski aBTOpPW JIOTIOBHIOIOTH PEIMIIAHTAINII0O BHJIAJCHHSAM OUIBIIOI YaCTHHU PO3IMIHUPEHOTO
CEYOBOY.

Mertoau  omepaTMBHOrO  JIIKyBaHHS MOXHA  PO3AUIMTH Ha Taki rpymd. 1)
YPETEPOIIICTOHEOCTOMIsI 3 YTBOPCHHSM BHYTPIMY3HPHOTO "X000TKa", 2) ypeTepOHEOIiCTOCTOMIS 3
MiCTU30BUM TyHeEJIEM; 3) MOA0BXKEHHS BHYTPIMTY3UPHOTO BIIJIIIY CEYOBOIY i3 30€pEIKEHHSAM HOTro
0oTBOpY; 4) MOIOBKEHHS BHYTPIMY3MPHOTO BIJUIUIy CCUOBOAY 3a PAaXyHOK IEpPEMIlICHHS a0o
TUIACTUKU HOTO OTBOPU ; 5) CTBOpEHHS QYIUTIKaTYypH 3 PO3MIMPEHOIO CEYOBOY, aHTIpE(IIOKCHUI
ypeTepoIicToaHacTOMO03; 6) MpOTe3yBaHHS CEYOBOIY.

Benuke 3HaueHHs wae OopoTrbba 3 1H(EKIED Ta TMOPYHICHHSIMH TOMEOCTa3y.
AHTHOAKTEpiabHy Tepamilo 3acTOCOBYIOTH TMepeJl BHUKOHAHHSAM IUIACTMYHHUX OIepauiif, B
TicsonepaiitHui epio 3 METOI0 CaHallll HUPOK 1 CEYOBUX IUIAXIB, a MPU BIJICYTHOCTI IMOKa3aHb
710 oTiepartii - Ik CaMOCTIHHUI METO.

Omnepanii Ha ce4oBOMAI CKJIAIHI 1 HE 3aBXIu e(EeKTHBHI, OCOOMMBO B MI3HIX CTalifx
3aXBOPIOBaHHS.

Kinvyenooionuii cevogio - pigkicHa aHOMaiis, NMpH sKiil ce4OBiJ B cepenHiil TpeTHHI
CKpYy4YeHHUH y BUDIISII Kinbll. EMOpiorenes 1iei anomaiii, IMOBIpHO, TOB'SI3aHUN 3 HE3/IATHICTIO
TA30BOT0 BTy ce4OBOAY 00epTaTHCs pa3oM 3 HUPKOIO. Lleil Mopok po3BUTKY HE BUKIIMKAE pPi3Ke
MOPYUICHHS YPOAUHAMIKH, TOMY KJIiHIUHI 1 IpOsBH Mi3epHi. Y pa3i NpueIHAHHS 3alajIeHHs 3aTMH
ce4oBOay crae (hIKCOBaAaHUM, IOPYIICHHS BIATOKY C€4Yl IMOYMHAIOTH MPOSBISITUCS Y BUTIISII
HUPKOBOI KoJIikH. [1aTosoris Moxke YCKIIaHUTHCS YTBOPCHHSIM KaMEHIB 1 ypeTeporiipoHedpos.

Jlnist 1iarHOCTUKH 11i€1 aHOMAaJIi1 3aCTOCOBYIOTh €KCKPETOPHY yporpadiro 3 BiACTPOUEHUMHU
3HIMKaMH. Y PiKICHUX BUITaJIKaX BUHUKAE TOTpeda B peTporpaanoi miegorpadii.

JlikyBaHHS. SIKIIO KUTBIENOMIOHUI CEUOBi]] BUKIUKAE 3aCTild ce€4i, BUKOHYIOTh PE3EKIIiI0
CEYOBOY 3 HAKJIAICHHSM aHACTOMO3Y KiHEI[b B KiHEIIb.

AHOMAJIIT PO3TAILIYBAHHSA

Pempokasanvuiti ceuogio-pe3yabTaT aHOMaJil HIKHBOI MOPOXKHHCTOI BEHM, MpU SKIH
CEYOB1JI y BEPXHIN TPETHHI CrUpaiecoOpa3HO OXOILTIOE HIKHIO MIOPOKHUCTY BEHY, a TTOYNHAIOYH 13
CEepeHbOI TPETHHH, W€ y 3BUYHOMY HAIPSIMKY - B CEYOBHH MixXyp. Take He3BHUYalHE



po3TanryBaHHS CEYOBOJY TPHU3BOAUTH 10 TOPYIIEHHS BIITOKY Ce€Yl 1 THUIPOHEPPOTUUECKOU
Tpanchopmartii.

Jo po3BuTKy rigpoHedposy i mpuenHaHHs 1HGEKIi peTpoKaBalbHIM CEUOBIT HE Mae
KJIIHIYHUX TIPOSBIB, 1 HWOTO MIarHOCTYIOTh BHUMAanAkoBo. CTilika NHypHs 4YacTo OOyMOBIIEHA
XPOHIYHUM T1€TOHEDPUTOM.

JliarHO3 BCTAHOBJIIOIOTH HA TIJCTaBI JAaHWUX EKCKPETOpPHOiI yporpadii, a mpu 3HMKCHHI
¢byHKIiT HUPKU - perporpaaHoi mienorpadii. s yTodHEHHS MiarHo3y 1HOMI BIAIOTHCS [0
KaBorpadis B o€ JHaHHI 3 yperepornienorpadis.

JlikyBanHs 11i€1 aHOMAaJIi XIpypriyHe - MEPEeTUHY 1 MEPEMINICHHsI CEYOBOJY BIEPEa Bif
MMOPOXKHUCTOI BEHW 3 BIJHOBJICHHSAM HOro mpoxigHocTi. [Ipm 3armbeni HUPKOBOI MapeHXIMHU
BUKOHYIOTh HE(PPOYpPETEPEKTOMIIO.

Pempoiniakanvbnuti  cevogio - ayxe  piaKicHa — aHoMamis.  XapaKTEPHU3YEThCS
po3TanryBaHHSIM CEYOBOJTY 32 3arajbHO1 KITyOOBOi apTepi€cro.

Kminika. JliarHocTuka Ta JIKyBaHHSA Ii€i aHOMaiii Taki K, SIK 1 PETPOKABAIHHOTO
CEUOBOY.

Exmonis omeopu ceuosody - po3TalryBaHHS OJHOTO a00 000X OTBOPIB CEUOBOMIB Y
HETUIIOBOMY MicIli. EkTomipoBaHHO# OTBIp 3a3BUYail HAJIC)KUTh OJTHOMY 3 MOJABOEHUX CEUYOBOIB. Y
OUTBIIIOCTI BUMAJKIB CEUOBIJ, KU APEHUPYET BEPXHIO HUPKOBY Oallifo, BIIKPUBAETHCS HA OLIBII
HU3BKOMY PiBHI. Y MIBYaTOK OTBIp €KTOMIPOBAHHOTO CEUOBOAY 3a3BHYAN BiJKPHUBAETHCS Y 3BOL
MiXBU 200 IHIMUX BiJJIaX 30BHIIIHIX CTATEBUX OpPTraHiB, B CEYIBHUKY OJM3bKO 30BHIIIHHOTO HOTO
OTBOPY, B TpsAMiid Kumim, Imwidmi abo Tl MaTKM; Yy XJIOMYUKIB B 3aJHIM YacTHHI
CEYOBMITYCKAJILHOTO KaHaly, CiM'ABUHOCHIN MPOTOILli, HACIHHUX OyiabOaIikax, MpOMEeXXUHH, MPSIMIN
KHILL 1 1HIII.

[IpaBUIBHO BCTAaHOBUTH J1arHO3 JONOMAraloTh eKCKpeTopHa abo iH]y3iliHa yporpadis,
IIUCTOCKOIISA, ypeTepo-i kosbnorpadis. Hempsimi BiJOMOCTI NMpoO JIOKaNi3alil0 €KTOMipOBAHHOTO
OTBOPU CEUOBOJY MOXKE JIaTH peTporpajaHa mieaorpadis, BAKOHaHA Yepe3 HOPMaIbHO PO3TallIOBaHE
oTBip. OTpUMaHHS XapakTEpPHOIO IJIS TOABOEHOIO HUPKOBOI MHCKH PETPOTrpagHOi Miegorpama
(300paskeHHsT OCHOBHHI Oamii Ha CTOPOHI aHOMAaiii, TPOXH HIJKYE 1 JIaTepalbHIIllEe, HIXK Ha
MPOTHIICKHIA CTOPOHI) J03BOJISE 3 BEJIMKOI HMOBIPHICTIO BH3HAYMTH CTOPOHY €KTOIi OTBOPHU
CEYOBOTY.

V pasi BiICyTHOCTI aHOMaJTi1 HUPKHU JIOKAJII3aI[il0 €KTOMiPOBAaHHOW OTBOPH BH3HAYAIOTh Ha
mifcTaBi pi3koro 3HmKeHHs GyHKmil HUpKH (3a maHumu iHQY3iiHOI yporpadii i ckaHyBaHHS) i
BIZICYTHOCTI (ITpH IIUCTOCKOITIT) B CE40BOMY MiXypi 3 OJHOTO OOKY OTBOPY CEYOBO/Y.

SIKIIo TMPUITYCKaOTh MOMJIMBICTH JIOKai3allli OTBOPHM CEUOBOAY B CEMbSBUHOCHUX
NUISIXax, CJIJI BIATHUCS 10 Be3UKyorpadii.

JlikyBaHHS TIpH €KTOIIi OTBOPH CEYOBOJY - OMEpPAaTUBHE. 32 HASBHOCTI BEJIMKOTO OTBOPY
0e3 CymyTHBOTO IOJABOEHHS BEPXHIX CEUYOBHMX IUIAXIB IMOKa3aHa yperepollicroHeocToMis. [lpu
30epexeHid  (QYHKIII TMOJBOEHO HHUPKH  CTBOPIOIOTh  ypETEPOYpPETpOaHACTOMO3  abo
ypetepormienoaHactomo3. Ilpu piskoMy 3HMXKEHHI (yHKUIi BiJMOBIJHOI TOJOBUHH HUPKH
epeKTHBHA TeMiHeppEeKTOMis 3 ypeTepekToMmis. SIKImo Hupka HE (YHKIIOHYE, BUKOHYIOTh



He(poyperepekToMito. BumaneHHs HUPKH TPH €KTOIIi OTBOPH CEYOBOY IMPOBOJATH CTPOTO 3a
MTOKa3aHHSIMU.

Mixypoeo-ceuosionuti peghioxkc Moxe OyTH 0OyMOBIEHUW BPOJIKEHOIO HEIOCTATHICTIO
3aMUpaTesIbHOTO amapaTry OTBOPH CEYOBOY a00 MOPYHIEHHSM MPOXiTHOCTI MiXypOBO-CEYOBITHOTO
CErMEHTa 1 XpPOHIYHHUM 3aIajJIbHUM MIPOIIECOM.

IcHyrOTH mlaMeTpanbHO TPOTUIICKHI TYMKH IMOAO 3B'SA3KY pPEQIIOKCY 3 aHOMAJiSIMH
MIXypOBO-CE4OBIIHOTO cermMeHTa. OpHI aBTOpH BBaXaloTh, IO Pe(IIOKC BUHHUKAE BHACIIIOK
XPOHIYHOI 3aTPUMKH Ce€dl 1 3amanbHOro mpormecy. IHmn - mo o00yMOBJIEHO MOPYUICHHSM
HOPMAJILHOTO ~ aHAaTOMO-(i310JIOTIYHOIO CTaHy MiXypOBO-CEUOBIHOTO cermeHra. Yacrora
peduTroKCy Mpu MOBOEHHI CEYOBOIIB CBIUYUTH PO T€, 0 HOTO BUHUKHEHHS 00YMOBJICHO 1 TUMH, 1
IHITAMHA TPUIUHAMHU.

OTxe, MiXypOBO-CEUOBITHUHN pedITIOKC CITi PO3TISAATH K CTaH, 110 MEXKYE 3 aHOMATISIMU
CEYOBOAY 1 CEUOBOrO MixXypa. 3aMUKaHHS OTBOPU CEUOBOAY 3a0e3MeuyeThCsl MPHU IiABUIICHHI
BHYTPIMTy3UPHOTO TUCKY ABOMa (DaKTOpaMH. a) KOCUM HANpPSIMKOM CEYOBOJAY IPH IMPOXOHKEHHI
HOT0 Kpi3h M'S30BY CTIHKY CEUYOBOTO MiXypa 1 CTHCHEHHS CE€YOBOJY NMPHU CKOPOYCHHI M'si3a, MO0
BUIIITOBXYE ceuy, 0) MiJCIN30BUM PO3TAIIYBAHHSAM KIiHICBOI, YHYTPHITy3UpHA YaCTHHU CEYOBOJY,
Ha mipoTs3i Omm3bko 11 mm. [Ipu migBHINIEHHI THCKY B CEUYOBOMY MIXYpi IFO JIJISHKY CEYOBOY
MIPUTUCKAETHCS 10 M'SI30BOi CTIHKH.

3aMUKaHHS OTBOPH CEUYOBOJY TMOPYIIYETHCS TPH PO3TAIIyBaHHI M'SI30BOi CTIHKH B
MEePIEHIUKYISIPHOMY a00 OJM3bKOMY J0 HBOTO HaIpsiMi, a TaKOX TPHU BKOPOYCHHI MiJCITH30BOT
(YuyrpumysupHa) dacTHHH. Takuii CTaH CTBOPIOETHCS IPH MMOBHOMY ITOJBOEHHI CEYOBOMY, ajie
MOJK€ BiJI3HAUUTHUCS 1 0e3 1i€i anomaltii. ¥ JiTei 3 KOPOTKOIO IMiICTH30BO PO3TANIOBAHOI YACTHHOIO
CEYOBOAY JI0 IMyOepTaTHOTrO MepioAy MOKe HACTaTh MaTypauis ii 3 3HUKHEHHsAM pediiokey. OnHak
[IBOMY MOXYTh TMEpEIIKOAUTH 1H(EKIis 1 Mporpecyrode MOPYIIEHHS IMPOXiAHOCTI MiXypOBO-
CEUYOBITHOTO CErMEHTA, MPO IO CBIMYUTH 3HUKHEHHS pediiokcy mpu 060poTh0i 3 iHpeKiero.
@DaKTUYHO CTBOPIOETHCS 3aMKHEHE KOJIO: PeIIIOKC CIIpHsie BUCXITHIN 1H(EKIi] ce4oBUX NUIIXIB, a
iHpekmis miatpumye pedmroke. lle komo MokHA po3ipBaTH  JIMINE  ITIIECTIPSIMOBAHOI
aHTHOAKTEplaTbHOT TEPAITI€l0 3 TPU3HAUYCHHSIM BEJIMKOT KUTBKOCTI PiTUHHU.

JliarHO3 BCTAHOBIIOIOTH Ha MIJCTaBl pe3yibTaTiB mUCTOrpadii 1 pagioOHYKIITHUX METOJIIB
nociikeHHsa. O00B'SI3KOBO BU3HAYAIOTh CTaH MiXYpOBO-CEYOBIIHOTO cermeHTa. [Ipu mopymieHHi
HOTO MPOXITHOCTI YCYHYTH peIIroke MOKHA TUTBKH TICIIS KOPEKIlii Ha3BaHO1 aHOMaUTIi.

3aJIe)KHO Bl BHUPAXEHOCTI 3aKHUJIaHHS PEHTTCHOKOHTPACTHOW PIAMHU 1 PO3IMIMPEHHS
BEPXHIX CEYOBHMX IUIAXIB Ha yporpaMi MOKHA MPOCTEKHUTH IT'SITh CTYMIHb MiXYpPOBO-CEYOBITHOTO
pedutokcy: | - 3akuIaHHS PEHTTEHOKOHTPACTHOI PEUYOBMHU B JUCTAIBHY YacTHHY cedoBoxy; ll-
3allOBHEHHSI PEHTTEHOKOHTPACTHOI PEYOBMHHM CEYOBOJY 1 dYalleuyKy-MHCKOBOi cuctemu; Il -
MOMipHE PO3IIMPEHHS CEYOBOAY 3 MieJI0eKTa3iel 1 OKPYIJIEHHIM CKJIEiHb yamedok; |V-Bupaxene
PO3IIUPEHHS 1 3BUBUCTICTh CEYOBONY, AeopMallisl YalleuKy-MUCKOBOI cucteMu; V - rigpoyperep i
pi3Ke CTOHIIEHHS MapeHXIMH HUPKH.

JlikyBaHHs. Y OUIBIIOCTI BUMAJKIB MIiXypOBO-CEUOBITHUI pedirokc y aiTeil 3 BiKOM
3HUKa€. lle MOSCHIOETBCS 3aBEpIICHHSM PO3BUTKY BIAMOBITHOTO BiJUTY CEYOBOIY 3a PaxyHOK
JOCSTHEHHS HEI0 JOCTaTHbOI JOBXKHMHU B IIJICIM30BOMY IIapi cedyoBOro Mixypa. Tomy SKIIO
BPOJ/KCHA HETIOBHOIIHHICT 3alIMPaTEIbHOTO anapary cedoBoay BupaxkeHa nmomipao (I, 11, inoxi Il
CTYIEHs), a BIAMOBIAHMI Tpolec e He MmodaBcsi abo0 BiAOyBaeThCs MOOPOSKICHO, JOIMIIBLHO



MIPOBOJUTH KOHCEPBATHBHY Teparmiro (YpOaHTICENTiKi, 30BHIIIHS CIEKTPOCTHMYIIALIS CEYOBOTO
MiXypa CHHYCOITaJbHUMHK ab0 miaguHaMidHUMK cTpyMami). [Ipu ii Hee()eKTHBHOCTI BHKOHYIOThH
npotipedrokcHie omeparii. [lepen muM cmijl YCyHYTH NPHUYUHH OOCTPYKIIi IIMHKH CEUYOBOTO
MiXypa 1 CEYOBHITyCKaJbHOrO KaHaiy, sSKuio BoHH €. IIpu IV Ta V cTyneHsx pekoMeHIyloTb
PE3EKIIiI0 AUCTAIBHOTO BiJ/IITy CEYOBOAY 3 YPETEPOLIICTOAHACTOMO30M.

Jlitu, SKi IepeHecIn Onepariio 3 MPUBOLY MiXypOBO-CEUOBIIHOTO pedIItoKCy, MiUIAraloTh

CIIOCTEPEKEHHIO ypoJiora Ta Hedpoiora.

V1. Ilnan Ta opranizaimiiiHa CTPyKTypa 3aHATTA.

Ne| OcuoBHi  eranmu  3adsarrs, ix | Hasuaneni | Mertonu Marepianu Pozmomin
GdbyHKIIIT Ta 3MiCT LTI B PIBHSX | KOHTPOJIIO METOJAMYHOIO | Yacy
3aCBO€HHSI | HAaBYaHHS 3abe3neuenns | (y  XBH-
JIMHAX)
1 | 2 3 4 5 6
I. [linroTroBuHNii eran 25xB.
1 | Oprani3aniiini 3axoau 2XB.
2 | [TocraHoBKa HaBYAILHUX ILI1JIEA II "AKTyaJTbHICTh 3 XB.
TeMH
3 | KonTpons BXigHOTO piBHS 3HaHb,
HaBUYOK:
1. OcHOBHI MOHATTA, TepMiHOJOTis | BusBuTH 1.®ponraneue| 7. Tabmuri
BPOJ/I’)KEHHHX Ba/l. piBEHB €KCIIpec - 8. Tectn
) 3aCBOCHHS OTUTYBaHHS 9. Cxemnu
2. Epomonis PO3BUTKY | spanp, npo 2. TecToBwii 20 xB.
BPO/DKCHHUX Bafl. CTPYKTYpY Ta | KOHTPOJIb
3. OcHOBHI BpO/DKEHHUX  Baj (byHKm,_l
CEYOBO1 CUCTEMU. cetosol
CUCTEMH Ha
6. OcHOBHI MeTonmu nmiarHOCTUKH | [TONEPEIHBO
BPOJUKEHHHX BaJl CEYOBOI1 CUCTEMH. 3a0e3medyro-
1704
UCIAIIIIHAX
I1. OcHOBHUII eTan 12(xB.




poboTu

2 4 5
1.3aranbHy eTioJioTii0 1 TaTOreHe3 [nmuBinyansue| 12. Taomu
BPOJDKEHHUX BaJl CEYOBOI CUCTEMH; ONUTYBAaHHS | Ll

(xouTponmeHi | 13. Cxemu
2.Ponb eHAOreHHUX 1 EK30TCHHHUX NIUTaHHS), 14.  Pesyns
(hakTopiB y PO3BUTKY BPOIKEHUX 2 ITpodeciii TaTn
BAJ[ CCYOBOi  CHCTEMH: HUH TPEHIHT | OOCTEXKEHb

y BupimerHi | 15.  Cwutya
3.Arenesis Ta iHII pexyKUIHHI TUTIOBHX LiiHi 321241
nedexTH HUpKH, 3amay 16.. Herun

OBl
4 Kucrosna xBopoba HUPOK; CATYaIliHHi
3a1aui
5 Bpomxkeni TIOPYIIEHHS 17.  Tlpese
NPOXO/DKEHHSI HUPKOBOI MHCKU W HTaIi
BPOJIKCHI MOPYIICHHS CEYCeBHUKA,;
6.lumri BpopkeHi aHOMaii [Baau
PO3BUTKY] HUPKH;
7. Iami BpoKeHI aHoManii [Baau
PO3BUTKY] CEYOBOI CHCTEMU,
8.OCHOBHI KIIIHIYHI TPOSIBU Baj
CEYOBOI CUCTEMU,
9 IlpuHnumnm IarHOCTHUKA Ta
JIKyBaHHS BPOKEHHUX BaJl CEYOBOT
CUCTEMHU.;
10Po3mi3HaBaTH KJIiHIYHI TPOSBU
BaJI CEYOBOI CUCTEMHU
11 Busgauatun HEOOX1IHICTb
JIOJaTKOBUX OOCTEKEHb XBOPOTO
(GioximiuHi, IHCTpYMEHTAJIbHI,
MOJICKYJISIPHO-TCHETUH1) npu
HAsBHOCTI 3araJlbHUX O3HAaK BaJ
CEYOBO1 CUCTEMU.
123Hatu  3arayibHI  TPUHIUIHN
JIKyBaHHA Ta NOPOQUIAKTUKUA Ba
CEYOBO1 CUCTEMU
I11. 3akar04uHuii eTan 35xB.
Kontponp Ta Kopekiis piBHS 1TecryBanus | Cxemu 15xs.
npodeciiHUX  3HaHb, BMiHb 1 2InmuBinyansag Tectu
HaBUYOK ONIUTYBAHHS
[linBeneHHsT  MIACYMKIB  3aHSTTS [Ipe3enTarnii 15xs.
(TeopeTruroOrO. NPaKTHYHOTO, Amnais i
OpraHi3awiifHoro) Ta 3acilyXOBYBaHHS OLIiHKa
ITITOTOBJICHHX JOMOBIICH) pe3yabTaTiB




2 3 4 5 6

JlomariHe 3aBAaHHS JJI1 HACTYITHOT 5xB.
TEMU

IIuTa”HA 1151 CAMOKOHTPOJIIO

1. IlepeniunTy 3arajgbHy €TIOJOTIIO 1 TATOTE€HE3 BPOHKEHUX BaJl CEYOBOI CHCTEMH,

2. O3By4dTH pOJIb €HJOTEHHHX 1 €K30T€HHHX (AKTOpiB y PO3BUTKY BPOPKEHUX BaJ| CEYOBOI
CHCTEMH,

3. ChopmymroBaTH, 1110 TaKe areHe3is Ta iHII peayKIiiHI JeeKTH HUPKH;
4. ChopmymtoBaTH, 110 TaKe KUCTO3HA XBOPOOA HUPOK;

5. Ilepeniunt BPOIKEHI MOPYIICHHS MPOXOKEHHS HUPKOBOI MHCKH M BPODKCHI MOPYIICHHS
CCUCBHUKA,

6. [TepeniunTy iHIII BPOMIKCHI aHOMATI1 [Baay PO3BUTKY]| HUPKH;

7. IepeniynTy iHII BPOKEHI aHOMAJi1 [Ball PO3BHUTKY] CEYOBOI CHCTEMHE,

8. [lepeniunTu OCHOBHI KITiHIYHI TIPOSIBU BaJ] CEUYOBOI CUCTEMH,

9. CopmymnroBaTy IPUHIIUIN JIarHOCTHKY Ta JIKyBaHHS BPOIKEHUX BaJl CEYOBOT CHCTEMH. |

TecTH 1141 nepeBipKM MOYATKOBOI0 PiBHS Mi/ITOTOBKM:
1. JIns ceJleKTMBHOM NPOTEHHYPUH XaPAKTEPHO:
A. moTepsi ¢ MOuOii anbOyMuHa, TpaHcheppuHa;
b. moteps ¢ Mmouoii ummyHornodynuHa G, aneOymuna, TpancgeppuHa,
B. motepst cBOHCTB rimomMepyssipHOro (GpuibTpa A OTPULATENBHO 3aPSXKEHHBIX YaCTHII;
r

. TIOTEpPsI CBOMCTB TJIOMEPYJSIPHOTO GUIBTPA ISl MOJIEKY paauyca > 4 HM..

2. 'eMaTypusi BHENOYEYHOT0 NMPOUCXOKAEeHNsI HADJII0aeTCsl PH:
A. OIyXO0JIH TTOYKH;
B. octpom rnomepynonedpure;
B. xaMHe MOYETOYHHKA,
I'. omyxoyn mpencTaTebHOMN KENe3bl;
J. uucrure;
E. uadapkre moukwu.
3.I'110K03ypus MOYEYHOT0 MPOUCXOKIEHUS MOKET MPOSIBJIATHLCS MPH YPOBHE IJII0-
KO3bI B KPOBH:

A. 4mmons/n;



b. 6wmmons/n;
B. 8wmmons/n;
I'. 10MmMmoub/x;
. 15mmons/m;
E. Bcex BbILLIENEPEUNCIICHHBIX.
4. BeJKOBO-3PUTPOLUTAPHAS ANCCONUALMSA ITO!
A. GosbIiasi reMaTypus PU CKYJTHOW MPOTEUHYPHUH;
b. Gomnbias mpoTenHYpHs IPU CKYIHON OaKTEpUYpUH;
B. Gonbmast rematypust 1 00JbIlasi IPOTEUHYPHS;
I'. manas remaTypus U Majnasi IpOTEUHYPUSL.
5. Pa3BuTHe oTeka npu He)pOTHIECKOM CHHAPOME CBSI3AHO C:
A. TUNIEpNIPOTEUHYPUEH U TUTIONIPOTEUHEMUEN, CHU)KEHUEM OHKOTHYECKOTO JaBJe-
HUS TUIa3MBbl;
b. TpaHCKanMUISIpHOW YTEUKOM JKMAKOCTU W3 TJIa3Mbl B MHTEPCTULIMM, TUTIOBOJIE-
MHUEH;
B. BTOpHUHBIM TUIIEpaTBI0CTEPOHU3MOM, 3aepkkoil Na+u H20;
I'. onurypueii, yMeHbIIEHUEM KITyOOUKOBOM (UIIBTPAIIUH;
J. ronomanuem;
E. Bocmanenuewm;

K. annepruei.

TecTn 11 KOHTPOJIIO KiHIIEBOI'0 PiBHSA MiATOTOBKH:

1 SIkuii pU3NK HAPOIKEHHSI XBOPOI IMTHHH B ¢iM'i, B AIKi i BiKe € TUTHHA 3 CHHAPOMOM
Mekxkens? Tun ycnaakyBaHHsI ayTOCOMHO-PenecHBHUI

A.100%

B. 25%

B. 0%

2. Cunapom Boubda-XipuxopHa BiIHOCHTHCS /10:
A. MoHOTeHHUX XBOPOO

b. XBopo0O 3i cragKoBOO CXUJIBbHICTIO



B. Xpomocomuamnx xBopoO

3. Cunapom Opoelti BIAHOCHTHCS /10:
A. MOHOT€HHHX XBOPOO

b. F'enoMHuX MyTartiit

B. Xpomocomuamnx xBopoO

I'. MynbrrdakropianbHol maToaorii

4. Ilpu siKoMy 3aXBOPIOBAHHI 3yCTPIYAETHCSA CNAAKOBHIT XPOHI YHHIT He(PHUT i3 IIIYXOTOKO |
30pOBMMM PO3J1aaMH ?

A. Tanakrosemii

b. Curapomi Anbriopra

B. Xopei ['enTinrrona

I'. XBopoOi Tes-Cakca

5. SIki reHeTHYHI 3aKOHOMIPHOCTI CIIOCTEPIralTHCS MPH CHHAPOMI AJIbIIOPTA?
A. Ineftorporist

b. [TenerpanTHicTh

B. MHuoXuHHUI aneni3m

I'. JlominyBaHHS

J1. ExcripecuBHICTB

Curyauiiini 3agaui.

3a0aua 1. Xinka, Hapoauwna cHHA, y SAKOrO CIIOCTEPIracThCs  BijJCTaBaHHS B POCTI,
MeTaboiuHui arumo3, moaiypis | Hedpomitias, aHoMami KicTsaka, po3ymMoBa BiACTaiCTh. SIKuii
BPO/KCHHUI CHHIPOM MO>KHA 3aMiJO3PUTH B TUTUHH ?

A. cungpowm ne Toni-/le6pe-DankoHi

b. cunnpowm Ilaray

B. cunnpom /layna

I'. cunipom Mopdana

3aoaua 2. Busnaute yac maidecrarii cuaapomy ae Towni- [leope-DankoHi
A. Y nepiozii HOBOHapOIKEHOCTI

b. V nouikinpHOMY BitIi

B. Ha 1-2 pokax >xuTTst



I'. V 3pinomy Biti

3aoaua 3.11ix yac obcresxenns 10piunol TUTHHU OyJI0 BUSBICHO TIIFOKO3Ypist, Mol ypis ,
rimokastieMis, 3HMKEHHS PiBHS TIIFOKO3HM B KPOBI, AeriapaTaiiis. CHMITOMH SKOTO 3aXBOPIOBAHHS
MPOSIBUJINCS Y TUTHHU?

A. HUPKOBOI TIIOKO3Yypii
b. cunapom ne Towni-/le6pe-PankoHi
B. cunnpom [layna

I'. cunipom Mopdana

VII .NEPEJIK HABYAJIbHO-METOJMYHOI JITEPATYPH

A) HABYAJIBHA (ocHOBHa i 10AaTKOBA):

OCHOBHA:
5.Meauuna reneruka. Iligpyunux/ITonx pea. un.-kop. AMH VYkpaiuu, npod.
O.4.I'peuaninoi, mnpod. P.B.boraruprosoi, mnpod. O.Il.BosocoBusa. — Kuis:

BCHU" Meaunuua”, 2010. - 550c.
6. T.B.Copoxkman, B.ILIlimak, I.B.JlactiBka, O.I.BosiocoBensn, P.€ Byruk. Kiiniuna
reneruka. - Yepuisui, 2006. — 45@.

JTOJATKOBA

9. boukoB H.II. KiimHuyeckass reHeTruka. YuyeOHMK. — 2 u31., mepepad. u [J0OMm.-
M..I'90TAP-ME/JI, 2002. — 44&.

10. C. U. KoznoBa. H. C. JlemuxkoBa. E. CemanoBa, O.E .baunnHukoBa.

HacsiencrBeHHble CHHAPOMBI U MeIMKO-TeHeTHYEeCKOe KOHCyabTHUpoBaHue. - M. IIpakTuka,
1996. - 41Q.

11. HacaencrBennbie 6ose3nn HepBHoii cuctembl / Ilox pex. Akax. PAMH 1O.E.
BeabTumiena, npod. I1.A. Temuna - M.:Meauuuna, 1998. — 49G.

12. Al. Haperopoauea, B.A. Tab6onun PykoBoacTBo mo ¢apmakorepanuu u
aerckoii xupypruu. Kiunnyeckasi reneruka. - M.:Mennpakrtuka-M, 2002. — 232.

13. BoratuproBa P.B. MeaunyHa rueruka.. Hapu.mocio.nas CTY/A.BHIII.
Men.HaB4.3akJ1.-K.:ApT-Ocsita, 2005.C.110-127.

B) HAYKOBA

4.B.C. CyxopykoB OuepkH MHUTOXOHAPHAJBLHOI matosorum - M..Meanpakrtuka-M,
2011. — 28%.

5.MirtoxounapianbHi xBopoou. I'peuanina O.5., I'pevanina 10.b., Mosogan JI.B.,
3muocbka O.I1., I'ycap B.A.- Xapkis, X/IMY- 2005. - 1,51pykoBaHuX apKyuIiB.

6.Wallace C.D., Brown M.D., Lott M.T. Mitochondrial D NA variation in human
evolution and disease // Gene 238. 1999. P.211-230

METOANYHA PO3POBKA



AJIA BEACHHA NMPAKTHYHOIO 3aHATTH i3 CTYACHTAMH

MEJINUYHA 'EHETUKA
Yuboea oucyunnina MeauyHa reHeTHKA
Mooynb Nel Mean4Ha reHeTHKA
3micmosuti moOdynb NeS IIpodinakTuka cnaakoBoi narosorii. Meanko-reHeTH4YHe

KOHCYJIbTYBAHHS Ta MPEHATAJIbHA AiarHOCTHKA.

Tema 3anamms IIpodinakTuka cHaaKoBOI Ta BPOIKEHOI MATOJIOTIL.
Menuko-reHeTH4YHe KOHCY/JIbTYBAaHHS. IIpenaranbHa
aiarHocTuka. CKpHHYHO4i IPOrpamMu.

Kypc 5

Daxynemem MeanuHuii

I. HAYKOBO-METOJAUYHE OBI'PYHTYBAHHSA TEMM: V cucremi miarotryBaHHs
Cy4acCHOTO JIiKapsi TCHETHKA JIFOIMHU € JUCIHUILIIHOI0, Ika (OpMY€E HE TITLKU TEOPETUUHY 0a3y JJis
BHUBUYCHHS MEIMKO-010JIOTIYHUX TUCIUILTIH, aje 1 CIPUs€ PO3BUTKY KIIIHIYHOTO MHUCIICHHS. 3aBISIKH
OYpXJIMBOMY PO3BUTKY T€HETUKH JIFOJMHU 1 KIIIHIYHOI T€HETHUKU 30KpeMa, 1l JOCATHEHHS CTallu
JTOCTYITHUMH JIKapsSM yCiX CrelialbHOCTEH.

3 marfieHTaMu, sIKi MalOTh CHAJKOBY IaTOJIOTiI0, MEPIITUMHU KOHTAKTYIOTh, K IIPABHUIIO, HE
JiKapi-TeHEeTHKH, a JiKapl IHIIMX chemiaibHocTe. Big iX BMIHHS 3amiO3pUTH  CIIaJKOBE
3aXBOPIOBAaHHS Ta BHOpAaTH BipHY TaKTUKY BEICHHS XBOPOTO 0araTo B 4YOMY 3QJICKHUTH JOJIS
XBoporo i yciei ioro ciMi. Bce me CBiqUUTh PO BAXKIMBICTP BUBYEHHS JIIKAPSAMH YCiX
CHeIiaJbHOCTEH MUTaHb KJIIHIYHOI Ta JabopaTopHOi reHeTHKU. ChOTOHINTHS KIIIHIYHA TCHETHKA -
IIe IIHPOKUH apceHas JiarHOCTUIHUX MOXKJIMBOCTEH, BKIIFOUAIOUU NPEHATAIBHY JIarHOCTHKY, JUIS
OUTHIIOCTI CHAAKOBUX XBOPOO, 1€, B OMU3bKOMY MalOyTHHROMY - BIPOBAKCHHS METO/IIB
reHoreparii a0o eTioOTIYHOT KOPEKIIii CITaIKOBOT IMaToIorii.

[Tix gac AiIarHOCTUKH BPOKEHOT Ta CIAJAKOBOT MATOJIOT1] BUKOPHUCTOBYIOTHCS SIK TPaAMITIHHI
3arajJbHO-KJIIHIYHI METOAM, sKi 0a3yloThCsS Ha OIHIII 3aKOHOMIPHOCTEW TMPOSBIB CHAJAKOBOT
[aToJIOTII, TaK 1 cuenialbHUX “TeHETUYHUX METOIIB.

II. HABYAJIbHA META.:
2.1.Cmyoenm nosunen 3namu:
- METOJH KIJIIHIYHOI T€HETUKH,
- 3HAYCHHS 1 OCHOBH KJIIHIKO-T€HEAIOTTYHOTO METOTY JIJIsl JIarHOCTHUKH CIaJKOBOT MATOJIOT],

-00JIacTh 3aCTOCYBaHHS IIMTOICHETHYHHX METOAY. CYTh, BHJHM Ta MOXKIJIHUBOCTIIIMTOICHETHUYHOTO
METOAY B JIIarHOCTHIII CIIAJKOBUX XBOPOO;



- TIOKa3aHHSA JI0 3aCTOCYBaHHS IMTOTCHETUYHOTO JOCIIDKCHHS Ta JOJAATKOBHX CITEIiaIbHUX
METOMIB TOCIIHKEHHS,

-pOJTh CIAJIKOBUX Ta (PaKTOPIB CEPEIOBUINIA B €TIOJIOTII Ta MAaTOTeHE31 3aXBOPIOBAHB JIFOIUHHU;
- 3araJIbHI 3aKOHOMIPHOCTI €T10JI0Tii Ta MaTOTeHe3y CIaIKOBUX XBOPOO;

- 3araJibHi TPUHIUNM KIIHIYHOT JIarHOCTHKHM CHAJKOBHUX XBOpPOO, MPUYMHU TOXOKEHHS Ta
J1arHOCTUYHY 3HAYMMICTh MOP(QOTCeHETUYHUX BaPiaHTIB;

- TIarHOCTUYHI MOXKJIMBOCT1 T€HEAIOTIYHOTO aHAaI3y JUIsl IIaTHOCTUKH CIIAJKOBOI MMaTOJIOTi;

- TIPUYMHU MOXO/DKEHHS Ta OCOOJMBOCTI KIIHIYHUX MPOSBIB XPOMOCOMHHX XBOPOO 1 CHHAPOMIB,
3arayibHi MPUHIUIH 1X KIIHIYHOT J1arHOCTUKH.

2.2.Cmyoenm noguHeH emimu.
- 310paTh aHAaMHECTUYHI JIaHi 1 reHeaoriuyny iHGopMarliio;
- IPEJICTABUTHU POJIOBIA B rpadiyHOMY BUTIIAI,
- IpoaHaJi3yBaTH yCIaAKyBaHHS 3aXBOPIOBaHHSA a00 03HAKHU XBOPOOHU B CIM'T,;
- 00cTeXXUTH Npodanial OLiHUTH (PEHOTHI Ta PO3Mi3HATH 3arajbHi MPOSBU CIIaKOBOI MATOJIOTI];

-TIPOBOJUTH MPOQITaKTHYHI 3aX01, CIPIMOBAHI HAa TOMEPEIKEHHS CITaJIKOBUX Ta MPUPOHKEHUX
3aXBOPIOBaHb;

- BUSIBIIATH OCI0 13 MIABUIICHUM PU3UKOM IIIOJ0 PO3BUTKY XPOMOCOMHOT ATOJIOT11, COPMYITIOBATH
MONEPEIHIN  J1larHO3 XPOMOCOMHOI TATOJIOTIi 1 HAmpaBIATH iX Ha MEIUKO-TEHETUYHE
KOHCYJIbTYBaHHS,

- 00cTe)XyBaTH XBOPOTO Ha BHSBJICHHS XPOMOCOMHHUX CHHAPOMIB, JIarHOCTYBaTH XPOMOCOMHY
[IaTOJIOTIIO;

- HABECTH PE3YJbTATH KIIHIKO-TEHETUYHOTO Ta JabOpaTOPHOTO JOCHIDKEHHS Y BHUIJISIIL
IIOJICHHHKIB Ta 3aKJIIOYEHHS B 1CTOPii XBOPOO MAIlI€HTA;

- MMPOBOAMTH MPO(ITAKTUYHI 3aX0/H, CIPSIMOBaHI Ha MOMEPEHKCHHSI CITaIKOBUX Ta XPOMOCOMHHX
3aXBOPIOBaHb.

2.3.Cmyoenm nogunen onanyeamu RPAKmMuUYHUMU HAGUYKAMU.
- 310paTu aHAMHECTUYHI JIaH1 1 TeHealoriuHy iHpopMaIliio;
- CKJIaCTH POJIOBI;
- MPEJICTAaBUTH POJIOBI B rpadiyHOMY BHUTJISII;
- Ipu 00CTEKEHH1 XBOPOTO PO3II3HABATH MPOSBU CIAaIKOBOI MATOJIOT1];
- BOJIOJIITH TEPMIHOJIOTI€I0 IPU OMMCYBAaHHI KITIHIYHOI KAPTUHU CIIIKOBOI MAaTOJIOT;

- IIarHOCTYBaTH YPOKeH1 MOP(GOTCHETHYHI BapiaHTH;



- YMITH pO3paxyBaTl FT€HETUYHUHN PU3UK B KOHKPETHIN CUTYaIii.

- 00CTeXXUTH XBOPOT'O Ha BHUSBICHHS XPOMOCOMHOI IMaTOJOTii, pO3Mi3HaTH 1i MPOSBH, MPaBUILHO
BUKOPHUCTOBYBATH BiIMOBIIHY TEPMIHOJIOTIIO;

- "guTaTH" 3aragbHi CHMBOJIM 1 CKOPOYCHI TEPMIHHU ISl TTO3HAYCHHS XPOMOCOMHHUX aHOMATIi;
- 310paTy aHAMHECTHYHI JJaHi Ta TeHealoriyHy iH(opMmartiio;
- IpoaHalizyBaTH O3HaKH XBOPOOU B CciM'T,

- YMITH pO3paxyBaTl FT€HETUYHUHN PU3UK B KOHKPETHIN CUTYaIii.

III. BUXOBHA META:

- chopMyBaTH y CTYACHTIB OCHOBHI YSBJIEHHS MpPO BaXIUBICTh JOTPUMYBAaHHS MPHUHLUIIB
JCOHTONIOTI] Ta JIKapChKOI €TUKM TNpH OOCTEXKEHHI XBOPOi IWUTHHM, TMPOBEICHHI JIKYBaJIbHO-
OIarHOCTUYHUX MaHInysnid (3 ypaxyBaHHSIM XapakTepy 3aXxBOPIOBaHHS, I1HAWBIAyaJbHHUX
OCOOIMBOCTEH MalfieHTa, CTYMEeHs HOro I1HTEIEKTYyaJbHOTO PO3BUTKY, PIBHS KYJIbTYpH, BIKOBHX
0COOJIMBOCTEH Ta iH.).

IV. MDKITPEIMETHA IHTEI'PALIIA:

Ha3Ba nonepeanix OTpumaHi HABUKH
TUCHHUILTIHA

20. Anaromis 3HaTH aHATOMIYHI OCOOJIMBOCTI IJ10/1a Ta AITEH PaHHBOTO BiKY
21.HopmanbHa
dizionoris @1310J10T14HI OCOOIUBOCTI AUTSIUOTO OPraHi3My.
22.T'ictojorisg
23.Tlarodiziomnoris 3Haty 3aKoHU Mennens.
24 .3aranapHoI ririeHu
Ta €KOJIOTIT
JIFOTMHU
25.TIponieneBTrKa
TUTSYUX XBOPOO

Crnaakosi opmu marosorii.

Cturmu u3emMOpioreHesy.

EdexTn XxpoMOCOMHHMX aHOMaJTiii B OHTOTEHE3.
Krnacudikarriss XpoMOCOMHHX XBOPOO.

Ex30reHHI 4YMHHHMKM Ta IiX pOJb Y BHHHUKHEHHI MyTalii mpu
XPOMOCOMHI{ TaTOJIOT 1.

Poszmi3HaBaTH 3aranbHi IPOSBU CMIAAKOBOI IMATOJIOTIT, TIarHOCTYBAaTH
BpOKEHI MOp(OreHeTHyuH1 BapiaHTH.

3i0patm aHaMHECTMYHI JaHi 1 TeHeaJoriyHy iH¢opmalliio,
IpoaHaji3yBaT O3HAKH XBOPOOH B CIM'T.




MaTOJIOT1T TPH OOCTEKECHHI.

dopMyTIOBaTH J11arHO3 3T1THO KiIacuQiKarlii.

BusiiasTH 0COOMMBOCTI KIITHIYHUX MPOSIBIB XPOMOCOMHHX XBOPOO.

BusBnsatu cturmm nu3zeMOpioreHe3y Ta CHUMIITOMH XPOMOCOMHOT

V. INIAH TA OPTAHIBAIIMHA CTPYKTYPA IPAKTUYHOTI' O 3AHATTSI:

N OcHoBHi eTanu Ta ix 3MicT Po3nonin Buau koHTpOIIO HaguyanbHo-
yacy Ta METOTHYHE
n/n o
piBHi 3a0e3nmeyeHHs
3aCBOCHHS
1. | [ligroroBuwnii erar: 15% ®poHTtaneHe onuty- | O6nmagHaHHS,
N Banus, tectu II-1II | migpyunukw,
1.1 | OpranizauiiiHinuTaHHA L=II-III piBrss, samawi TI-TIT | mociGrex,
1.2 | ®opmyBaHHS MOTHBAIIIT piBH’.I' 3-4 XBOpH)% q)qT(?anm()M 3
CTaIlioHapy 31 | KIHIYHUMHA
1.3 | XKOHTPOIH TIOYATKOBOTO PIiBHS CIaJIKOBOIO CUHJPOMAIIbHU
HiATOTOBKU (cranmapTu3oBaHi TaXpPOMOCOMHOO MU dopmamu,
METOH KOHTPOJTIO) [IaTOJIOTICIO. METOIUYHI
5 TS — 550 TeKCTF)Bi chyau.iﬁHi peKOMeH1aIii,
’ ) 3a1a4l, mareplaiu
®opmyBaHHS TPOQECiitHIX BMiHb L=1II saranbHO-KIimiupmx | PE3YIPTaTH
3arajibHo-

Ta HABUYOK:

a)00CTEIKUTH XBOPOTO Ha
BHSIBJICHHS CITaIKOBOI Ta
XPOMOCOMHOT aToJIONI,
po3mi3HaTH ix MPOSIBH,
JarHOCTYBaTH BPOJIKEHI1

MOp(OTeHETUYHI BapiaHTH;yMITH
po3paxyBaTH TE€HETUYHHUH PH3UK
B KOHKPETHIN CUTYyaIlii,

0)3i0patu aHaAMHECTHYHI JaHi 1

TCHEAJIOTIYHY iH(hopmarriro,
CKJIACTH POJIOBiJ, MPEICTABUTH B
rpadiyHOMY BUTJISIII 1
MpOaHai3yBaTH  yCHaJKyBaHHS
3aXBOpIOBaHHS  a00  O3HaKH

Ta  MapaKJIiHIYHUX
METOJIIB  OOCTEKEH-

H, TKapChKi
3aco0u.
[HnuBinyansHUN

KOHTPOJIb MPAKTHUY-
HUX HaBUYOK Ta
pe3yabTaTiB  Kypamii

TEMATUYHHX XBOPHUX.

Bupimenns
KIIHIYHUX  TEKCTO-
BUX 3aBraHb. Halip
TECTOBHUX 3aBJaHb Ta

€TaJIOHU BIIIOBiIeH.

KIIHIYHUX  Ta
MapakJIiHIYHAX
METOIB
00CTEKEHHS




XBOpOOH B CIMT]

B)IPaBUJIbHO  BHUKOPUCTOBYBATH
BIIMOBIIHY TEPMIHOJIOTIIO TIPH
omnucaHH1 ()EHOTHUITY XBOPOTO;

r)4UTATH 3arajbHi CHMBOJIH 1

CKOpOYEHI TePMiHH TUTSt
MO3HAYCHHS XPOMOCOMHUX
aHOMAJTIIL;

n)BigOMpaT 3  KOHTHHICHTY
XBOpHX OCIO 11 TIPOBEICHHS
crieriagabHuX 010XIMIYHUX,
LUTOT€HETHYHOTO Ta
MOJIEKYJISIPHO-TEHETHUHUX

JIOCIIKEHD,

€)00roBOpeHHs pe3yJIbTaTiB
Kypaiii;

€)BUPIIICHHS CUTYyaI[iHUX

KJIIHIYHUX 3a]a4.

3. | 3axiouHui eTam:

3.1 | KouTpoap  KiHIIEBOTO  pIBHSA
MMTOTOBKH

3.2 | MoTtuBoBaHa 3arajibHa OIlIHKA
HABYAJIbHOI JISUTBHOCTI CTY/ICHTA

3.3 | [npopMyBaHHS CTYACHTIB TIPO

TEMY HACTYITHOT'O 3aHATTA

20%

L= II-III

5.2.1.1Tiozomoeuuii eman:

Ha mouatky 3aHSTTs BHKJIafad 3HAHOMHTH CTYJCHTIB 3 OCHOBHUMH 3aBIaHHSIMHU 3aHSTTH,
wiaHoM. JIyii KOHTPOJIO BUXITHOTO DIBHS 3HAHb CTYJCHTIB KOXXHOMY 3 HHX IIPOIOHYETHCS
BHUPIIIUTH TUIIOBE MUTAHHS 3 IMMOCTAHOBKOIO J1arHO3y — MO)KHA BUKOPHUCTATH CUTYAIlIHI KITHIYHI

3a7a4i.

5.2.2.0cnoenuii eman:

OnuryBaHHA Ta KIiHIYHE OOCTEXEHHS XBOPOTO MPOBOAMTHCA CTYACHTOM pa3oM 3
BHUKJIaaueM. JJIs OIIHKY IPaBUIILHOCTI OOCTEKEHHS TMOCTIHHO 3aTy4aroThCs 1HIIN CTYACHTH.

PE®EPAT.




JiarHocTHKa caJIKOBUX XBOPOO JBOETANHA!

3. 3aranpHe KIiHIYHE 00CTEKEHHS XBOPOT0, CKIaJaHHs Ta aHaJli3 POJIOBOAY, MapakiiHIuHe
obcrexxenns (Y3/], peHTreHonorivae, €HI0KPUHOIOTIYHE, IMyHOJIOT1UHE).

4. Tlpu mimo3pi Ha KOHKPETHY CIMAAKOBY (B T.4. CHHAPOMAIBHO) IATOJIOTIIO MPOBOISATH
CreIialbHI TeHEeTHYHI TOCTIKeHHs (IUTOreHeTHYHMM, OioxiMiunuii metoau, JIHK-miarHoctrka ta
iHIIL.).

3araapHO-KJIIHIYHI METOIM, SKI BUKOPHCTOBYIOTHCS TiJ] 4Yac JIarHOCTUKH BPOKEHOI 1
CIaIKOBO]I IMaTOJIOr] BKIIFOYAIOTh:

- XapaKTepUCTUKY KIIHIYHHX MPOSBIB MaTOJOTIi (CEeMIOTHKA) Y KOHKPETHOTO MPo OaHa,

- BUKOPHWCTAHHS 3arajibHUX MPUHIIUIIB KJIIHIYHOI J1arHOCTUKH,

- BUKOPUCTaHHA TPAJAWLIAHUX KIIHIKO-Ta0OpaTOPHUX Ta IHCTPYMEHTAJIBHUX METOJIB
obcTexxeHHs marienTa (KIiHIYHHN aHaili3 Kposi, ceui, 6ioximis kposi, EKI', €E€T", Y30
Ta 1HIIL).

Jlo cnemialbHUX TEHETUYHHUX METO/IIB BiTHOCIThCS:

- KJIIHIKO-T€HEeaJOT1YHUN METOI;

- TIOIIYK MaKpoO- 1 MIKPOCUMITTOMIB 3aXBOPIOBAHHS ITiJT Yac KITHIYHOTO OOCTEKEHHS;

- CHHIPOMOIIOTIYHUH MiAXia B J1arHOCTUIL,

- cnemiaabHe jgabopaTopHe O0OCTEKEHHS (IUTOreHETHYHE, IMyHOT€HETHUYHE, OioximidHe,
MOJICKYJISIPHO-TCHETUYHE Ta 1HIIL. ).

He nuBnsunch Ha BENUKHUN CIEKTP CIAJKOBUX XBOpPOO, OUIBIIICTH 13 HUX MAalOTh JIEsKi

cnenrdivHi MposBH, K1 HEOOX1THO BPaxXOBYBaTH B KOMILUIEKC] JIarHOCTUYHOI MPOTPaMH.

Kniniko-2eneanoziunuit memoo. Meton pOAOBIIHUX BKJIIOYAE BHBUEHHS YCHaJIKyBaHHS
3aXBOpIOBaHHS a00 SKOICh O3HAaKW 3a ponoBojoM ciMmi. Ilpu BcTaHOBIEHHI T€HETHYHOI
iH(popMartlii BeneThCsl KOPOTKHMA 3alUC MO0 KOXKHOTO WICHa poay 3 (iKCaIli€ro CTyNeHs
HOTO CHOPIMHEHOCTI 3 mpobaHaoM. B mojganpiioMy, BUKOPUCTOBYIOUM CHUCTEMY YMOBHHX
MO3HaYeHb, KOMIIOHYIOTh TpadidHe 300paKeHHS POIOBOY.

Meto 1 BUKOPUCTOBYETHCS:

- Tp® 3'ACYBaHHI YM € O3HaKa €WHOI0 B CIM'T a00 € JeKiIbKa BUIAJIKIB JTaHOT MATOJIOTI]
(cimelinmii xapakrep);

- Tpu 3SICyBaHHI, YM € 3aXBOPIOBAHHSA CHAAKOBUM abo ¢eHokomiew. Penokonis —
3aXBOPIOBaHHS, MOJIOHE 32 KIIHIYHMUMH CHUMOTOMAaMHU 31 CIAJKOBUM, ajié Ma€ i1HIIYETIOJNOTIIO.
SIK110 3aXBOPIOBaHHS MEPEAAETHCA B Psi/ii MOKOJIIHb, BAPTO MPUITYCTUTH HOTO CIIaKOBUI XapaKkTep;

- IIpY BU3HAYCHHI THITY YCTIaKyBaHHS (JIOMIHAHTHHM, PELICCUBHUI, 3YCTIJICHUH 31 CTATTIO,
yCHaJKyBaHHS JICTAJbHUX T'€HIB, ICHETPAHTHICTh 'CHA);

- TIIpU aHaJi31 3YETJICHHS TeHIB Ta KapTyBaHHI XPOMOCOM;

- TIpW BUBYEHHI IHTEHCUBHOCTI MYTAI[IHHOTO MPOIIECY;

- [pU BU3HAYCHHI MEXaHI3MiB B3a€MO/Iii TCHIB,;

- TIpW BU3HAYEHHI TOMO- 1 T€TEPO3UTOTHOCTI PI3HOMAaHITHUX YWICHIB CIM'T;

- [pU BU3HAYCHHI MOXJIMBOCTI T€HETUYHO 3YMOBJICHUX IOJIIA;

- [IpW BU3HAYCHHI pU3UKY HAPOHKEHHS XBOPOI IUTHHH,

- TIpU BUABJICHHI 0Ci0, AK1 MOTPeOyIOTh MEAUKO-TEHETUYHOT'O KOHCYIbTYBaHHS,

- TIpHW BU3HAYCHHI KJIHIYHOTO MPOTHO3Y /I MpoOaHaa Ta HOro poaudiB 3 ypaxyBaHHSIM
0COOJIMBOCTEH 3aXBOPIOBAHHS TA Or0 T€HETUYHOI XapaKTEPUCTUKY,

- TIpH OILIHII €KCIIPECUBHOCTI Ta MEHETPAHTHOCTI IT'eHa,.

- g MI'K.

BuninsioTe Tpu eTanu KIiHIKO-TeHeaTOTi9yHOTO METOTY:

1 eman - 30ip ceneanociunoi inghopmayii.



Jlns aHami3y MoBUHHI OyTH 310paHi BiIOMOCTI HE MEHIIIE, HiJK PO TpH MoKoJiHHS (6adycs-
mimxych, 6aTbko-MaTH, AiTH). OCOOIMBICTIO KIIIHIYHOT TEHETHKH € T€, MO 00'€KTOM JOCIIIKEHHS €
HE OKpeMUil XBopui, a cim's. 30ip BiToMOCTel MOUYUHAETHCS 3 Tpodanaa. //pob6anoom Ha3UBAETHCA
JIOMHA, sKa 3BEpHYyJacs IO JIiKaps, 4YacTille - [e XBOpPUH Ha cChaakoBe i/abo BpoKeHE
3axBoproBaHHs. [loTiM ciigye po3muTyBaHHS Mpo cuOciB mpobannma (miTh oxHiel OaThKiBCHKOI
napu), HalOMMKYNX POAMYIB y TMOPSAKY HAPOIDKECHHS, MOTIM PO poauyiB Marepi Ta OaTbka. Ciig
BKAa3aTH BIK MOMEPJIUX, IPUUYUHHA CMEPTI.

VY Bumazaky, KOJIW /0 T€HETHKa 3BEPTAIOThCS CiMT, AKi BXKE MalOTh XBOPY AMTHUHY, TakKe
OOCTEECHHSI HA3UBAETHCS pPempoCneKmueHum, a TpoOaHIOM Ha3MBalOTh XBoporo. IIpu 3060pi
NAcMOPTHUX JAHUX T aHAMHE3y HEO0OX1/IHO 3BEpTAaTH yBary Ha HacCTyIIHE:

15. Tlpi3Buie, iM's Ta MO-0aThbKOBI OaThKiB. Y Marepi BKazyloTh JiBoue mpi3Buiie. [Ipu
CIOPiTHEHOMY HITI001 MiABUIIEHUI PU3UK HAPOHKEHHS JiTeH 13 pelileCUBHUM 3aXBOPIOBAHHSM.

16. Bik mpoGanga. CnaakoBi XBOpoOM MOXYTh TPOSIBISATACS B pi3HOMY Bili. baxaHo
BKa3aTH BiK OaThbKiB HA MOMEHT HApOJKEHHs MpoOaHAa, OCKITBKMA 3 BIKOM MaTepi MOB'sS3aHa
4acTOTa XpPOMOCOMHHUX XBOP0O, a 3 BIkOM 0aThKa - HOBI T€HHI JIOMIHAaHTHI MyTaIfii.

17. Slxum 3a paxyHKOM € NpoOaHy y cimM1.

18. HamionansHicTs. Yacrime criocrepirarothes: a) xBopoba Tes-Cakca y eBpeiB-allkeHasi;
0) a-TanaceMmis - y TpEKiB; B) CEpIIONONIOHOKIIITHHHA aHEMis - y adpoaMepUKaHIIiB; ) B-TamaceMis
- y xwureniB IliBnerno-CxigHoi A3ii; €) MykoBicummo3 - y BuxiamiB i3 IliBuiunoi €Bpomu Ta
xwuteni [liBnHa Ykpainu Ta iHIII.

19. Micrie npokuBaHHs ciM'T (I BUKITIOYEHHS CHIEMIYHOT 30HH).

20. Micie mnpoXHMBaHHS TpAIlypiB IO MATEPUHCHKIH Ta OaThKIBCBKiM JiHIT (s
BUKJTIOYEHHS CIIOPIIHCHHUX MLTIO0IB).

21. Micue pobotu 6aThKiBTa Miclie MMPOXOKEHH CIIyKOU y 30pOiHUX cuiIax O0arbka (s
BUKJTFOUCHHS BIUTUBY MYTareHHHUX Ta TEPATOTCHHUX (aKTOPIB).

22. HasBHICTh XpOHIYHMX 3aXBOPIOBaHb y Marepi (CepleBO-CYIMHHOI CHCTEMH, OPraHiB
auxaHHs, giabet, enirencis, PKY).

23. HecripusATinuBuii  akymiepcbkuil aHamHe3. HasiBHICTb  pempoOIyKTHBHHX  BTpaT
(caMOBHKHTHI,MEPTBOHAPOKCHHSI, 3aBMEPJIi BariTHOCTI, IEPBUHHE HEIUTIIJIA) B aHAMHE31 MOXKYTh
CBIIYUTH PO HASABHICTH 30aJJaHCOBAHOI XPOMOCOMHOI MyTaIlii y 0aThbKa 4u Matepi.

24. KinpKiCTh BariTHOCTEH y MaTepi mpoOaHaa, YTOUHUTH MEepedir KOKHOI 3 HUX, B IKOMY
TEpMiHi Ta 3 AKOi IPUYUHU TIepepBaHa BariTHICTb.

25. O0tspkennit cimelinuii anamHe3. HasBHICTh y ciMT miTel 13 CHaJKOBOIO TMATOJIOTIETO,
BaJaMH PO3BHUTKY, JITEH, 1[0 MOMEPIN B PAHHHOMY Billi CBITYATh MPO YCHAJAKyBAHHS MATOJOTTYHUX
reHiB a0o 30aJaHCOBAaHWX XPOMOCOMHHX TepeOyaoB. Y BHUIAIKY CMEPTI IUTUHH CIil OTPUMaTH
3aKJIFOUEHHS ATOJIOTOAHATOMA.

26. HecnpustinuBuit mepedir BariTHOCTI, sIKa 3aKiHYMIACs HApOHKEHHSIM ITpoOaH/Ia;

a) 3arpo3a TepepHBaHHS BariTHOCTI - MPH XPOMOCOMHHUX Ta MOHOTEHHHUX CHHApPOMAx y

U104,

0) 3aTpuMKa BHYTPIIIHEOYTPOOHOTO PO3BUTKY — IPH XPOMOCOMHHX Ta MOHOTCHHHX
CHUHJPOMAX, BHYTPIIIHHOYTPOOHUX 1H(EKITIAX, pamialliiHOMy ypakeHH1, OaraToruIigHii BariTHOCTI,
arutasii manuTyHKOBOT 3aJ103H;

B) MaJOBOJJIS — IPHU 3aXBOPIOBAHHSIX, IO CYIPOBOKYIOTHCS 3HHUKCHHSIM HOPMAaIbHOT
MPOYKIIii cedl, TPU YPO/KEHHUX BaJlaX PO3BUTKY,

r) 6aratoBoAis - MpPHU BaJax [UTYHKOBO-KHUIIKOBOTO TPAKTy 3 MOPYIICHHIM QYHKILT
KOBTaHHS;

1) Majia pyXOMiCTh IUIOAY - IPH apTPOTPUTIO3aX.



27. XBopoOu cubciB, MPUYMHHU iX CMEPTI Ta BIK, B IKOMY BOHU TIOMEPJIH.
28. YTOYHUTH B MaTepi:
a) AKOIO 33 paXyHKOM JAMTHHOIO BOHA Oysa B CiM'T?

0) uu € B cecTep Ta OpaTiB IITH?
B) KUIBKICTb JiTEH y TOPSIIKY HAPOPKEHHS, 1X CTaH 370pOB's1?

T) SIKIIO XTOCH 13 HUX ITOMEP, TO BUSCHUTH MIPUYHHY.

Ilicna 300py anammne3y onucyoms @enomun Xe0po20 - CYKYNHICMb 308HIWHIX ma
GHYMPIWHIX O3HAK OP2AHIZMY .

1l eman - cknadaumns po006ooy.
Po0osio - rpadiune 300paskeHHsI CIMEHHOTO JIepeBa.
Cumeonu, sKi 3acmocogyromscsi 07 00Y008U POO0EOOY
- 3I0pOBa KiHKa
- 3JI0pPOBUI YOJIOBIK
- mpoOaH
- IUTI00
- KPOBHOCTIOP1THEHHH HITIO0
- IOBTOPHUH TIITI00
- CTaTh HEBIIOMA
- a0OpT MEAMIHHI
- BUKUJICHD
- HE3apeECTPOBAHUH NUTIO0
- cubcu
- MOHO3UTOTHI OJIM3HIOKH
- TU3UTOTHI OJIM3HIOKA
- IOMEPIHN
- 0e3IiAHUI nUTF00
- Oe3mrigHa, Oe3mIi AHUH
- XBOpi1

Y 3a7eKHOCTI Bii METH JOCIIDKEHHS, POJIOBIT MOXKE OyTH nogHUM a00 0OMedHCeHUM.



CxeMa pomoBOIY CYIPOBOKYETHCS OMMCOM MO3HAYEHb Ii/I MATIOHKOM, SIKMH HAa3MBAETHCS
nerenzoro. [Ipu cki1aganHi po10BOLy NOKOIIHHS ITO3HAYAIOTHCS PUMCHKUMH I(paMy 3BEPXy BHH3
a0o0 3Hu3y BBepx (31iBa Bix poaoBoay). Hamragku omHOro mokosiHHS (CHOCH) PO3TAlIOBYETHCS B
OJJTHOMY TOPH30HTAJIBHOMY pSIy 3a IOPSAKOM HapOJUKEHHs (311iBa HANpaBo), MOYMHAIOYH 3i
cTapimoro. ¥ Mexax OJHOTO TOKOJIHHS KOXXHHUN WIEH MO3HAYae€ThCs apaOChbKUMH IHdpamu, y
TOMY 4YHCII YOJIOBIKM 1 XiHKM cuOciB. KokHuil uineH pomoBogy Moxe OyTH IO3HAuYEHHH
BiAmoBimHUM mudpom, Hanpukiaag 1—5, H—7.

Ilpasuna cknaoanus poooeooy:

13. PonoBig noTpiOHO MOYMHATH CKJIAJATH 3 CEPEIMHU JIUCTA.

14. Ponogin 300pakaroTh rpadivyHo, IJIs YOTO BUKOPUCTOBYIOTH CUMBOJIH.

15. CubciB 300paxxyroTh CIIpaBa HaJliBO B MOPSAIAKY HAPOIKCHHS.

16. Yci uneHu oTHOTO MTOKOTIHHS 300paKYIOThCS Ha OJHIHN JiHil.

17. PonmoBin 3py4HO MOYATH CKJIAMATH 3 MaTepi mpobaHaa Ta i cuOCiB, MOTIM — 1i pOANYIB.
Matu Ta il poaudi poO3TaNIOBYIOTHCS B POAOBOJI crpaBa. barbka Ta HOro poaudviB — 3JiBa.
[Tpob6anma Ta ioro cuOCiB —mocepeAnHI MiX CiM'sIMH OaTbKa Ta MaTepi.

18. IlokomniHHS TO3HAYAIOTh PUMCHKUMH IMdpaMu 3BEpXy JAOHU3Y. 3BUYANHO IUDPH
CTaBIATH 3J1iBa BiJl pooBOAY. ApaOChKUMH LU(ppaMu HYMEpPYIOTh HAIIAJKiB OJHOTO MOKOJIIHHS
(Becwh psim) 3miBa HampaBoO MOCIHIAOBHO. YosIOBiKa 1 XKIHKY POJOBOIY MOKHA MMO3HAYUTH THM K€
HOMEpOM, aje pa3oM 31 CTPOYHOI OYKBOIO micis IupPH, SKIIO BOHM HE KPOBHO MOB'S3aHI 3
YWICHAMH POJOBOY. SIKIIO OJIMH 3 TIOJAPYOKS HE 0OOCTEeKEHUN HAa HAsIBHICTh O3HAKH 1 HOTO POJIOBIT
HE HABOJUTHCA, OakaHO HE 300paxkaTd Horo B3araii. KokHU# MpencTaBHUK MOBHHEH MaTu CBIH
KOJ;

19. Bka3yloTb BiK (IaTy HapOKCHHs) WICHIB CiM'T iudpamu 011 CUMBOITY.

20. OcobucTo 00cTEKEHOTO MOo3HaYar0Th 3HaUKOM (!).

21. Moapyxxst poauviBIpoOaHIa MOXYTh HE BiloOpakaTucCs B POAOBOMI, SKIIO BOHU
3I0pOBi 1 "HE BIUIMBAIOTh" HAa BUHUKHEHHS 3aXBOPIOBAHHS.

22. Cnij BKa3aTH JaTy CKJIaJaHHS POJIOBOIY.

23. CxitaanHs pOI0BOJY CYITPOBOIKYETHCS JIETEHIOO.

24. TIoKOMiHHA MOYKHA PO3MILIATA KOHIIEHTPUYHO.

[Ticns cknamaHHs POJOBOAY IMOYMHAETHCS HACTYMHUW eTalm — KIIHIKO-TeHealoTi9HUN
aHayi3, SKUM J03BOJISE BHU3HAUUTH CHAJKOBUH  XapakTep 3axBOPIOBAHHsS, THI  HOro
yCTHaIKOBYBaHHS, MPOTHO3 IS HAMIAAKIB Ta PU3MK MOBTOPHOTO HAPOKEHHS TUTHHH 3 JAHOIO
MaTOJIOTIEIO.

11l eman — eeneanociunuii ananiz. Ilo-nepiue ciijy yTOYHUTH, Y1 yCIAJAKOBYETHCS O3HAKA, UM
BOHA € HACJIIIKOM HOBOi MyTalii abo /€10 TepaToreHy; no-Apyre — BUSHAUYUTH TUI YCIAIAKyBaHHS
3aXBOPIOBAHHS B JJaHii CiM'T, O-TpeTe —'eHOTHUI OAThKiB Ta PU3UK HAPOPKEHHS XBOPOi TUTHHHU.

Bcmanosnennsa cnadkogozo xapakmepy 03HAKU. SAKIIO B POJOBOJII 3yCTpIiYaeThCs O/HA U Ta
K O3HaKa JIEKUIbKa pa3iB, TO MOXHA JyMaTH PO CIIaJKOBY IPUPOAY.

Buxniouenns ¢henoxoniu: KO, NMATOTCHHUH (akTop MAisIB Ha JKIHKY BIPOJOBXK YCIX
BariTHOCTEH, TO B HEi MOXXYTb HAPOJUTHUCS NCKUTbKA AiTE€H 3 OJHAKOBUMH YPOKCHHUMHU BaJaMH.
Onmui # Ti X mpodeciifHi MKiATUBOCTI a00 30BHIMIHI (AKTOPH MOXKYTh BUKJIMKATH MOIIOHI
3aXBOPIOBAHHS y YICHIB CIM1T.



Bcmanoenennss muny ycnaokyeanus. po3paxyHKH CITIBBITHOIICHHS YHCIIa XBOPUX JITEH 110
30POBUX JaayTh HEBIpHE 3aKJIIOYEHHS TPO THUIN YCIAIAKYBaHHS, OCKUIBKM HpPU PELECHBHOMY
3aXBOPIOBAHHI B MOJIE 30pYy JIiKapsl HE MOTPAIUIAIOTH CiM'i-HOCIT, B SIKUX HapOIWJIMCS 310POBI JIITH.
VY TakoMy BUNAJKYy HEBUSBIECHI CiM'T CTAHOBJIATH, HANIPHUKIIAM, IPU OTHIN TUTHHI 1 JOMIHAHTHOMY
TUM ycnanakyBaHHs 1/2,a npu peuecuBHoMy — 3/4.TakuMm 4MHOM, y pO3paxyHKH CITIBBIIHOLICHHS
XBOPHX 1 3/I0pOBHX AITEH CIIi1 BBOAUTH MONPABKU HA YAaCTKY HEBUABICHHUX JiTEH.
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Pucynok 1. CucreMa yMOBHUX MO3HAYEHb AJIS CKJIaaHHS POJOBOLY

['pacdiune 300paxeHHsT POIOBOAY MOXKE OYTH BEPTUKATBLHO-TOPU30HTAIBHUM a00 y BUTIIAI
kosa (y BHIMAAKY 3HaYHOI KiJIBKOCTI 310paHoi inpopmariii) (Puc. 2).




Pucynox 2. Tunu rpadignoro 300pakxeHHsI POJIOBOTY.

3acTocyBaHHA KIIHIKO-TEHEAIOTIYHOIO METOAY Iiepeadadae TaKoXK peTelbHe KIIiHIYHE,
naboparopHe Ta IHCTpyMEHTalbHE OOCTEeKEHHs, OakaHo, yci€ poauHH. 3a HEOOXiITHOCTI
MPU3HAYAIOTHCS JJOJATKOBI JIarHOCTUYHI 3aX0JM, BU3HAYA€THCS MPOTHO3 Mepediry 3aXBOPIOBAHHS
Ta HOTO MOXKJIMBI YCKJIATHEHHS, OOMPAETHCS TAKTHUKA JIIKyBaHHS.

Bausznroxkoeuit memoo

BuBYeHHS ycmankyBaHHsS pPI3HOMAHITHHMX O3HAaK y OJHM3HIOKIB JIO3BOJIAJIIO 3'SICYBaTH
0cOOJIMBOCTI Mepenadi CIagKOBHX 3aXBOPIOBAaHb, CXMIBHICTh 10 HUX, pealizallilo OJHAKOBOIO 1
HEOJITHAKOBOTO TCHOTHIy B PI3HOMAHITHHX yMOBaxX CEpelOBHINA, MPUYUHHU MPOSBY 1 CTYIiHb
BUPAKCHHS T'€HIB.

HasiBHICTH Yy MOHO3UTOTHUX OJHM3HIOKIB OJHAKOBUX O3HAK 1 OJHAKOBUX 3aXBOPIOBAHBb
3BETHCSI KOHKOPOAHMHICMIO, PO3XOJDKEHHS B O3HAKAX -0uUCKOpOaHmuicmio. SIKIO B MOHO3UTOTHUX
ONMU3HIOKIBCTYIMIHD KOHKOPJAHTHOCTI BHUINMH HDK Yy IU3WTOTHHX, ILIETOBOPUTH IPO CIAIKOBHN
XapakTep 3axXBOPIOBaHHSA. BaximBo MaTh HaMOULIBII YiTKI MapKepu KOHKOPAAHTHOCTI, SKHUMHU
€NOpPTpPETHA MOAIOHICTh, Tpyna KpoBi, aepmarormidika, gani EEI' 1 EKI'. Meton, mo mo3Bosse 3
100% mocTOBIPHICTIOBCTAHOBUTUMOHO3UTOTHICTB - 11€ TPAHCIUTAHTAIIIS JUISTHKAIIKIPH.

Jlyist BUBYEHHS POJIi CIIaJKOBOCTI B TIOXOKEHHI Ti€l a00 1HIIOI O3HAKU HIMEIbKHI T€HETHUK
K. Xompuuurep 3ampomnonyBaB (opMyay BHU3HAUEHHS Koegiyicuma ycnaokysanns (H) i
koegiyicuma enaugy cepedosuwya (E):

% nooiornocmi M3 - Yo nooibnocmi /{3

100% - Y%nooionocmi /13

Ie:

M3 - MOHO3UTOTHI OJHU3HIOKH,
J3 - TM3UroTHI OJIM3HIOKH .

BBaxkaroTs, sikmo H=0,7 1 Bumie, To OCHOBHA pOJIb Y BHHUKHEHHI 3aXBOPIOBAHHS HAJICKHUTH
cnaakoBocTi, mpu H=0 o3Haka BHK/IMKaHAa YMHHUKAMHCEPENOBUIA. UMM 3yMOBJICHA J1aHA O3HAKA
(cmagkoBicTIO 200 YHMHHMKAMHUCEPEIOBHWINA) BUPINIYIOTh HACTYIHUM 4YHWHOM. Hampukian,
KOHKOPJIAHTHICTh M0 OpoHXianbeHii actmi B M3=47%,a B J13=24%, Toni H =0,3=30%,E=100%-
30%=70% o1xe, nsi03Haka Ha 30%3ymMoBIeHa criakoBicTio, a Ha 70% -BIITMBOM cepeloBHIIIA.

Ilapua koumkopoanmmuicms -4acTKa map ONU3HIOKIB, Yy SKUX OOWABAaNapTHEPU MAIOTh
JOCIIKYBaHy O3HAKY cepejl yCix map OJM3HIOKIB MOMYJIALl, a He BUOIPKOBO.



IIpobanonakonkopoanmuicms J1a€ MOXKIWBICTh BHU3HAYMTH OJHUM YH JBOMAa TE€HAMH
JETEPMIHYETHCS TaHA O3HAKA.

c+2¢c*

ae.

C- 4KCII0 KOHKOPAAHTHUX IMap OJIM3HIOKIB, y SIKUX OYB 3apeecTpOBAHUN JIUINEC OJUH
npoOaun;

C* - yucno nap O6JU3HIOKIB, y AKUX KOHKOPAAHTHUMH OYJIM 0OM1Ba OJIM3HIOKH;
D - unciio AucKOpAaHTHHUX Tap OJU3HIOKIB.

Memoo koumponio 3a napmuepom, KOJIU OJWH 13 ONU3HIOKIB TICHSI BIUIUBY SKOTOCH
YUHHUKA Ma€ TMOPYIICHHS, a JAPYTUd BHUCTYNAE€ B SIKOCTI KOHTPONIO. J[ae MOXKIMBICTH BUBYHUTH
HOPMY peaxlilii JaHOTO TEHOTHIY 1 BIUTUB Ha HHOTO OY/Ib-SIKUX YHHHHUKIB.

Jlepmamocnighixa - BUBYCHHS PHUCYHKYJIHIN  7070HI  (MaJbMOCKOMIsS), TAajblliB
(maxTrmockoris) i cromu (rmaHTockormist). IlamiaspHuil Bi3epyHOK T€HETHYHO JAEeTEPMIHOBAHUMN
(monmireHHa03HaKa), HOCUTH 1HAMBIIyalbHUI HEIMIOBTOPHHUU XapakKTep 1 HE 3MIHIOETHCSA MPOTATOM
YChOTO JKUTTA. BiH BiApI3HAETHCA B NPEACTaBHUKIB PI3HOMAHITHHX pac 1 HAIlOHAJIBHOCTEH.
Bnanocs 3B's13aTu BUHMKaO4i 3MIHH BCTPYKTYP1 MIKIPHOTO pelbedy 3 MOSBOIO NESIKUX CHAIKOBUX
3aXBOPIOBaHb.

Merton nepmaroriipiku HE TOTpEeOyEBEIMKUX MaTepiaIbHUX BHUTPAT, J1a€ MOXIJIHBICTH
MMPOKOHCYJIBTYBATH XBOPOTO HA BiJICTaHI, MATBEPAUTH KIIHIYHUHN J1arHO3; 1AM METOJOM MOXHa
BUSIBUTH HOCIMCTBOMYTaHTHUX TeHiB. OCOOJMBOrO MOIIMPEHHS METOJ JAePMATOrTi(iKu OfeprkaB
IIPU JIarHOCTUII PI3HOMAaHITHUX XPOMOCOMHUX cUHAPOMIB. [IpH 1boMy rpebeHeBuiipaxyHOK MOXe
SK 301IbIIYBATHCS, TaK 1 3MEHIITYBAaTUCS, MOXYTh 3'ABIATUCS JTOJATKOBI CKIAIKH, 3MIHIOBATHCS
pO3TANIYBAHHS TOJOHHHUX JiHii, po3MipkyTa atd,mo y Hopmi He mepesuinye 57°. Bupuenns miniit
Ha CTOMi 3aCTOCOBYETHCS 3 Ti€I0 K METOI0, ajle YacTille BUKOPUCTOBYETHCS B HAYKOBHX
JOCITIDKEHHSAX 1 pijlie — y MPaKTHYHIN MEIUIINHI.

Humozenemuuni memoou. 11i MeTonu NO3BOJSIFOTH3a JOMOMOTOI0 MIKPOCKOIA BHUBYHUTHU
XpPOMOCOMH JIIOJMHHU, 1X CTPYKTYpHI OCOOJIMBOCTI 1 BHSIBUTH IOPYIIEHHS YHUCIA Ta CTPYKTYpHU
XPOMOCOM/IAHOTO OPraHizMy (XpOMOCOMHI Ta FeHOMHi MyTallii). IX BUKOpPHCTOBYIOTb JJIsI:

a) J1arHOCTUKU XPOMOCOMHHUX XBOPOO;

0) BUBUEHHS MYTAIIIfHOTO MPOIIECY;

B) JIOCTIIPKCHHSI HOPMAJIbHOTO XPOMOCOMHOT0 TOTIMOP(])i3My B JTFOCHKUX MOMYJIAIIsNX.
Memoou:

3. Meroa kapioTUITyBaHHS.
4. Mertoa BU3HAUYEHHS CTaTEBOTO XPOMAaTHHY.



3. HoBi meromm — nudepenuiiioBane (apOyBaHHSA XpoMOCOM, aHami3 mpodaszHux Ta
npometadasHuX XpOMOCOM, (ITyopeciieHTHA Tiopuau3ariis in Situ.

Memoo kapiomunyeanns
OcHo6Hi noKa3anusa 00 Kapiomuny8aHHs;:

18) mpu HasgsBHOCTI MHOXXHHHHUX Ta i30J60BaHuX BBP;

19) npu ypoKeHHX BaJaX PO3BUTKY B JIITCH, AKi HE BIIHOCIATHCS 10 TEHHOTO CHHIPOMY;,

20) npu 3BWYHMX BHKHIHSX (2 Ta OiNble),MEpPTBOHAPOMKCHHIXY JKIHOK Ta 1HIII.
PENpPOAYKTUBHHX BTPATaX,

21) npu migo3pi Ha mepenavy CiMeinHOl TpaHCIIOKAIli,

22) nas MIATBEPIKCHHS JiarHO3y, BCTAHOBJIGHOTO METOJOM JOCHIKCHHS CTaTeBOTO
XpOMAaTHHY;

23) s 0moJIoroBOi JIarHOCTUKM Yy BUIAJKY JITHBOTO BiKy MaTepi abo mizo3pi Ha
nepeaady CiMeHOI TpaHCIIOKaIlii,

24) npu mixo3pi Ha XPOMOCOMHY XBOPOOY;

25) npu MHOXMHHUX BaJax pO3BHUTKY abo o3Hakax Au3Mop(dii, €Tionoris SKUX He
BU3HAYEHA KJIIHIYHO,

26) BifCcTaBaHHS B PO3YMOBOMY PO3BHUTKY HE3'SICOBAHOI €TiOJION1T;

27) mopyuieHHs penpoAyKTHBHOI (DYHKIIIT HESICHOTO TeHEe3y B )KiHOK Ta YOJIOBIKiB;

28) cyTTeBa 3aTpUMKa PO3YMOBOTO Ta (hi3MYHOTO PO3BUTKY B JIITEH;

29) npenartanbHa JiarHOCTHKA (PU3MK, TOB'SI3aHMKA 3 BIKOM JWTHHHW, HAasSBHICTIO
TpaHCIOKallii y 0aThKiB, HAPOKCHHSIM TOMEPEHBOI JUTHHH 3 XPOMOCOMHOIO MATOJIOTI€0);

30) uetiko3u (qudaiarHOCTHKA, OLlIHKA C)EKTUBHOCTI JIKYBaHHS Ta MPOTHO3Y);

31) ominka MyTareHHHUX il (pamialiiHuX, XIMIYHHX);

32) yci cioHTaHHO a0OPTOBaHI Ta MEPTBOHAPOKEHI TIOH;

33) aiTH 3 KIIHIYHUME 03HAKaMH repMappOIUTH3IMY;,

34) Oe3rutigHI TOAPYXKHI TapH.

OO0’ €KTOM LUTOTEHETUYHOTO CIIOCTEPEKEHHS MOXYTh OyTH KIITHHH, SKI JUIATHCS
(comaruuni, MmeiioTHYHi, iHTepda3Hi).

Marepian6ionciiHuii, OTpUMAHUN NUISXOM ITYHKIIi KiCTKOBOTO MO3KY, TOHaJ, ITyXJIUH,
eMOpiOHAJIbHUX TKaHUH, JIIM(AaTHUYHUX BY3JIiB, CENE31HKU Ta KIITHHU XopioHa. [Ipu mpenaranbHii
JIarHOCTHII — KIITHHA aMHIOTHYHOI PITUHY, XOPiOHA, TUTAlIEHTH 200 MyMOBUHHOI KPOBI TUIOAY.

HaiiuacTime BUKOPHUCTOBYIOTBMETOJ KYJIBTUBYBaHHS JIM(OIMTIB NepudeprudHoi KpoBi
(menpsimuii  meton). Ertamm mporo mocmimkenns: 1. 3a0ip kposi (1-2 mMa BeHO3HOI KpOBI,
(biTOreMarIOTUHIH, CEepeIoBUINE); 2. JOJaBaHHS KOJXIIUHY 3a 2-3 TOAMHU 110 3aKiHYCHHS
KyJIbTUBYBAaHHS 3 METOIO 3YIHMHKH IOALTY KJIITMHHM Ha craaii meradasu — merox MeradazHoi
IUTACTUHKH). Y BHIIaJKaX, KOJIM HEOOXIiAHO MPOBECTH [ETAJbHUIM aHalli3 OKPEMOIro paioHy
XpPOMOCOMH, BHKOPHUCTOBYIOTH CTajil0 mpoMeTadasu (XpoMocoma peAyIuTiKyBamacs, aje Ie He
KOHJIEHCYBajacs) — npoMeTadasauii MeTo1 ab0 METO.T BUCOKOPO3PIIIaiyoi IIMTOTCHETHKH; 3. €Tall
rimoTonizarii (<CIMOTOHIYHUI MIOK») — AOJA0Th TIMOTOHIYHMNA PO3YMH XJOPHIY Kajbllifo abo
LUTPATy HATPIIO, BHACHIIOK YOTO KIITHHH HAOyXaloTh, s/IepHa 000JIOHKA 1 MDKXPOMOCOMHI 3B’ SI3KU
PO3pUBAIOTECS 1 XPOMOCOMH BUIBHO IUIABAIOTh Y LUTOIUIA3Mi; 4. ¢ikcaris KIITHHHOI CyCIeH3ii
CYMIIIIIIO MeTaHOoIy 1 onroBoi kucinotu (1:3), moTiM HEeHTpUQyryroTh, CYCIICH31I0 HAHOCATh Ha
npeaMeTHe  CKenblie, (IKCYIoTh, BHCYIIYIOTh, 5. (apOyBanHs - wMetogoM [imze,
mudepenttiioBanoro ta ¢gayopecieHTHoro dapoysanns. bapsuuk ['imze ¢apOye yci xpomocomu
PIBHOMIPHO TI0 BCi#t 10BkHUHI. [Ipy 11bOMY KOHTYPYIOTHCS IEGHTPOMEPA, BTOPUHHI TTEPETIKKH.



Memoo ougepenyitiosanozo apbdbysants — TeMIEPaTypHO-COIHLOBUN BIUIMB Ha (DiKCOBaHI
xpomocomu (hapOyBanHs akpixiH-imputoMm — Qmeron, papoda I'imza — Gmeron). ITicns momiOHuX
BIUIMBIB 3'SIBISIETHCS MOXIIUBICTh BHSBUTH JUCKH (cMyru, OSHIU) Ha miiedax XxpoMocoM (MoOXKHa
ouinntu 6;m3pko 200 — 400ninsHOK). KokHe miiede XpOMOCOMU AUTUTHCS HA paidloHU (Hymeparis
X 3IIMCHIOETHCS Bifl IIGHTPOMEPY JI0 TEIOMEPY), IKUX Y XPOMOCOMi 3BHYaliHO 2 - 3,iHO/i B cMYy3i
BUAULIOTE cyOnosiocy. Hampukman, 3amuc 1p3.6 o3nawae 6-ra cmyra (abo nmuck), 34i paiioH,
KopoTke miede 1-i xpomocomu. BBaxkaroTh, 1m0 3a0apBlieHI CErMEHTH — Te€TEpPOXPOMATHHOBI, a
He3abapBIIeHI — €yXpPOMATHHOBI, B IKUX Po3MileH1 kKoayrodi mociigosHocti JJHK.

Bu3nauennsa cmamegozo xpomamuny.Ilpo cTaH cTaTeBUX XPOMOCOM MOXKHA CYAHWTH 3a
CTaTeBUM XPOMATHHOM KIITHHHUX (iHTep(da3HUX) siep, BHBYCHHS SKUX 3aCTOCOBYETHCS Y
KJIIHIYHIM TPaKTUIl B SIKOCTI JIOCTYITHOTO METOAY TEeCT-IIarHOCTUKHU. X-cmamesutuxpomamun
(minbye bappa) - 1e HEBEIWYKEYTBOPEHHS Pi3HOI (OPMH, SIKE YITKO BHAUME y CBITIIOBOMY
MIKPOCKOITI B SiAp1 KIIITHHY Ha cTaii iHTepdas3u 1 MIIBHO MPUIISITae 10 MEMOpaHu spa.

binbmiicth iHTepha3HUX KIITUHHHUX SACP KIHOUOTO OPTaHI3MYy MICTSTh TUIBIISI X-CTaTEBOTO
XpPOMaTHHY, a B SApax YOJOBIYOrO OpraHi3My BiH BiACYTHIM. Bu3HaualoTh BiZICOTOK BMICTY
CTaTEBOTO XPOMATHHY, TOOTO KiIbKicTh Tijens Ha 100inTepdazuux smep. Y nvopmi Big 20 1o 40%
KIIITHH KIHOYOTo opraHizmy i Big O 1o 5% KIIITHH 4OJIOBIYOTO OpraHi3My MICTATh B SJpax Tiible
X-crareBoro XpomMaTHHY. BBakaioTh, 00 riauOKa CTaTeBOr0 XpPOMATHHY YTBOPIOETHCS 32
pPaxyHOKIeTepoXpoMaTu3oBaHoi  (cmipaiizoBaHoi)  X-crareBoi  Xxpomocomu. Y  mporeci
reTepoxpoMaTu3aiiiX-cTaTeBa XpoMocoMa CTa€ HEaKTHUBHOIO U y iHTepdasHOMY sipi YTBOpIOE
rOKy X-CTaTeBOTO XpoMaTuHy. IcHye GopMyra, 110 BCTAHOBIIOE 3B'SI30K MK KiJIBKICTIO TIIMOOK
X-CTaTeBOT0 XpOMAaTHHY 1 CTAaTEBUX X-XPOMOCOM B OJHIHN KIIITHHI:

n=X-1,
Jie: N - KUTbKICTh TTIMOOK CTaTeBOI'0 XPOMAaTHHY,
X - KUTBKICTh X-CTaTEBUXXPOMOCOM.

[Mpukapioruni 46 X KinbKiCTh IHMOOK cTaTeBOro xpoMaTtuny aopiBHioe (N=X-1=0), T06T0 B
KIHOYOTO OpraHi3My B SApax KIITUH BIICYTHSA TINIHMOKa CTaTeBOTO XpomaTuHy. BiamoBigHOo 110
rimotesn M. JlaiioH, y >XiHOUOMY OpraHi3Mi BIPOJOBXK IEPIIMX JIBOX THXKHIB eMOPiOHAJILHOTO
PO3BUTKY [IBi CTaTeBi X-XpPOMOCOMH 3HAXOJSAThCS B AKTUBHOMYCTaHI i OOWMIBI HEOOXiMHI IS
HOpMasbHOTO nudepenitiroBants crati. Ha 16-My THXHI BiTOYBa€eThCs IHAKTUBAIIISIOHIET CTATEBOT
X-XpOMOCOMUCOMATUYHHX KIIITHH, 1 B )KIHOYO1 0cOOH, 5K 1 B 4OJIOBI4Oi (DYHKI[IOHYE TUIBKH OJHA
X-cTaTeBa XpoMocoMa. Y TakKuil CIOCIO JOCATaeThes egexm 003u 2eHig,y pe3yiabTaTi 4yoro B
XKIHOYOMY OpTaHi3Mi XX-CTaTeBi XpOMOCOMH YTBOPIOIOTh TaKy K KUIBKICTh MPOIYKTY, 5K 1 €AMHA
X-cTaTeBa XpoMocoma. Y TpoIieci eMOpioreHe3ylHaKTHBaIisIX-CTaTeBOi XpOMOCOMH y TKaHWHAX 1
OpraHax JIFOJIMHH BiOYBA€ThCS 3 HEOJAHAKOBUM TEMIIOM, Y PE3yJIbTaTi YOTO Y TUIOAY B TOW CaMHi
Yac y pi3HUX KIITHUHAX YTPUMYETHCS pi3HA KUTBKICTB siiep 13 X-CTaTeBUM XPOMATHHOM.

Bwmict X-crareBoro XxpomaTuHy MOXKHa BHU3HAUYWTH B PI3HOMAHITHMX TKaHWHAX IUIONY 1
MIPOBI3OPHUX OPTaHIB JIFOANHHU.

Ska 3 1BoX X-CTaTEeBUX XPOMOCOM iHAKTHBYETHCS, 3aJICKUTh BiJl BUNAKY. BBaXKaroTh, 1o B
OJIHI¥ MOJIOBUHI KIIITHH )KIHOYOT'0 OPTraHi3My 1HAaKTMBOBaHA OJIHA X-CTaTeBa XpOMOCOMa, a B IPYTii
MOJIOBHHI - 1HIIA. Y 3B'I3KY 3 IUM y BUITQJIKy PEIIECCUBHOTO YCIaIKyBaHHS, 34ETNICHOTO 31 CTAaTTIO,
Y)KIHOUOMYOPTaHi3Mi  PELIECUBHUIMYTaHTHUH TeH X-CTaTeBOi XpPOMOCOMH KOMIIEHCYETHCS



JOMIHAHTHUM HOPMAJIBHHM TE€HOM IHIIOIX-CTaTE€BOI XPOMOCOMHM, YOTO HE CIOCTEPIra€ThCs B
YOJIOBIYOMY OPTaHi3Mi.

Icaye nexinpka MeTomiBBU3HA4YeHHS X-cmamesoco xpomamuny.CaMuii TIPOCTHH -
BU3HAUeHHs Tiens bappa B 3imkpidi  KIITHH  CAM30BOi  OOOJOHKKM  IIOKH TP
(dapOyBanHianeTopceiHOM. 3JIeTKa MPUTUCKAIOYH IITATEh, OEpyTh 31MIKPIO 31 CIM30BOT OOOJIOHKH
IIOKH, PO3MOJUIAIOTh Ma30K Ha MpeIMETHOMY ckii i Ha 1-2 XB. A0Aal0Th OapBHUK aleTOpPCEiH.
[ToTiM MOKPUBAIOTH Mpenapar MOKPUBHUM CKEJIBLIEM 1, 3JIeTKa MPUTHCKAIOUHN, BUAAISIIOTH 3AJIUIIOK
OapBHHKa (IIBTPYBATBHUM MarnepoM. [Ipemapar BUB4aIOTh 3a JONOMOTOIO CBITJIOBOI'O MIKPOCKOIIA
3 imepciitHuM 00'ektuBoM. IlimpaxoByroTs 100 inTepdaznux saep 1 KiUIbKicTh iX 13 TamOkaMuX-
CTaTE€BOI'0 XpOMAaTHHY BUPAKAIOTh Y BIICOTKaX.

BukopucroBytoTsecst ¥ iHIII 3aco0u (GapOyBaHHIX-CTaTEBOTO XpOMATUHY: 3adenbeeHoM,
MemuneHo8UM CUHIM 13 HU3bKUMU 3HaYeHHAMU pH, kpe3un-eionemom 1 iH.

Po3pobnieHi TakoX METOAM MiApaxyHKYY-CTaT€BOrO XpOMaTHHA. Y LbOMY BHIAJAKY
BUBYAIOTH EINTEMNACIN30B0I OOOJOHKM IIOKM B YOJIOBIKIB 3a JOIOMOTOI JIFOMIHECLIEHTHOI
MIKPOCKOTTIi.

Ioxazannsa 0o eusnauenns X- i Y-cmamegozo Xxpomamuna.
1) Bu3HauCHHS CTaTI 32 HASIBHOCTI repMapoOIUTU3MY;

2) 3 METOI0 BU3HAYCHHSI CTaTi JI0 HAPOKEHHS TUTHHHU (IIPU aMHIOICHTE31), 1100 y BUIAIKy
BHUSIBJICHOI TATOJIOTii a00 BCTAHOBJEHHI YOJOBIYOi CTaTi MPH BHCOKOMY PHU3HKY XBOPOOH,
34YETJICHOI 31 CTATTIO, BUPIIIMTU MUTAHHS PO NiepepuBaHHs abo 30epiraHHs BariTHOCTI;

3) It AIarHOCTUKH CIAJAKOBHX 3aXBOPIOBAHb, MOB'I3aHUX 13 MOPYIIEHHSM YHCIIa CTATEBHX
XpOMOCOM. Y 1bOMY BHIAJAKY KUIBKICTh TJHOOKX-CTaTEeBOr0 XpOMAaTHHY B KIITHHI MOXe
30ibIIyBaTUCs (3aMicTh OJHIET MOXe Oyt 2-3) a00 3MeHITyBaTUCS (B dKIHOYOTO OpraHi3My MOXe
OyTu BiCyTHIH X-cTaTeBUil XpOMaTHH);

4) nnst BU3HAUCHHS XpPOMOCOMHOT MATOJIOTT ITEH 13 MOPYIIICHHSAM 1HTEICKTY;,

5) nmns  BUABJACHHA CHAAKOBOI  MHAToNOrii MpH  TEepBUHHIMaMeHopel 1  paHHIA
BTOpPUHHIaMEHOPET B )KIHOK, a TAaKOX O€3IUTI/IJII B YOJIOBIKIB.

Monekynapuo-yumozenemuuni memoou

Meton MonekynspHOi (piyopecueHTHOI riopmamsamii insitu (FISH) 3acHoBanmii Ha
3matHocTi  xpomocomHoi JIHK yrTBOproBatu CTiliki TiOpHIHI MOJEKYIHM 3 BIJOMHUMH 3a
nykneoruaauM ckimagom JIHK (PHK Ta imm) - mpobamu Oe3mocepeHbO Ha IMpemapaTax
(diKcoBaHUX KJIITHH, XpOMOCOM Ta 1HTep(a3HUX sAep 3 MOJAIBIINM BHUSBICHHSIM pE3YyJIbTaTy
riopuamzariii mo MiTii — (IyOpeCIEeHTHOMY curHaly B odikyBaHoMmy wMicii.IIpenapar
JOCTIKYIOTh 32 JOMOMOTOI JIFOMIHECIICHTHOTO MiKPOCKOMA. 3aCTOCYBAaHHS IIbOTO METOIY
JI03BOJIMJIO TEepPElTH BiJ BUBUEHHS Mopdoorii xpomocom 1o anamizy nociuigoBHocredt JTHK, 1o
BXOJATH JI0 iX CKJIQNdy.

VY SKOCTI TOCTIIKYBaHOTO Marepiajdy MOKHA BUKOPHUCTOBYBATH HE TIIbKH IIUTOTEHETHYHI
mpernapard, aine i CTaHgapTHO mmogapOoBaHI Ma3KHW KpOBi, KICTKOBOTO MO3KYy a00 BiIOWUTKH
TiMQOBY3TiB, a TaKoX apXiBHMHA TICTOJNOTIYHMN Marepiall, sKHi 30epiraeTbCs y BUIISAAL
napagiHoBHUX OJOKIB.



Brepmie in situ riopuaunsartis Oyma ommcana y 1969 pori, Konmu y SIKOCTI MiTKA OyB
BUKOPHUCTAHHHN  PaiOaKTHUBHHI . B MOJAJIBIIOMY PO3pO0Ka HEPaII0aKTHUBHUX CHCTEM
mapkyBauHs JIHK-30H11B 3po6uina 1eit Meto 6e3MeYyHIM Ta JOCUTh MPOCTUM Y BUKOHAHHI.

B sxocti [THK-npo6u (JIHK-30H12) MOKYTH OyTH BigHOCHO HeBenuki ¢parmentu JIHK,
KoMIuieMeHTapHi Tid mociigoBHocti JJHK, mo anamizyerscs. Po3mip 30H11B MOKe BapiroBaTH Bif
90-100 Tuc. m.H. 10 NEKUTbKOX MIIBLHOHIB M.H., TOMY B SKOCTI MIIIEHI MOXYTh OYTH HE TiTbKU

OKpeMi XpOMOCOMHI JUIHKH, aJie i ycs XpoMocoMa.
chr3 -

Pucynox 12. Kaptuna riopuau3arnii 3
JoKyccrenupiaHIM 30a10MLSIBCR/ABLDualcolor,
DualFusion

Ils HOBa MeETOAWMKA JOCHIKEHHS KapiOTUIY Ja€
MOXJIMBICT 00’ €EKTUBHO OIIIHUTH PO3MIPH KJIOHY KIITHH,
SIKI HECYTh XPOMOCOMHY a0epallito, OCKIJILKH JIJI1 BUBUCHHS
CTalOTh JOCTYIHI KJIITHHHI TOMyJAIii BuutoMy. Meton
¢uyopecuentaoi  insitu  riopuwmmsanii  (FISH)  Oys
pO3po0IIeHUH I BUSBICHHS KOHKpeTHUX nociinoBHocTer JJHK GesnocepesHb0 Ha MIUTONOTIYHUX

1(9;22)

npenaparax. BiH 103BoiMB mepeiiTM Big BHUBYEHHS MOpQOIOrii XpoMocoM 0 aHami3zy
nociigoBHocreld JIHK.

FISH € crannaprom B IiarHOCTHIII MiKpOJENeliii, OCKUIbKH JaHi MOPYIIEHHS B OLIBIIOCTI
BUIIQ/IKiB HE MOYKHA BUSBUTH 32 JIOTIOMOTOI0 TPAAULIHHOT TUTOT€HETHKH.

Mikpoaeneniiini CHHIPOMH - 1€ TEHETHYHI NOPYIIEHHS pO3BUTKY, IOB'A3aHI 3
HEBEJIMKUMHU XPOMOCOMHHUMH JENICIIsIMH, IO 3a4iNaloTh OJUH a00 KiJTbKa T'eHiB.

Metoa TakoX T03BOJSiE BUABMTH JAeJelii, iHBepcii, TpaHCIOKaii, AyIUIiKamii, Ta iHmi
ckiaaHi mepeOymoBu. J[Bo- 1 TphOX KombopoBa  ¢uiyopecleHTHa riOpuamsanis INSitu -
3aCTOCYBaHHs ()JIyOpPECEHTHHX OapBHHKIB (poJaMiH — YepBOHUI KOJIip, (iryopeceir i30TiomiaHar
— 3CJIEHWH KOJIpP) — BUKOPHCTOBYEThCS Ui OONIKY CHMETPUYHHUX XPOMOCOMHHUX aOeparil,
TIarHOCTHKY aHEYIUIOiii B iHTep(da3HUX siapax.

Ilopisuanvna zenomna 2iopuousayins (CGH)

ko KUBI KJIITUHH HEIOCTYMHI a00 BOHM HE JIIATHCS B KYJIBTYpPi, TOMI XPOMOCOMHHUU
aHaII3 MPOBECTH HEMOJKJIMBO, IO HEPIAKO TPAIUISETHCA B OHKOIIUTOTEHETWYHINA TpakTuii. JIjis
TaKMX CUTYalliil BiJHOCHO HEIABHO 3apPOTNIOHOBAHUI albTePHATHBHUM MiAXiJ, HE 3aCHOBAHUI Ha
BUKOPHUCTaHHI MeTa(a3sHUX XpPOMOCOM MYXJHHHUX KIITHH. 3amnporiOHOBAaHMM MeTon -
nopiBHsiJIbHA reHoMHa riopuau3anis (CGH), BusBisie npodink 3MiH KiTBKOCTI KOMii KOXHOTO
Jokycy (BTpata XpomocoM, nenemii, iHcepuidd, amrutidikamii) B 3pa3Ky MyXJIMHHOI TKaHWHH 1
J03BOJISIE  KapTUPYBAaTH Il 3MIHM Ha HOPMaJlbHUX MeTada3sHUX XpOMOCOMax, TOOTO METOx
3aCHOBAaHWI Ha TiOpuau3arii in Situ qudepeHmiino MideHHX 3pa3kiB ToTanbHOI myxiuHHOI JJHK
namienTa i pedepercHoi JJHK 3mopoBoiocobu.

OTxe, iICHYI0Yl MOJICKYJISIPHO-ITMTOTCHETUYHI T1IXOU 1 METOU B KJIIHIYHINA ITUTOTCHETHII
BHUPIIIYIOTh TMpoOJieMy TO4YHOI ineHTUu(IKaIii Oyab-SIKUX BapiaHTIB XPOMOCOMHHUX IOPYIICHB,



JO03BOJISIIOTh TTOCTABUTH TOYHWUH TEHETHYHUH [iarHO3 3 BHSBICHHSAM KOHKPETHOI MPUYHMHH
3aXBOPIOBAaHHS, IO HAJ3BMYalHO BAXKJIMBO JUIA YXBAJCHHS IPABHIBHOTO pIMICHHA TIpH
JI0MIOJIOTOBOMY OOCTEXEHHI IJI0JTY, @ TAKOXK MPH MEIUKO-TEeHETUYHOMY KOHCYJIbTYBAaHHI poOaHIa
Ta wieHiB foro poxuHu. TakuM YMHOM, Cy4acHI T€HETHYHI TEXHOJIOTIi J03BOJISIOTH MPOBECTH
KOMIUIEKCHE  Au(epeHliiHO-I1arHOCTUYHEOOCTeKEeHHS,  fKe  Imepadadae  3aCcTOCYBaHHS
CTaHJApTHOTO  XPOMOCOMHOTO  aHali3y, MOJEKYISIPHO-IIUTOI€HETHYHOTOTa  MOJIEKYJISPHO-
T€HETUYHOTO METO/IIB.

BuxopucToByeThCsl B OHKOTeHETHIlI. PalioHu memnerii BMIlllyI0Th T€HU-CYIIPECOPH, a palioHU
amrutipikarii — OHKOTEeHH.

JIHK-oiaznocmuxa. O6'ext nocmimkenns (JIHK) 3anuimaerscss mpakTHYHO HE3MiHHOIO
IPOTSTOM JKUTTSI OpraHi3My, MOYMHAIOUM 31 CTajii 3aruliAHEHHS SHIEKIITHHH, 1 1€ JO03BOJIsIE
IPOBOJUTH JOCTIJDKeHH Ha Oynb-AKiil cramii po3BUTKY oprasizmy. 3a npomomororo JIHK-
J1arHOCTUKY MOKHA BUPIIIUTHA HACTYITHI 3aBJIaHHS:

- TATBEP/KECHHS KITHIYHOTO JiarHo3y abo audepeHItiiiia JiarHOCTUKA B TAIIEHTA,

- IpecUMNTOMAaTH4YHA JIarHOCTHUKA - KOJM KITIHIYHI O3HAKM 3aXBOPIOBAHHS 3 Mi3HIM
ne0I0TOM  BIiJICYTHI, JO3BOJISIE 3MIMCHUTH TPEBEHTHBHE JiKyBaHHA (XxBopoOa BinbcoHa-
KonoBasiosa).

- mpenatambHa miarHoctuka 3a JIHK maigHoro marepiany (BOopcMHH XOpioHa, KIITHHH
aMHIOTUYHOI PIiJMHH, KPOB IUIOJA), sKa J03BOJSE IONMEPEAUTH HAPOKCHHS XBOPUX [IiTEH 13
TSOKKUMHU CTIQJIKOBUMHU 3aXBOPIOBAHHIMH 1 JTO3BOJISIE CIMT, SIka Ma€ XBOPY TUTHHY 31 CIIAJIKOBUM
3aXBOPIOBAHHSIM, HAPOJIUTH 3[JOPOBY AUTHHY.

- mpeiMIuiaHTarlifina giarnoctuka 3a JIHK siinexmiTiaM, ska ApoOUTHCS, 3aruTiaHeHol in
vitro;

- BM3HAYCHHS HOCIMCTBA YIIIKOJKEHOTO I'eHa JUISl J)KIHOK y BHITAKY X-34EIJICHUX XBOPOO.

Mamepian. y moCTHaTaJILHOMY MEpIOAl — SAPOBMICHI KIITHHH KPOBi; IJIsS JOTMOJOTOBOT

JIarHOCTHKHU — KJIITUHU BOPCHUH XOpiOHA, aMHIOTUYHA PIIMHA, KPOB TIJIO/A.
Memoou:TipsiMi Ta HETPSIMI.

IIpsmi memoou TPYHTYIOThCS Ha TIOIIYKY MYTallii, sKi TpU3BOAATH 10 XBopoou. BoHu €
TOYHUMH, MOXYTh OyTH BHKOPHUCTaHI ISl MATBEP/UKEHHS KJIIHIYHOTO J1arHO3Yy, ISl MPOTHO3Y
nepediry 3axBoproBanHs. [limeTonu € iHGopMaTUBHUMH B CiM'sIX 0e3 mMpoOaHaa, OCKUTBKY aHali3
MyTaIii MOXIJIMBHH y OaThKiB XBOpoi JUTHHH. HemocTaTkoM AaHOTO MiAXOAY € CKJIQJHICTh
MOIIYKY MAaTOJOTIYHUX MYyTalild, OCOOJIIMBO Y BETUKUX FCHAX.

Henpsimi memoou TpyHTYIOTBCS Ha aHaji3l 3YEIUICHHMX 13 TATOJOTIYHUM T'E€HOM
nomimMopaEX MapkepiB. IleBHumu ymoBamu st mpoBeaeHHst Hempsimoi JIHK-miarnoctukm €
BIICBHEHICTh Yy KIIHIYHOMY JiarHo3i, BiJICYTHICTh T€HETHYHOI TE€TEPOTreHHOCTI Ta JOCTYIHICTh
HEoOX1THHUX YJIeHIB CiM'T mpobaHa.

Eramnu:

1.Orpumanns JIHK-3paskis: Buminenns yciei JJHK (roransHoi a6o renomuoi). J[kepemom
JTHK moxyTh OyTH netikorut nepudepudnoi kposi (1 mi), xopion (20-40Mr), KyabTypa KIiTHH
(5-10mr), iHKOIHM HOCTaTHLO 1 Kparuti KpoBi, 3imKkpe0y OYKaIbHOIO EMiTeio.

2. HakonmwuenHs BU3HAUY€HHUX (parMeHTIB 3a JOMOMOTOI0 MOJIMEpa3HOi JIaHIIOTOBOT
peakmii (ITJIP) - meron ammiidikartii (posmuoxkenns) JHK, y kigpkocTi, sika B MIiIBHOH pa3
MEePEBUIyE BHUXIAHY. Y BIUIMOBIIHIM HYKJICOTHUIHIA TMOCTIAOBHOCTI KIHIIB JUISHKH, sKa



JOCIIKYETHCS, CHHTE3YIOTHCS JIBa OJIITOHYKIUIHUX MpaiimMepa (3atpaBku), noBxuHoi0 20 - 30map
HykiaeotuaiB. [Ipomec amrmidikamii mukmivanii. KoxxHuii 1iuki BriItoyae 3 CTafii: TemmeparypHa
nenarypamis JIHK (posmomin JIHK Ha 1Ba naHmroru), OpUEIHAHHS —MpaiiMepin 1o
KOMIUIEMEHTAPHUX TIOCTIIOBHOCTEH OJHOJAHIJIOTOBUX MOJIEKYJ, CHHTE3 MOJIHYKICOTHIHUX
JAHITIOTIB HAa OJHOJIAHIJIOTOBHX MOJIEKyJaX y MeXax NpUEIHAHUX MpaiiMepiB 3a JIOMOMOTOI0
noJriMepasu.

3. Pectpukuis JAHK na ¢parmentu. Po3puB asomanmioroBux JIHK 3a gomomororo
PECTPHKTa3 Yy MeXaxX BU3HAUCHUX IS KOKHOTO ()parMeHTy TMOCHIJOBHOCTEN 4 map HYKICOTHIB.

4. Enextpodope3 ¢parmentiB JJHK. Pparmentn JAHK pyxatorecs B rem min Ji€ro
MOCTIHHOTO EeNEKTPUYHOTO CTPYMY BiJl HETaTUBHOIO IOJIOCY J0 MO3UTUBHOTO. IIIBHIKICTE pyxy
(GparMeHTiB 3aJeKUTh Bil HOro po3MipiB — YMM OiJIbIIa MOJIEKYJISIpHA Maca, TUM MOBUIBHIIIE BiH
pyxaerbcst. Koxumit ¢parment JHK 3aiimae BH3HaueHe MOJOXKEHHS y BUIJISAL JUCKPETHOL
MOJIOCKH B KOHKPETHOMY Micii. JJoBXKUHY KOKHOTO (pparMeHTy BU3HAUYAIOTh MIJISXOM IOPIBHSIHHS
MPOMIeHOT (hparMeHTOM BiJICTaHi 3 BIJICTAaHHIO, SIKY TPOUIIIOB cTaHAapTHUM 3pa3ok JIHK.

5. Bizyamizanis 1 inentudikamis pparmentis JIHK. 3 meToro Bizyamizaiii reixp 00poOIsSIOTh
opominom etimig. [lpu ymapTpadioneToBoMy ONMpPOMIHEHHI MOBEPXHS T'elsl CBITHTHCS B YEPBOHIM
TUJISTHIT CTICKTDY.

CyuacHi wMeroau JIHK-miarHOCTHMKHM:  calT-cipsSMOBaHM  MyTareHe3, TEXHOJOTIsS
pexombOinantaux JIHK, Southerror.

1. Auaniz nonimopghizmy Ooexcun pecmpuryiunux ¢paemenmis. Y wmonekynax JIHK
BIIKPUTO SIBUILEC TaK 3BAHOTOPECMPUKYIUIHO2O NOAIMOP@i3m),TIOB'SI3aHOTO 3 MYTAIliIsIMA B calTax
BITI3HABaHHS JJIS TEBHOI PECTpHUKTa3W. Ype3yinbTaTi ¢hepMeHT HemiezmaTtHuid pospizatu JIHK. 3a
HasgBHOCTI cnerudiuaux JIHK-30HmIB 13 pamioHYKIIZHOO MITKOKO 1 PECTPUKTa3 MOXKHA
MpoaHalli3yBaTH MOCIiI0BHICTh HyKIeoTHaiB y JIHK.

2. Auaniz nonimopghizmy mixpocamenimuux nociaiooenocmeu. Y 1985 p. E. JIxedpus
BcTaHOBHMB isareHiB moJiekynu JIHK omHy ocoOmuBiCTh, YHIKaNbHY Uil KOXHOI JroguHu. Ha
OCHOB1 MIHICATENITy 1HTPOHHOIMOCIIIOBHOCTI Miorio0iny BiH ctBopuB 30HA [IHK, mo BmizHae
rinepBapiadensbHy/IHK. JIHK Butsararmots i3 mpoOu i 3a IOMOMOIOI0 PECTPHKTa3 po3pi3aloTh Ha
BIZIpI3KM, a TOTIM IACHTH(IKYIOTh PaTiOHYKIITHUMUA MapKepaMu (30HIaMH), L0 chenudiqHo
npueanyoTbes 10 BinpizkiBIHK. Lli Biapi3ku MOTIM BUAUIAIOTH 1 MEPEHOCITh HA PEHTTEHIBCHKY
wiiBky. KapTuHa a7 KOXHOTO BHIIAQAKY CTPOrO crenudiyHa i1 Jae MOXIMBICTh IPOBECTH
"reHeTUYHY JAKTUJIOCKOMIi0", IO BUKOPUCTOBYETHCS B CYJOBO-MEIWYHIA MPAKTHIN, IS
JTIarHOCTHKH  CIAJIKOBUX  3aXBOPIOBaHb, 110 BKJIIOYAE TEPEBIPKY MalOyTHIX  OaThbKiB,
HOBOHAPODKEHUX JITEH, 3apOJKIB B yTpoOi1 MaTepl Ha HASIBHICTh, HAMPHUKIIAJ, M S30BOi qTuCTpodii
Jromena, kicto3Horo ¢iopo3y i T.1.

3. Pecmpuxyitinuti ananiz /{HK n0o3BOJII€E BCTAHOBIIIOBATH PO3XOKEHHS B OKPEMHUX Tapax
HYKJICOTH/IIB, [0 BAKJIMBO NPHU MIATBEPIKEHHI IiarHO3y CEpPIonoIiOHOKIITHHHOT aHeMii (3amiHa
AT na TA). BcraHoBieno, 1o 3aMiHa BifOYBa€TbCs B T'€HI, 10 KOAYEP-TAHIFOT TeMOTIO0iHY
JIONWHM, Yy calTi, yymmBoMy 10 pectpukrtazu Ddel. ®parmentn JIHK, otpumani mpwu
PECTPHKIIIfHOMY aHalli3l B 3/I0POBOI 1 XBOPOi JIOAMHNA MOKHA MOPIBHATH 32 JOIOMOTOI0 METOIY
ciopuousayii 3a Cayzepnom, BuxkopuctoBytoun sk 3oHn JIHK ren [ - remornmoGiny 3
PamiOHYKIIITHOO MITKOIO. [{luM MeTo0M MOKHA BU3HAYUTH HASBHICTH MYTAaHTHOTO T€HA B T€HOMI



eMOpioHa 3a JIeKiIbKa MICAIIB A0 HapoukeHHs. s 1mboro HEOOXigHO KYJIBTHBYBATH KIIITHHH,
OTPUMaHI MPY aMHIOIIEHTE31.

4. SSCP(Single Strand Conformation Polymorphismyeton ananizy koHdopMariiiiHoro
nomimopdizmy onnomnanirororoi JJHK — peecrpartist BinMiHHOCTEH €1eKTPpOGOPETHIHOT PYyXITUBOCTI
onnonanmoroux JIHK, oqHakoBUX 3a BEMMUMHOIO, aJie Pi3HUX BHACIIIOK HYKJICOTHIHHX 3aMiH Yy
MPOCTOPOBiM oOpranizamii MoJeKyaH. BUKOpUCTOBYEThCS IS BUSBICHHS TOYKOBUX MYTAIlii.
@parment JIHK po3mipom Bix 30010 800HYKI€OTHAHUX TIAD.

5. HA (Heteroduplex Analysis) —B amruridikamiidHiii cymin mopsia 3 TOMOAYILICKCAMH,
PEECTPYIOTHCS FeTEPOAYIUIEKCH MK HOpMaIbHUM 1 MyTaHTHUM JaHIrorom /IHK. I'ereponymiekcHi
MOJICKYJIH 32 €JIEKTPO(OPETHUHOIO PYXJIMBICTIO BiAPI3HSAIOTHCS BiJl TOMOJYIIJIEKCHUX BHACIIJOK
KOH(pOpMaLiiHUX OCOOIMBOCTEH Yy MICLSAX HECHIBHaJaHHS HYKJICOTHAIB. BHKOPUCTOBYIOTH ISt
BUSIBJICHHS MYTallill, 10 3HAXOAATHCS Y TeTEPO3UTOTHOMY CTaHi, a TAKOXK 1HCEpIiil 1 Jenerii.

6. DGGE — nenarypyrouunii rpagieHTHHIA renb-snextpodopes. JHK-aymieken nignaotses
Mirpariii B resi 3 rpajiieHTOM JICHaTYPYIOUHUX YMOB.

7.CCM (Chemical cleavage of mismatch)meton riopumusanii midenoi JJHK-npoou 3
Ti€l0, IO TOCHIKYEThCS. MyTallii BUSBIISIOTH 32 JOIMIOMOTOI0 XIMiYHOTO POIICTICHHS HECTIapEeHUX
OCHOB TIpH JI0J]aBaHHI TeTpaxiopunay amoHis. Llum meromom Ttecrytothest JJTHK posmipom mo 1
THUCSIYI TTap HYKJICOTH/IIB.

I'pyna 3axBopioBaHb, T'€HH SKHX JIOKaJdi30BaHi, aje IOKM IO He iAeHTU(IKOBaHi, €
HaWOUIBII AMHAMIYHOIO. BChoro B KaTanmo3i CmaJkoBUX 3axBoproBaHb Mak-Ketocuka Oinmbiie 10
300 3anuciB. Ha panuii wac JIHK-miarHoctuka 3ampoBamxeHa mnpuOmm3no st 1000 xBopoO.
Pyrunna JIHK-niaraoctuka 385xBopo6 mpoBoauthes B 280madoparopisx 3axignoi €sponu. OqHa
naboparopist aiarHoctye 10-12xBopo6. Opniel maboparopii moctatabo a1t obcimyroByBannas 300
ciMeli Ha piK.

B VYkpaini giarHocTHKa CIagKOBUX XBOPOO MPOBOAMTHCS B I[HCTUTYTI MONEKYISIPHOI
oiomorii 1 renetnkn HAH VYkpainu, YkpaiHChbKkOMY HayKOBOMY IIEHTpl MeauuyHoi renetnkun AMH
VYkpaian, [acturyti [TAI' AMH VYkpaian, KuiBchkiii MeauuHiil akagemii MiCIsIUIIIIOMHOI OCBITH
nikapiB Ta nmposizopis im. I1.JI. Illynuxka.

bioximiuni memoou — KOMIUIEKCIOCHTIKEHb, SKI JO3BOJISIOTH BUSBUTH PI3HOMAaHITHI
MOPYIIECHHSI 0OMIHY pe4OBHH. BOHU BKIIIOYAIOTH!

a) JOCIIIKEHHS TICPBUHHOTO CH3UMOIIATHYHOTO 1e(DeKTY;

0) po3mi3HaBaHHS XBOPHX CEPEJ BEIMKHX IOMYJIAIiil i BUABICHHS HOCIIB MAaTOJOTIYHHX
TeHIB 13 BHUKOPHUCTAaHHSAM CKPHHYIOUHMX TMporpaM, JalOThb MOKJIUBICTh TEPEBIPATH  YCIX
HOBOHAPOKECHUX HA HASIBHICTD JIEIKUX T€HETUIHUX e(DEKTIB HAa JOKIIHIYHOMY €Tarll.

CKpuHIHT MOXe OyTH cerexmusHum (Cepea TPYMH PU3MKY - "MpocitoBaHHs") abo Macosum
(oOcTerkeHHST yCiX HOBOHAPOKEHHMX 3 METOI0 PAHHBOTO BHUSBJICHHS Ha JOKIIHIYHIA cTajii
3aXBOPIOBaHHS, SIKE€ MOYKHA JTIKYBaTH).

Emanu ckpuniney:

3. MIEPBUHHUM CKPUHIHT - BHUSBIICHHS XBOPHX 3a JIOMOMOTOIO TPOCTUX O10XIMIYHHX
TECTIB;



4. YTOUHEHHS JiarHo3y - iAeHTUdIKalis XBOpUX 13 3aCTOCYBAaHHSIM TOYHHUX
6ioximMiuaux mMetoaiB gocmimkents (TMC, razopiguanaa xpoMmaTtorpadis Ta iHIL.).
Tloxazanus 00 cenekmusHoO20 CKpUHIH2Y:

6) 3aTpMMKa ICHXOMOTOPHOTO PO3BUTKY IiTel (PO3yMOBa BiJCTANICTh Y CTAPIIOMY Billi);

7) HEBPOJIOTiYHI MOpYyIICHHS (CYIOMH, 3HIKECHHS TOHYCY, CIIACTHYHI Tape3u);

8) aucmenTHyHi  SBHINA,  HENEPEHOCUMICTH  OKPEMHUX  MPOAYKTIB,  MOPYIICHHS
BUTOJIOBYBaHHS,

9) 3arpumKa i HOpyHIeHHS (i3UNYHOTO PO3BHUTKY;

10) karapaxTa, MOPYIIEHHS CIIyXY, 30Dy, cremudiuHuil KOip i 3amax cedi, MIKipHi MPOsBH.

Mo>KyTb 3aCTOCOBYBATHCS SIKICHI Ta HAMMBKUIbKICHI METO/IH.

Jlesaxi ckpunine-mecmu.

Ilpob6a ceui na 6inok i3 cynbgocaniyunosoro kuciomoro. Ha teMHomy (oHi po3risgaroTh
B3ipellb, MyTHICTh OL[IHIOIOTH Y +.

Ilpoba @eninea HaankanTOHYpiO, (QEHUIKETOHYpIto, ricTuauHeMioo. [lo cedi A0AarOTh
3amiza xsiopua. HasBHICTH cHHBO-3eleHOr0 abo cipo-3eneHoro 3a0apBiIEHHICBIIYUTH IO
MO3UTUBHUHN pe3ynbTar mpodu (piBenb peninananiny 0,15r/m abo 16 mr%. JliarHocTika MOXKIHBA
3 2-T0 MICSIIS XKUTTA AUTUHU. |11 1IarHOCTUKHM B HOBOHAPOJKEHUX 3aCTOCOBY€EThCS TecT ['aTpi.

Ilpoba na xemownosimina. J1o cedi 10Aa0Th PO3YMH HATPIIO HITPOMPYCHIY 1 iKWl HATp, a
MOTIM KPUKaHY OITOBY KHUCIIOTY 1 BU3HAYAIOTh KOJip. Peakilis MO3UTUBHA, SIKIIO IICIs 10aBaHHS
OLTOBOI KUCIIOTH PO3YMH 30epirae BUIIHEBO-UYEPBOHE 3a0apBiicHHs (MO3UTHBHOIOBBAXKAIOTH MPOOY
i mpu caabo-poxkeBoMy 3abapBiieHHI). 3aCTOCOBYETHCS JUIS JIarHOCTHKH ITYKPOBOTO Iia0eTy,
HUPKOBOTO J11a0eTy, TIKOT€HOTUPEOTOKCUKO3Y, akpomeralii. OLiHIOTh y +.

Ilpoba 3  yemunmpumemunamonisopomioom  (L{TAB)  wa  enikozaminoenikanu
(myxononicaxapuou). Peaktus: poszuun LITAB y IMuutpatHomyoydepi; pH 5,75/ oceui qoaaroTh
po3uun L[TADB 1 cnocrepiratots yrBopeHHsnpenumitamii Brpoaosk 30 xB. [IlmactiBuactuii ocan
CIIOCTEPIraeThCs y XBOpUX 13 cuHapoMamu I 'ypiepa, Xantepa, MapdaHna, peBMaToi THUMAPTPUTOM
11H.

Tecm i3 monyiounoeum cunim Ha 2nikozaminoanikanu (myxononicaxapuou). PeakTus:
PO3YUH TOJYiTUHOBOTOCHHBOTO B ONTOBIM KHCIOTI, eTaHon 95%. TonmyinuHoBUiiCHHIN pearye 3
KUCJIMMHM  TJIIKO3aMIHOTJIIKAHAMU SIK KaTIOHOBUH OapBHUK, YTBOPIOIOYH CTIHKY IypPHypOBY
Ka0JIyuky Ha 6J1TakuTHOMY(OH.

Hoo-azuona npoba na yucmun. JIo cedi, BUCyIIeHoi Ha QibTpyBaIbHOMY Mamepi, 101al0Th
HoA-a3uHUN PEaKTUB 1 CIIOCTEPITAIOTh 32 BUIIBITAHHIM TEMHO-KOPUYHEBOTO 3a0apBlIeHHs. SKIIo
BUIBITAaHHS BiJOYBA€TbCA MPOTATOM 5 XB., Y 3pa3Ky MICTHTbCA IIMCTUH a00 TOMOLUCTHH Y
MiIBUIIICHUX KOHIICHTPAITisX.

Ilpo6ba Cenisanosa (na @pykmo3sy). Pe30puuH pO3YMHSIOTH y KOHIICHTPOBAHIM COJISHIH
KHUCJIOTI, MiJIrpiBaloTh Ha BOAAHIM OaHi. 3a HaAsABHOCTI (PYKTO3M CHOCTEPIraeThCsl IHTEHCHBHE
YepBOHE 3a0apBIICHHS.

IIpoba na eanakmo3y i nakmo3y. JIo cedl NOAAIOTh KOHLIEHTPOBAaHMH pPO3UMH aMiaky 1
NaOH. HarpiBaioTh 10 KHUIiHHS, OABa SICKPaBO-)KOBTOTO 3a0apBICHHS CBIIYHUTDH MPO MO3UTUBHY
pooy.



Ilpoba na nopdgipito. TlpoOy mpoBOAATH 13 cedero abo (dekamisiMu, 0 SKUX JT0Jal0Th
aMIJIOBUH CIUPT, KPUXKAHY OITOBY KUCIOTY W edip y piBHHX KiIbKOocTsxX. [losiBa maiamMmaHTOBO-
poxeBoi ¢uryopecueHii B Y @-npoMeHsX JOBOAUTH HAsIBHICTh OPQipUHY.

Hasanmaoicyeanvui npodu - BUKOPHCTOBYIOTHCS JUISI BU3HAYEHHS T'€TEPO3MTOTHOCTI IPH
dbeninkenoypii (OPKYVY), ramakrosemii, xBopo0di Tes-Cakca ta iH. Y HOpMi BMicT ¢eHinananiny (DA)
B wiasmi kpoBi 0,04 r/n (4 mr%). ¥ xsopux Ha ®KVY - 0,4-0,61/n1 (40-60 Mr%), Busnauenus
reTepO3UrOTHOTOHOCIHCTBA MPOBOJATH TaK: BBOJSATH BHYTPIIIHROBEHHO (DEHINTAaHIH 1 BU3HAYAIOThH
Horo piBeHb y IUIa3Mi KPOBI yepe3 MEeBHI MPOMDKKHU 4acy. SIkio iroanHa romo3urota (AA) i He
Hece rena @KV, To yepe3 4 roauHU BiJ MOYATKYAOCTIKEHHS piBeHb DA B KpOBI MPUXOIUTH JI0
HOpPMH. Y TETEpO3UroT, M0 HecyTh T'eH a (Aa), piBenb PA Oyae miaBUINEeHUH 1 yepe3 4 roIUHU
TICIIS TOYATKY JTOCITIIPKSHHS.

Ilonynayiiino-cmamucmuyHuii MenmoOBUBUCHHS CTIaJIKOBOCTI JO3BOJISIE€ BUSBUTHU. YaCTOTY
PI3HOMAaHITHUX TEHOTHUITIB Y JIaHIM MOMYJIALIi; CITaJIKOB1 3aXBOPIOBAHHS, 1110 3yCTPIUalOThCS B HiM 1
iX YacTOTy; CIIBBIIHOIIEHHS TOMO- 1 TE€TEPO3UTOT. AHAJI3 TOYMHAETHCS 3 BHOIpKH 0OCIO 13
MOMYJIALI, TTOTIM BCTAaHOBIIOETHCS YACTOTA TOSIBU JTOCHIKYBAaHUX(DEHOTUITOBUX O3HAK 1 YacTOTa
3yCTPIYaEMOCTI T€HIB, MO0 KOHTPOJIOIOTH JaHI O3HaKW. B OCHOBY MOMYJSIIHHO-CTATUCTUYHOTO
METOAY B35TO 3aKOH Xap.i-BaitHOepra, SKuii 103BOJISIE BU3HAYUTH YACTOTY MOSBU Pi3HOMaHITHUX
TCHOTHIIIB y MOMYJIALIT, 110 BUTBHO CXPEILIYIOThCS, SIKIIO B Hil HEe BiIOYBA€ThCS NPUPOIHUI 100ip.

Memoo moodenrweannsn. MonenroBaHHs CIAAKOBOI ©Aarojorii MO’KHA 3IMCHUTH Ha
MOJICKYJISIPHOMY, KJIITHHHOMY I opraHisMeHHOMYpiBH:AX. CaIKOBY MaTOJIOTII0 JIIOIMHU BUBYAIOTh
Ha MoJenax OakTepiil, iHOpeIHUX, MYTaHTHUX 1 TpaHCT€HHHMX JiHiAX TBapuH. [Ipu 1pomy s
BUBYEHHS 0COOJIMBOCTEN nepeliry i JIiKyBaHHs 3aXBOPIOBAHHS B JIIOAMHU BUKOPUCTOBYIOTH 1HIIMNA
00'eKT, 0 Mae MOAIOHICTH 13 MEpIIMM 3a PsIOM O3HaK. Hampukian, y JIOAMHU 3yCTpidaeTbes
3aXBOPIOBAHHS TajakTO3eMisl, a B OaKTepiil TPyMu KUIIKOBOI MAJIWYKH - HEAKTUBHICTh (DEPMEHTY
raiakTo30-1-hocdar-ypunun-tpancdepasmu.

Ha TBapuHax (MwiIi, MairOKu, XOM'SIKH, TBIHEHCHKI CBHHKH) YCITIIITHO MOJICITIOIOTH CIaIKOBI
aHOMaJTii, TMOB'SA3aHI 3 TEHHUMU MYTAIisIMA - M'SI30BY AHUCTPOdil0, MIrMEHTHY JereHepallito
CiTKiBKH, TeMoistito, IIyKpoBuii AiabeT i iH. Ha iHOpeaaux (10 MaroTh OJHAKOBUI T€HOTHII) JIHISAX
TBapUH JIETKO BCTAHOBHUTH POJIb TCHOTHUITY 1 30BHIIITHBOTO CEPEOBUINA Y BUHUKHEHHI IIJIOTO PSITY
3aXBOPIOBaHb, BUBUNUTH T€HETHYHY CXWJIBHICTh J0 MOSBU MYXJIMH, TSKKICTh Mepediry mMpoMeHeBO1
XBOPOOH.

Tpamnce€uni TBapWUHM HECYTh UYYKOPITHI T'€HHU, BBEIEHI METOJOM TE€HETHYHOI 1HXKEHepii.
Bouu € monemsimu TOoro abo IiHIIOTO 3aXBOPIOBAHHS, TOMY IO HECYTh T'€HH, SIKI KOHTPOJIOIOTH
BUHUKHEHHS IIbOTO 3aXBOPIOBAaHHS B JIIOAWHU. Hampukimanm, moneni Ha MUIIAX s BUBYCHHS
M's130B01 aucTpodii J{rorieHa i po3cisiHOTO CKIepo3y.

Mamemamuune mooento6anHs 1a€ MOXKIUBICTh IHTEPIPETYBATH NTapaMeTPU TeHHUX YacToOT,
CEJIEKTHBHOI 1epeBaru, a00, HaBMaKu, HECTIPUATIUBICTh OKPEMUX T€HOTHUIIIB, IIBUAKOCTI MyTaIlill i
T.1.

Cunopomonoziunuii nioxio 00 OiacHOCMUKU CchAdKoeux Xxeopo6.Jloope Bimomo, MmO B
CHAJKOBIM MaTOJOTii HE ICHY€ MaTOTHOMOHIYHUX O3HAaK. YacTilie BChOTO OJHA W Ta X O3HaKa
3YCTPIYaETHCS MPU Pi3HUX CUHApPOMaxX. Tak, CHHIPOMHU MOXHA PO3IUIUTH 32 O3HAKAMHU:



2. Picr, T1inoOynoBa: a) acumerpis TyinyOa, oOnMuus Ta KIHI[IBOK, 0) Makpocomis,
BUIIEPEKEHHS (PI3MUHOTO PO3BUTKY; B) PICT BUCOKHIA, T) PICT HU3BKHIA;
2. OOauuuyst: a) Tyba TOHKA BEpXHs, 0) TyOH TOBCTI; B) 00IMYYsT OKPYIJIC; I') OOIUTUS

CIUIOIIEHE 1 T.1I.

Tak, moCTymoBO BiJ O3HAaKU JO O3HAKH, 3BYXKYETHCS KOJO TOIIYKY TOTO YH IHIIOTO
CUHIPOMY.

5.3.Konmponvhni numanns:
1. Kniniko-reHeanoriyHuil anami3 crnaakoBoi narosorii. OCHOBHI 3a/1a4i, MOKa3M JJIs IPOBEICHHS.

2. Metoauka ckiagaHHs pPoJIOBOAY, MOPSAAOK 300py reHeanoriyHoi iHopmartii, 0co6auBOCTI 300py
AHAMHECTHYHHX JaHUX.

3. [luToreHeTHYHI METOIH TOCIIIKCHHS.

4. MeTtoj BU3HAUEHHS CTATEBOr0 XpoMaTuHy. BusHauenHs Y-xpomocomu. Excripec - giarHocTuka
CcTari.

5. bioximiuHi Ta MOJIEKYJISPHO-TEHETUYHI METOIH TOCIIiKCHHS.
6. CkpuHYyIOUi IPOrpamH.
7. CydacHi MOJIEKYJISIpPHO-TEHETHYHI METO/IU JIarHOCTUKH CIIaIKOBOI IMAaTOJIOT .

8. biimznrokoBuii Metoa. KoedimieHT ycnaakyBaHHs.

5.4.3axknwounuit eman:

OLIHIOETBCA ~ TOTOYHA  JISUTBHICTH  KOXKHOTO — CTYACHTa  YIOPOJOBX  3aHATTS,
CTaHIAPTU30BAHWW  KIHIEBHM  KOHTPOJb, TMPOBOJIUTHCS  aHaNI3  YCHIITHOCTI  CTYJICHTIB,
OTOJIONTYETHCS] OIIHKA MJISUTBHOCTI KOXXKHOTO CTY/ACHTA 1 BHUCTABJISETHCA Y JKypHAI OOJIKY
BIIBIAYBaHb 1 YCHINIHOCTI cTyneHTiB. CTapocTa Tpynmu OJHOYACHO 3aHOCHTH OIlIHKH Y BiJOMICTh
00JIIKy YCHIIIHOCTI 1 BiZIBiIyBaHb 3aHAThH CTY/I€HTaMH, BUKJIa1a4 3aCBIUYE iX CBOIM ITiITUCOM.

Buknagay kopoTko iH(QOpPMYye CTYIEHTIB MpPO TEMY HACTYIHOTO 3aHATTS METOJUYHI
NpUHOMH IIOAO MIATOTOBKHM J0 HBOTO, PEKOMEHIYE JITepaTypy 3a TEMOIO HACTYIHOTO 3aHATTS:
OCHOBHY Ta JOAATKOBY.

VI. MATEPIAJIN METOAUYHOT O 3ABE3IIEYEHHSA 3AHATTS:
6.1.Marepiajn KOHTPOJIIO 6a3uCcHOI (BUXITHOT0 PiBHS) MiATOTOBKH CTY/AEHTIB!

TECTOBI 3aBaHHS (J01al0THCH).
6.2.Marepiaju 1J1s1 METOAUYHOT0 3a0e3MeYeHHs OCHOBHOI'O €TaNy 3aHSATTS:

icTopii xBopoOu, Tabynili, HAOOpH aHaJ31B, JTIKAPCHKI 3aCOOH.
6.3. MaTepianu /51 3aKJI0YHOIO eTamy 3aHATTs. HaOlp TECTOBUX 3aB/IaHb, KIIHIYHHX
curyamiitaux 3anad II-111 piBHs 3acBoeHHs (M01aIOTHCS).

6.4. Marepiaaum I MeTOAUYHOr0 3a0e3NMedYeHHs] CAMOMIATOTOBKM CTY/AEHTIB.
Buknaneni y BiAMOBITHIX METOAMYHUX BKa31BKaX.



TecTn 1141 nepeBipKM MOYATKOBOI0 PiBHS MiITOTOBKH:

1. fIxi MeToM JO3BOJSIOTH JOCTOBIPHO BUZHAYUTH 3UTOTHICTH OH3HIOKIB?
A) nepmatoriipiganii, 610X iMIYHHH

b) momicuMnToMHU#, 3MilIaHa KyJabTypa JiMpOIUTIB

B) reHHoi JaKTHIOCKOIIIT, MIKIPHOTO TPACILIAHTATY

I') kapioTumyBaHHSs, KOHTPOJIb 110 MAPTHEPY

2. 'eTepo3uroramy e:

a) JIiTH XBOPOT'O ayTOCOMHO-PEIIECUBHUM 3aXBOPIOBAHHSIM

0) TOHBKU XBOPOTr0 X-34YEIICHUM PELECHBHUM 3aXBOPIOBAHHIM

B) 0aThKH XBOPOTO ayTOCOMHO-PEIIECHBHUM 3aXBOPIOBAHHSIM

T) BCI BIAMOBIII TPaBHIIbHI

1) BCI BIAMOBII HEMPABUIIbHI

3. KiiHiko-TeHeanoriunmii aHaji3 moKa3aHuid MPU HAsSBHOCTI B CIM'1:
a) MOHOTEHHOT'O 3aXBOPIOBAHHS

0) MynbTH()AKTOPIATLHOTO 3aXBOPIOBAHHS

B) OOTSDKEHOTO aKyIIePChKOTO aHAMHE3Y

I') BPOKEHUX Bajl CepIis

4. MOHO3UTOTHI OJIM3HIOKU — L€

a) OJHOCTATEeBi OMU3HIOKH; 0) pi3HOCTAaTEBl ONM3HIOKH; B) OJIM3HIOKH, SKi MalOTh OJHY 1 Ty camy
rpyny kpoBi cuctemu ABO; 1) miTe, siki pO3BHBAIOTHCS 3 OMAHIET X SHICKITITHHH, 3arlIiIHEHO]
OJTHHM CIIEPMAaTO30i0M; 1) HiTH, IO PO3BHUBAIOTHCS 3 OJHI€l SHUICKITITHHH, 3aIUIiIHEHOI JBOMA
CIIEpPMATO301JaMH.

5. JI71s1 ayTOCOMHO-PEIIECUBHOTO THITY YCIIaKYBaHHS XapaKTEPHO:
a) IBOCTOPOHHS T'€HETUYHA OOTAKECHICTh

0) BpakeHiCTh OCI0 pi3HUX cTaTei

B) HApOJDKEHHS BPAKCHUX JITEH Yy 3I0pPOBUX OATHKIB

I') HApOKEHHS XBOPHX JITCH B POAMHHUX MUTIO0AX

6. JIu3urotHi OMU3HIOKHM — IIe. a) Pi3HOCTAaTeBl ONU3HIOKH; 0) OJM3HIOKH, SKi MalOTh Pi3HY IPYITY
kpoBi cucremu ABQO; B) miTH, sIKi pO3BHBAIOTHCS 3 OMHIET SHUIEKTITHHHU, 3aIIiIHEHOI OJHHM



CIIepMaro30ioM; T) [iTH, [0 PO3BUBAIOTHCS 3 JBOX SHICKIITHH, 3alUliJHEHHX JIBOMA
criepMaTo30i1aMu MpH OAHIN BariTHOCTI.

7. JIns ayTOCOMHO-JIOMIHAHTHOTO THUITY YCIHaIKyBaHHS XapaKTepHO: a) JBOCTOPOHHS TI'CHETHYHA
OOTSKEHICTH; 0) HapOKEHHS BPaKEHUX JIITEH y 3M0POBUX 0AaThKiB; B) HAPOKCHHS XBOPHUX IiTEH
B POJMHHUX IIII00AaX; T) BCe IepepaxoBaHe HEBIPHO.

8. Jl1s1 ayTOCOMHO-OMIHAHTHOTO TUITY YCHaIKYBaHHS XapaKTEePHO:
a) OJTHOCTOPOHHS T€HETHYHA OOTSKEHICTh

0) BpaxkeHHs 0ci0 IBOX cTareit

B) HapOJDKEHHSI BPAKCHUX JITEH Y XBOPUX OAaThKiB

r) “BepTHKAIbHE” MOIIMPEHHS MATOJIOTIi B POIOBIAHIN TabIHIIi

9.dakynbTaTUBHHUNA T€TEPOXPOMATHH TPEICTABICHUI TOJOBHHUM YHHOM: @) MEPHIICHTPOMIPHUMHU
paifoHaMH aKpOLIEHTPUYHHUX XPOMOCOM, 0) TEIOMIPHUMH AUISHKAMH XPOMOCOM, B) IHAKTHBOBAHOIO
X-XpOMOCOMOIO, T) KOPOTKUMH TIICUaMH aKPOIICHTPUUHUX XPOMOCOM.

1. BkaxiTh, sKi 3 IepepaxOBaHUX 3aXBOPIOBaHb 3UEILICHI 31 CTATTIO: a) c-M KnaitH(enbTepa; 0) c-
M IllepemeBcskoro-Tepuepa; B) reModifiss; r) 1anbToHI3M; 1) ¢-M PerTa; %) XxBopobOa [layHa.

11. BkaxiTh, IpH SIKUX 3 HABEJACHUX 3aXBOPIOBAHb HEOOXIHO MPOBEACHHS CKPHHIHTY: a) XBOPOOH
Tes-Cakca; 6) ®KV; B) xBopobu Jlayna; r) Tpucomii X; 1) JCHIMHO3I, €) aJIpeHOreHITaILHOTO
CHHJIPOMY.

12. TTousTTs reHa BKiItoyae B cebe. a) IHTpOHH, 0) €K30HH, B) YACTUHY €K30HHHX JIISHOK I'CHA, T)
ninsaky JIHK, sika BigmoBimanapHa 3a cuHTe3 mouinentuay, a) aiasakd JJHK, BigmosimaasHa 3a
CHHTE3 CKJIAIHOIr'0 OlIKa.

13. MHOXWHHI TIPOSIBU T€HA, KOJU MYTaIlisi B HhOMY 3aXOIUIIOE€ B T YM 1HIIK Mipi JEKUIBKOX
O3HaK OTpUMAJIK Ha3BY. a) MEHETPAHTHOCTI 0) EKCIPECHUBHOCTI B) IUIEHOTPOIIIi T) MOTIreHil

14.Y ¢eHoTHIOBO YOJIOBIYOTO OpraHi3My MPOBEJICHO BU3HAYCHHS BMICTY CTaTE€BOTO XPOMATHHY B
sapax KIITHH CIW30BOi OOOJOHKM IIOKH. BKaxiTh mNpu SKOMY pIiBHI XpOMaTHHY MOXHA
3amigo3puTH natosoriio: a) 0%, 6) 40%,8) 15%.

15.Terepo3uroramu €:

a) JITH XBOPOT'O ayTOCOMHO-PEIIECHBHUM 3aXBOPIOBAHHSM

0) TOHBKU XBOPOTO X-34CIIJICHUM PEIECUBHUM 3aXBOPIOBAHHSIM
B) 0aThbKH XBOPOTO ayTOCOMHO-PEIIECUBHUM 3aXBOPIOBAHHSIM

r) BCi BiAMOBIII TPaBHIIbHI

1) BCI BiAMOBIII HENPaBUIIbHI

16. Bukiroune BpaxeHHs 0ci0 jKiHOUYO1 CTaTi XapaKTepHO IS

a) IOMIHAHTHOTO YCIAJKyBaHHS 3UEIUICHOTO 3 X-XPOMOCOMOIO IPH JIETAJbHOCTI B TEMI3UTOTHOMY
craHi



0) PEeLECUBHOTO YCITaAKyYBaHHS 34EIUICHOTO 3 X-XPOMOCOMOIO
B) 00M/1Ba BapiaHTH PiBHI
r) 00M/Ba BapiaHTH HEBIpHI

17.3a3HauTe, IKUMU 3 TPUBEJICHUX JIA0OPATOPHUX METOAIB MOKHA IMiJTBEPIAUTH MPHUITYIICHHS TIPO
TeTEPO3UTOTHE HOCIHCTBO TajakTo3eMii B OAThKIB XBOPOi JUTHHHU: a) IOCTIDKECHHSIM CIIEKTpa
aMIHOKHUCIIOT, 0) MOCIIDKEHHSIM BMICTYy MIKPOGJIEMEHTIBB Cedi i KPOBi, B) HAaBaHTaXyBaJbHUMHU
npobamu.

18. BkaxiTh, KU 3 HABEJACHUX HIDKYE BapiaHTIB AUICHHS KJIITHHH BiNOBIAa€ MITO3y Ta MEHO3Y:
a) B JIBOX JIOYIPHIX KJIITHHAX, SIKI YTBOPHJIUCS Ticisl AUICHHsS, o 46 XxpomocoM; 0) B 4OTHPHOX
JOYIpHIX KJITHHAX, SIKI YTBOPHINCS ITCIIS IJICHHS, IO 23 XpPOMOCOMH.

19. Busnaure, 5iKi 3 IPUBEACHUX JaHUX MOXKHA BU3HAYUTH 32 IOTIOMOTO0 POJIOBOY OJHIEICIMT: a)
THUI CHAJIKyBaHHS 3aXBOPIOBaHHS; 0) MOMIMPEHICTh I'eHA B MOIYJIALII; B) CTYIiHb IIEHETPAHTHOCTI
reHa; T) MOXKIIMBICTh YPa)KCHHS TaKOI IUTHHH.

20. Ha cnagxoBuii xapakTep HaToJorii BKa3ye: a) 30UIbILCHHS YacTOTH 3aXBOPIOBAaHHSA B CIM'1 B
MOPIBHSAHHI 3 TOMYJIALiHO; 0) 30LIbIICHHS KOHKOMAHTHOCTI Y MOHO3WUTOTHHX OJIM3HIOKIB B
MOPIBHSHHI 3 TU3UTOTHUMH, B) HAPOHKEHHS XBOPOTO B POJAMHHOMY HUTIO0I; T) BCE MepepaxoBaHe
94 B yomy cyTh aHai3y momimMopdi3My TOBKUH PECTPUKIIHHUX (PparMeHTIB?

21. BkaxiTp, AKi 3 TIepepaxOBaHUX 3aXBOPIOBaHb 34EILICHI 31 CcTaTTIO: a) ¢-M Kitaiindenbrepa; 6) c-
M IllepemeBcskoro-TepHepa; B) remModifiss; r) 1anbToHI3M; 1) ¢-M PerTa; %) XxBopoba [layHa.

22. BusHauTe, YysAKMX BHIagKaX HEOOXiTHO AOCHIDKYBaTH KaploTumnmpoOaHma: a) Tpu
HEBCTAHOBIJICHIN (HESICHIM) cTaTi AMTHHHU, 0) NMPH MHOKHHHHX KaJilTBaX y IUTHHH, B) TpHU
HasiBHOCTI I'SIThOX CIIOHTAHHUX a0OPTIB Y JKIHKH. .

23. SIxkuM 3 mepepaxoBaHMX METOJIIB BJAJIOCS BIIEpIIE IMOKA3aTH TOYHY XPOMOCOMHY JIOKaJi3allito
reHa KOJHLOPOBOI CIIMOTH: a) JOCTIKEHHIM HOPMAaJIbHOTO MOJIIMOP(hiZMy XpOMOCOM, 0) METOI0M
riopuan3aiii COMaTHYHUX KIITHH, B) MUISXOM aHalli3y pPOJOBOAY, I') METOJAaMH T€HETHYHOI
1HXKeHepil.

24. Ha oqHy HYKJIEOCOMY NMPHXOJHUTHCS: a) 3 Maph a30THCTHX OCHOB, 0) 15 map HykieoTHIIB, B)
npubnm3no 200map HyKJI€OTHIIB, I') ACKiIbKa TUCSAY Tap HYKJICOTH/IIB.

25. Slky iHdopmamio Jae OJIM3HIOKOBHI METOA? a) NpO BIAHOCHY pOJIb CHAJKOBOCTI 1
HABKOJIUIIIHBOTO CEPEIOBUINA B PO3BUTKY O3HAKH; 0) PO CTEIiHb BILIUBY TEPATOTeHHHUX (PaKTOPIB
Ha BHYTPINIHBOYTPOOHHI PO3BUTOK IUIOAA; B) MpPO CTEMiHb CIaJKOBOI JETEPMiHOBAaHOCTI
KUIbKICHUX O3HAK.

26. KiiHiKO-TeHEeaIOriYH|i  METOJ  JO03BOJIAE€. a) BCTAHOBUTH JIiarHo3, BHU3HAYaTH THII
yCHaJKyBaHHS 3aXBOPIOBAaHHS, O) BU3HAYUTU TCHOTHUIM POJWYIB TpPoOaHIA; B) BHU3HAYUTH
NCHETPAHTHICTIO MATOJIOTIYHOTO T'eHa; T) BUBYATH KJIIHIYHUI MOTIMOP(}I3M IMaTOIOTii.

27. TleHeTPaHTHICTh — II€. CTYIHb BHPAKEHOCTI O3HAKU YK XBOPOOH; 2) HMOBIPHICTH iCHYBaHHS
TCHETHUYHO I'eTePOreHHUX (HOPM CIATKOBOTO CHHIAPOMY; 3) OJIs TETEPO3UTOTHUX HOCIIB reHa, sKi
MaroTh KJIiHIYHI MPosiBH; 4) MOKA3HHUK Tepeaadi 03HaKH XBOPOIO )KIHKOIO YCIM JOHBKAM Ta CHHaM, a
XBOPUM YOJIOBIKOM — JIUIIIE€ JOHBKaM.

28. CuHIpoMOIIOTiYHUi aHawi3 - 1ie: a) aHaJIi3 TeHOTHIIa XBOPOT'0 3 METOI0 IIOCTaHOBKH J1iarHo3a; 0)

y3araJbHEHUH aHalli3 yCiX ()EHOTHIIOBUX MPOSBIB 3 METOIO BUSBJICHHS CTIHKOTO MOEIHAHHS O3HAK
JUI TIOCTAaHOBKH JilarHO3a; B) aHali3 pe3y/bTaTiB MapaKIiHIYHUX METOMIB JOCIHIDKECHHS, T)
J1arHOCTHKA 3aXBOPIOBAHHS HAa OCHOBI aHAMHECTUYHHX JIaHUX.



29. KiiHiko-reHeajaoriyHuii MEeTOx - IIe. a) CKJIAJaHHS POJOBOAY 3 HACTYITHHUM OOCTEXEHHSIM
npobana; 0) cKiIagaHHS POJOBOIY; B) MPOCIIAKOBYBaHHs Iepeaadi CHaJKOBHX O3HAK Cepen
POAMYIB OJHOTO TIOKOJIHHS, T) MPOCIIAKOBYBAaHHS IEpeAadi CHaJKOBHX O3HAK CEpel POAUYIB
XBOPOT'O B PSAAY MOKOJIiHb.

30. [Ipobany - 11e: a) XBOpHiA, IKHUI 3BEPHYBCS 110 JiKaps; 0) 30poBa JIIOIMHA, KA 3BEPHYIACA B
MEIUKO-TEHETUYHY KOHCYJIbTAIII0, B) JIFOJIMHA, SIKa BIICPIIIC MOTPAIUIA MiJ CIOCTEPEKCHHS JTIKaps;
r) IHAMUBIIYM, 3 SIKOTO MOYMHAETHCS 301p POIOBOY.

31. BkaxiTh MOJOXKEHHs, 0 XapaKTepU3yIOTh ayTOCOMHO-JOMIHAHTHHWA THIl yCHAJKyBaHHS. a)
06aTbki XBOPOI TUTHHU (PEHOTHUIIOBO 370pOBI, aje aHAJOTI4YHI 3aXBOPIOBAHHS 3YCTPIYAIOTHCS Y
cuOciB mpobaHa; 0) CHH HAaKOJIHM HE YCIAJKOBYE 3aXBOPIOBAaHHS Bij 0aTbKa; B) OJHAKOTO YacTO
3aXBOPIOBAHHSI 3yCTPIYAETHCS Y YOJIOBIKIB Ta JKIHOK, T) 3aXBOPIOBAHHS MIEPEAAETHCS Bij OATHKIB J10
JiTel B KO)KHOMY ITOKOJIiHHI.

32. BkaxiTh O3HaKH, sIKi XapakTepH3YIOTh X-34CIUICHHW JOMIHAHTHUI THUN YCNAJKyBaHHS. a)
3aXBOPIOBAaHHS, OJTHAKOBO YaTCO 3YCPIYAETHCS y JKIHOK Ta YOJOBIKiB; 0) CHHH XBOPOro OaThKa
OyIyTh 3I0pPOBi, @ TOHBKH XBOPI, 3aXBOPIOBAHHS MOKE MPOCITIIKOBYBATUCS B KOKHOMY TIOKOJTIHHI,
r) SIKIIIO XBOpa MaTH, TO HE3AJIEKHO BiJl CTaTi HMOBIPHICTh HAPOKEHHS XBOPOI JAUTHHHU JOPIBHIOE
50%.

33. Cubcu - me: a) yci poanui nmpobanga, 0) asai mpobanga, B) 0arbku mpobanaa, r) Opatd Ta
cecTpu mpobaHna.

34. BraxiTh 03HAaKH, XapaKTepHi U1 1 AP Tumy ycnaakyBaHHS: a) 3aXBOPIOBAaHHS OJHAKOBO 4acTO
3yCTPIYa€ThCs Y YOJIOBIKIB Ta *IHOK; 0) 3aXBOPIOBAHHS MPOCIIAKOBYETHCS M0 BEPTUKAII; B) JKIHKH
XBOPIIOTH YacCTiIlle 3a YOJIOBIKIB; I') OATHKH XBOPOTO 37I0POBI, /1) 0aThKi € KPOBHUMHU POJAUYAMHU.

35. BkaxiTh O03HaKH, XapakTepHi /sl X-34YCIUICHOTO PEIECUBHOTO THUIA YCIAAKyBaHHS. a)
3aXBOPIOBAHHS IPOCTEXKYETHCSA MEPEKBAHO y YOJOBIKIB; 0) y 310pOBHX OAaThKiB JITH XBODI; B)
3aXBOPIOBAaHHS MPOCIIIJKOBYEThCS B POJOBOJIAX BEPTUKAIBHO O€3 MPOIMYyCKa MOKOJiHb; T') CHHH
KIHKU-HOCIMKHU OyIyTh XBOpi 3 iMOBipHicTIO 50%.

36. Ilpm sxomy TuI ycmaaKyBaHHS 3HAYHO 4YaCTINIE XBOPI HAPOKYIOTBCS B CIM'AX 3
KOPBHOCIIOPITHCHUMHU OpakaMu: a) X-3ueIUIeHUI peleCMBHHMIA; 0) ayTOCOMHO-PEIIECUBHUM; B) X-
3YeIIIeHUI JOMIHAHTHUH.

37. Indopmartis mpo MOXOKEHHS MOJIPYXKAKS Ta iX OATHKIB 03 OAHOTO 200 OJM3HKO PO3TAIIOBAHUX
HACEJICHUX IYHKTIB Ma€ 3HAUCHHS /IS JIarHOCTHKHM 3aXBOproBaHb. a) AP; 0) X-3ueruieHux
petiecuBHUX; B) A/l 3 HEMOBHOIO MEHETPAHTHICTIO; T) IUTOIIA3MATHYHHUX YCIIaKOBAHHX.

38. BusHadyeHHsI MOHATTS IEHETPAHTHOCTI: a) CTYIiHb BHPaXEHOCTI O3HAKH abo xBopoOH, 0)
HMOBIPHICTh iCHYBaHHS T'€HETHYHO TETEPOTrCHHHX (OPM YCIIaJKOBAHOTO CHHIPOMY, B) JIOJIS
reTepPO3UTOTHUX HOCITB JOMIHAHTHOI'O I'eHa, SIKi MalOTh KJIIHIYHI ITPOSBH XBOPOOH; T') IMOBIPHICTH
nposiBy (heHOTUITY IIPU BiAMOBITHOMY T'€HOTHIII.

39. CuHOHIM TMOHATTA "HHWTOIUIa3MaTHYHA CHAAKOBICTH': a) X-34eluieHe JOMiHAHTHE
yCIagaKyBaHHs; 0) MITOXOH/piajJbHa CIIaJKOBICTh, B) XPOMOCOMHI MIKpPOJEIEIIil, T) rojJaHIpHIHE
yCIHaIKyBaHHS.



40.

XBopoOH, OOYMOBJIEHI IMTOILIA3MATHYHOIO CITAJKOBICTIO, TOB'A3aHi 3. a) MyTallisiIMH B

ayrocomax, 0) TOYKOBUMH MyTaIlisiMi, B) mytarismu B JIHK miToxoHmapiii, r) generisiMu JOBIUX

med Y-XpoMOCOMH.

41.

CryImiHb MaTOJOTIYHOIO MPOSBY MYTAaHTHUX aliejiell 3aJIe)KUTh Bifl: a) TCHOTHUITY OpraHizmy, 0)

bakTOpiB cepeloBHINA, B) MOEIHAHHS PI3HUX ICHETHYHHX Ta CEPEIOBHMINHHX (AKTOPIB, I') THUITY

MYTallii.

10.

11.

12.

13.

14.

15.

16.

17.

18.

19.

TecTH 151 KOHTPOJIIO KIHIIEBOT0 PiBHSA MiATOTOBKM:

BkaxiTh, sIK Ha3WBAE€ThCS OPTaHi3M, YacTWHA KIITUH SIKOTO MICTHUTh aHOMaJIbHHUI HaOip
XPOMOCOM: a) TPUCOMIK; 0) TPHILIOII, B) MO3aiK.

Bkaxirth, fKi 3 mepepaxoBaHHUX 3aXBOPIOBaHb MOB'S3aHI 3 MOPYIICHHSM YHCIa XPOMOCOM: a)
xBopoOa [layHa; 6) cunapom Kiaiidensrepa; B) remodisist; T) TpUCOMIS; JT) TaTbTOHI3M.
Bkaxith, siki 3 mepepaxoBaHUX 3aXBOPIOBAaHb MOB'S3aHI 3 MOPYHICHHSIM YHUCIA ayTOCOM: a)
nansTOHI3M; 0) xBopoba Jlayna; B) cumapom Ilartay; r) cumapom EnBapica; a) cuaapom
Knaitudensrepa.

SIKi BHIM XPOMOCOMHMX aHOMAJii HE 3yCTPIidalOThCS y JKHBOHAPOUKEHUX. a) TPUCOMII IO
ayTocomax; 0) TPHUCOMIT MO0 CTATEBUX XPOMOCOMAX; B) MOHOCOMIT IO ayTOCOMax; ') MOHOCOMist
10 X-XpOMOCOMI; ) HYJIiCOMist IO X-XPOMOCOMi.

SIki myramii BiZHOCATBCS /O TEHOMHUX: a) iHBepcCii, TpaHCIOKail, Aymuikaiii, xenerii; 0)
MOJIIUTOIAIT, aHeymyIoiaii; B) TPHUIUIOIMil, TeTParIoigii; T) BHYTPIIIHLOXPOMOCOMHI Ta
M1KXPOMOCOMHI IIepedyI0BH.

SIki myTtarii BiZHOCATBCS 10 XPOMOCOMHHX:. a) JHelellis, 0) TPHUIUIOimis, B) iHBEPCis, T)
130XxpomMocoma.

Buainite OCHOBHI TOKa3aHHS [T JOCIIKCHHS KapiOTUITYy: a) HassBHICTh B aHAMHE31 TOMEPIINX
nireit 3 MBP; 0) XpoHIYHMH NpOTrpeNieHTHHH XapakTep Mepediry XBOpoOW 3 MOYaTKOM B
JUTSYOMY BiI[i; B) HEBPOJOTIUHI MPOSBU (CYAOMH, 3HIKEHHS a0O0 IMiIBHIIEHHS M'SI30BOTO
TOHYCY, CIIACTHYHI NTape3u); T) oiro)peHisi B MOEHAHHI 3 BalaMH PO3BUTKY.

BkaxiTe TOKazaHHS JUIS  JOCTIDKCHHS KapiOTHMITy. a) po3yMmMoBa BiAcTalicTh, ©0)
HETMICPEHOCUMICTh MEJIMKAMEHTO3HHUX PEUYOBUH Ta JCSIKMX XapuOBHMX MPOIYKTIB; B) MOBTOPHI
CIIOHTaHHI a0OpTH HAa PaHHIX CTPOKAaxX BAariTHOCTI, ') oyiro@peHis B MOEJHAHHI 3 BagaMu
PO3BHTKY; /) OCTYIIOBE Ta MMOCTiliHA BTpaTa BXKE HAOYTUX HaBUYOK.

BkaxiTh mokazaHHs Uil TPOBEJCHHS IIMTONCHETHMYHOTO aHalli3y. a) remaToCIuIeHOMerais,
KaTapakTa, po3yMOBa BIJCTaJiCTh, 0) 3BHKJIC HEBHHOIIYBAaHHS BariTHOCTI Ta HAasBHICTb B
aHaMHEe31 MEPTBOHAPOJKCHB; B) HEIEPEHOCHMICTh JESIKHX XapUOBHX MPOAYKTIB, T€MOJITHYHI
KPH3H; T) pO3yMOBA BiJICTaTICTh, MIKPOQHOMAJIIT PO3BUTKY a00 BPO/XKCHI BaJIM PO3BHUTKY.
BkaiTh moKa3aHHs /IS IPOBEACHHS KapiOTUIYBaHHS: a) 3aTpUMKa (Pi3HYHOTO Ta CTATEBOTO
PO3BHUTKY, T1IIOTOHAIU3M, T1IIOT€HITalli3M, 3aTPUMKa TICHXOMOTOPHOT'O PO3BUTKY B MO€IHAHHI 3
JTUCIIIACTUYHUM (EHOTHITOM; B) HaOyTi medopmariii xpedrta Ta TpyAMHHU, TOMYTHIHH POTiBKH,
renaToCIUICHOMETalis; T) MPOTpelJieHTHa BTpaTta HAa0YTHX HAaBUYOK, CYIOMHHUEH CHHAPOM,
CIACTUYHI mapaiyi.

SIkuit METOJ € METOAOM TOYHOI JIarHOCTHMKH XPOMOCOMHHX XBOpOO: a) KIiHIYHHH, O)
aepMaroraihiuHuii, B) IMTOrEHETHYHHM, T) KIIHIYKO-TEHEANOTIYHHM, 1) crerudidni
010XiMIYHA JIarHOCTHKA.

[Monirutoimis - me: a) 3MEHINEHHS KUIBKOCTI XpOMOCOM B Ha0oOpi Ha JeKijgbka map; 0)
301IBIICHHST XPOMOCOM B Ha Oopi Ha 4 mapu, B) 30UIbIIEHHS YKHCIa XPOMOCOM, KpaTHE
rarsoigHoMy Habopy.

Bkaxite npaBuibHy hopmyny kapiotumy npu cuaapomi Illepemescskoro-Tepuepa: a) 46 XV,
5p-; 0) 45XO0; B) 47 XXX; r) 46 XX.

BkaxiTh, sKi MOpyIIEHHS B KapiOTHIN € JIETAIBHUMH. a) MOHOCOMIl Mo X-xpomocomi, 0)
TPUCOMIT 110 CTaTEBUX XPOMOCOMAX, B) MOHOCOMIT 10 ayTOCOMax; T') TTPUCOMIT 110 ayTOCOMax.



20.

21.

22.

23.

24,

25.

26.

27.

28.

29.

30.

31.

32.

33.

34.

35.

36.

37.

38.

ETi070T1YHOI0 OCHOBOIO XPOMOCOMHHX XBOpPOO € XpPOMOCOMHI Ta TE€HOMHI MyTamii, sKi
BUHHKAIOTh. ) JIMIIEC B CTATCBUX KJIITHHAX, 0) B COMAaTHYHHMX Ta CTATEBUX KIITHHAX, B) JIUIIE B
COMAaTUYHHX KIIITUHAX.

B sxux BIKOBUX 1HTEpBaJIax PI3KO IMIJABHIICHO PU3MK HAPOKEHHS TUTHHU 3 XPOMOCOMHOIO
aHomautiero: a) 15-18pokis, 6) 20-25pokis, B) 25-30pokis, r) 30-35pokiB, 1) 35-40pokis.

1o € MPOBiAHUM B KIIIHIYHOMY IPOSIBI XpPOMOCOMHHX XBOPOO: a) 3aTpUMKa B IICHXOMOTOPHOMY
PO3BUTKY y AiTE€Hl MOJIOJIIIOTO BiKYy Ta pO3yMOBa BIJICTAJICTh Yy JITEH cTapumoro BiKy, 0)
MOpyIIeHHsS (i3UYHOTO PO3BHTKY, B) CHCTEMHICTh YPaXKCHHS, T') MOPYIICHHS pPO3yMOBOTO
PO3BHUTKY B IO€IHAHHI 3 BaJJaMU PO3BUTKY Ta MIKpPOAHOMAIIISIMU PO3BUTKY.

SIKi 3MIHH CTPYKTYpH XpOMOCOM JI€KaTh B OCHOBI XPOMOCOMHHX XBOpOO: a) TpHCOMII,
MOHOCOMIT, MOIIoiAil, 0) iHBepcil, AyIuTiKaiii, TpaHCIOKaIlii, Jeselii, B) HOHCEHC, MICEHC,
MyTartii.

BkaxiTh npaBuiibHy (opMy XpoMOCOMHOTo Habopy y XBoporo 3 cuHapomom KuaiiHgenbrepa:
a) 45X0; 0) 47 XXX; B) 47 XYV, 1) 45XV,5p-; n) 48 XXVV, e) 47 XXV.

Jlo TeHOMHUX MyTalliii BIJHOCATBH. a) YMCEIbHI MOPYIICHHS MO OKPEMHX XpOMOCOMax; 0)
CTPYKTYpHI 3MiHM XPOMOCOM; B) TOPYIIEHHS KPATHOCTI TaruioigHOr0 HabOpy XpOMOCOM, T)
3MiHH HOPMaJIbHOI IociigoBHOCTI ocHOB B JIHK.

JIo XpOMOCOMHHX MyTallii BiIHOCATHCS. a) IMOPYIIEHHS KPATHOCTI TaIuIOIIHOTO Habopy
XPOMOCOM, 0) CTPYKTYpHI 3MIHH XPOMOCOM; B) YKCEJIbHI MOPYIICHHS 10 OKPEMUX XPOMOCOMaX.
BkaxiTh SKMMH O3HAaKaMH B OCHOBHOMY XapaKTEPHU3YIOTHCS XPOMOCOMHI XBOpPOOH: a)
PO3yMOBa BiJICTANICTh, BIICYTHICTh BaJl PO3BUTKY CKEJIETHOI CHCTEMH 1 BHYTPIIIHIX OpraHiB, 0)
Ba/IM PO3BUTKY Ta HOPMAJIbHHUI PO3YMOBHI PO3BHUTOK, B) PO3YMOBY BiICTANICTh, Bl PO3BUTKY
PI3HUX OpPraHiB Ta CUCTEM.

AHEyIIoimis - 1e; a) 301IbIIeHHS XPOMOCOMHOI'0 Ha0OPY Ha LK rarmioigaui Hadip, B) 3mina
qrcia XpOMOCOM B PE3YJIbTaTi OJaBaHHs OHIET a00 MEKITBKOX XPOMOCOM, B) 3MIiHHM YHCIIa
XpPOMOCOM B Pe3yJIbTaTi BTPATH OMAHI€l a00 AEKIIBKOX XpOMOCOM, T) 3MiHA YHCIIa XPOMOCOM B
pe3ynbTaTi BTpatu abo A0JaBaHHS OHIET 200 TEKITBKOX XPOMOCOM.

Bkaxite npaBuiibH ybopmyiay kapiotuny npu cuaapomi Exsapica: a) 46 XVY,21+;6) 47 XXV,
B) 47 XX,13+;1) 47 XX18+; 1) 46 XX,9%+; 45,t (13/21).

Bkaxite npaBuibHy opmyity Kapiotuny npu cuuapomi [laray: a) 47 XX,18+;6) 47 XV,13+;
46 XX,5p-; 47 XXV; n) 45XO.

Bkaxite popmyny kapiotuny npu cuaapomi dayna: a) 47 XX,13+; 47XX,22+;B) 46 XVY,14-
1(21/14);r) 47 XXX; n) 47 XX,21+.

Po3ymoBa BifCTaiCTh € HaHOIIBII XapaKTEPHOIO O3HAKOO JJIS: a) CUMIITOMIB, sIKi 00yMOBJIEHI
YHUCJIOBHMHU MYTAlLliIMH ayTOCOM, 0) CHHIPOMIB, sIKi OOYMOBIICHI CTPYKTYPHUMH MYTallisIMU
ayTOCOM, B) CHHIPOMIB, SKi 00YMOBJIEHI MYyTAI[isIMH CTATEBHX XPOMOCOM.

Etiomoriunum ¢akropoM XpOMOCOMHHX XBOpoO €. a) 4YHCIOBI MyTamii Xpomocom; O0)
CTPYKTYpHI MyTallii XpOMOCOM, B) KPOBHOCIOPITHCHHH IIIOO, T) 3MiHA KPaTHOCTI
XPOMOCOMHOT'0 Habopy.

YacTkoBi TpUCOMIT - 1e: a) KIIBKICHI 3MiHH XPOMOCOMH, 0) CTPYKTYpHi 3MiHH XPOMOCOMH, B)
KUTBKICHI 3MIHH JEKIJIBKOX Iap XPOMOCOM.

bigbir Bakki KIIIHIYHI MPOSBH MAalOTh XPOMOCOMHI XBOpPOOM, OOyMOBIJIEHI: a) HecTauero
TeHETUYHOT0 MaTepiany, 0) Ha/UIMIIKOM TeHETHYHOTO MaTepiaiy.

SIki 3 mepepaxoBaHHX (OPM XPOMOCOMHHMX aHOMAIIii BUKIHUKAIOTh OIUIBII BayKKi HACIIIKU: a)
MOHOCOMIi 10 CTaTEeBHX XPOMOCOMaxX, 0) TPHCOMIi IO CTATEBHX XPOMOCOMaX, B) MOHOCOMIi 110
ayTOCOMax, TPHCOMII 110 ayTocoMax.

KiiHiYHO JUIS XpOMOCOMHHUX XBOpOO XapakTepHO: a) HasBHICTh MHOXXHHHHX O3HaK
mucMopdorenesy, 0) nasBHicth BBP, B) BiacTaBaHHS B PO3yMOBOMY PO3BUTKY, T') HE3BUYHHI
KOJIIp Ta 3amax ceui.

[TprurHaMy BUHUKHCHHS TPHCOMIM €. a) BiZICTaBaHHS XpOMOCOM B aHadasi, 0) HEpO3XOKCHHS
XpOMOCOM, B) KPanKOBi MyTallii.

3aoaui.



3aoaua 1. Jlouka remodisika BUXOJUTH 3aMIXK 32 CHHA IHIIOTO reModiiika, HapeueHU! 1 HapeueHa
HE XBOPIIOTh Ha reModinito. BusHaure HMOBIpHICTh HAPOKEHHS XBOPOi AUTHHH.

3aoaua 2. Mionuterist (mepioauuHi mapajidi) mepeaarThCs MO CIIaIKOBOCTI K JOMiHYyIOYa O3HAKa.
BusHaure HMOBIpHICTh HAPOKESHHSI IITEH 3 AHOMAIEIO B CiM'1, e 0aThKO TeTEPO3UTOTHUMN, a MATH
HE CTPaXK1a€ MOHOILJIETIETO.

3aoaua 3. Onna 3 popm nuctunHypii (mopyiieHHs: 0OMiHY 4 aMiHOKHCIIOT) YCHAJAKOBY€EThCS K AP,
ajie y TeTepO3UTOT CIIOCTEPITae€ThCsl JIUIIE ITABUIICHUN BMICT ITMCTUHY B C€4i, Y TOMO3UTOT -
YTBOPEHHSI IIUCTHHOBHUX KaMEHIB B HHpKaX. 1) Busnaure mMoxuBi Gopmu NpOSBY IHCTHHYPIT y
niTed B CIM'1, € OAWMH 3 TOAPYXOKS CTPaKIa€ Ha II€ 3aXBOPIOBaHHS, a IHIIMH MaB JIUIIE
MiIBUIICHUIA BMICT IIUCTHHY B cedi. 2) Buznaute MoximBi Gopmu MposiBY HUCTUHYpIi y IiTeH B
ciM'i, e OMH 3 TOAPYXOKS CTPpaKJaB KaMEHSMH HHUPOK, a IHIIWKA OyB HOPMAJIbHHM IIOJO IIi€l
O3HAKH.

3aoaua 4.Po3mudpyiiTe yMOBHI MO3HAYCHHS

a) del It- %) 47, XY+15p+

6) 46, Xi(Xq) | m47, XY+G | 3) 45,XX-D-G+t(DqGq)

B)46, XXr(18) | €)46, XY3q+

3aoaua 5. BkaxiTh y BIANOBITHUX Tpadax TaOIUIl KUIBKICTh aBTOCOM, CTaT€BUX XPOMOCOM Ta
MOBHUHN KapiOTHII JAHOTO 3aXBOPIOBAHHS.

Hazpa KinpkicTh Kapiotun

ayToCOM CTAaTCBHUX XpPOMOCOM

a) Jlayna

0) lIepemescrkoro -TepHepa

B) Kimaiingenbrepa

r) TpUCOMist

n) [Maray

¢) EnBapnca

3adaua 6. BkaxiTh y BiANOBIAHUX Tpadax TaOIuIll Ha3BU CUHAPOMIB 3aXBOPIOBaHb Ta CTATh JAHOI
0COOMHY Y BIAMOBIIHOCTI 3 HACTYITHUMHU KapiOTHIIAMU:

Kapiotumn Hasra Crartp opranizmy

47 XY21+

46 XY

45Xx154

47 XXX




47 XXY

45X

47 XY13+

47 XX18+

45XX21/21
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CAMOCTIMHA POBOTA CTYJEHTIB
5 KYPCY MEINYHUX ®PAKYJIBTETIB

3 AMCHUTIJITHUA <ME/IUMHA TEHETUKA»

Kinvxicmo

Tema
200Un

3/n

1 | ITliazroToBKa J0 MPAaKTHYHHUX 3aHITH Y TOMY YHCII:

- ONaHyBaHHSI HaBUYKaMH 300py aHAMHECTHYHHX JIAHUX Ta
reHeanoriyHoi iHpopmarii,

OMMAaHYBaHHS HaBUYKAMHU aHAJI3y Ta TPAKTyBaHHsS JAaHUX MEIUKO-
T€HETUYHUX METOMIB JTOCHIKEHH,

OTIaHYBAaHHS HaBUYKAMH OOCTEKCHHS NalliEHTa Ha XPOMOCOMHY
MMaToJIOTiI0, PpO3MI3HABaHHSA 3arajllbHUX TMPOSBIB  CIIAAKOBOI
IaToJIori;

BMIHHS J1arHOCTYBaTH MPHUPOKEHI MOP(OTeHETHYHI BapiaHTH, S
NMPaBUJIBHO BUKOPHUCTOBYBATH BIAMOBIAHY TEPMIHOJOTIIO TIpH
OTNHUC1 KJIIHIYHOT KapTHHU Ta (GEHOTUIY MAIlIEHTA,;

BMIHHS BCTaHOBJIFOBAaTH TOIEPEHIN J1arHO3, BU3HAYATH TAKTHUKY
00CTE)KEHHS Ta BEJICHHS XBOPUX Ha XPOMOCOMHY IMaTOJIOT110;

OTNaHyBaHHs HaBUYKaMu oOcTexxeHHs namienta Ha CXO;

BMiHHSI BCTaHOBJIOBATU TOMEPEAHINA NiarHO3, BU3HAYATH TAKTUKY
oOcTexxeHHs Ta BeAeHHs xBopux Ha CXO.

2 |[mguBimyanbHO-IOCTITHUIIBKA poOoTa:

1. CxnagaHHs pOJOOBOAY, MPEICTaBICHHS HOro y rpadidyHOMY
BUTJIANI Ta TPOBEICHHSA AaHANi3y THUNY YyCIaJKyBaHHS
3aXBOPIOBaHHS 200 O3HAKU B POAUHI




2. Hapannsa onucy ¢eHOTHIy MalieHTa Ha XPOMOCOMHY HaTOJIOTiO
Yyl  ocobu, sKa 3BEpHYJach Ui MEIUKO-TEHETUYHOIO
KOHCYJIbTYBaHHS 200 OBOJIOJIHHS HABUYKAMU BU3HAYCHHS
CTaTeBOIO0  XPOMAaTUHY SIK  €KCIIPEC-METOAYy  J1arHOCTUKHU
XPOMOCOMHOT MMaTOJIOT1i.

3. 3ampoIoOHyBaTH CXEMy Ta QJIrOPUTM OOCTSKEHHS XBOPHX 3
migo3poro Ha CXO aMiHOKHCIOT, BYIJIEBOJIIB, CIOJIY4HOT
TKaHWHH, OPTaHIvHI aruaypii TOIIO;

4. 3anpomoHyBaTH CXE€My Ta QJITOPUTM OOCTEXEHHS XBOpUX 3
MiT03pOI0  HA  MITOXOHApIAbHY a00 MynbTH(hAKTOpiadbHy
MIATOJIOTIIO

3 | HomoBigs pedepaTy Ha MPAKTUYHOMY 3aHSATTI 110 11033ayUTOPHUM

TEMaM.
. . *ee 2
«CI/ICTGMHI CKCJICTH1 AUCIIIIAa311»,
«CraIkoB1 3aXBOPIOBaHHS HUPOK»
6. | I[lizroroBka 10 MiJICYMKOBOTO MOJYJILHOTO KOHTPOJIIO 2
15
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HNEPEJIK INTAHD
J0 NIIACYMKOBOI'O MOJAYJIBHOI'O KOHTPOJIIO
MOIVYJIb 1.«Mean4yHa reHeTHKAa»

3micmosuii modynw |. Ocnosu meduunoi cenemuku. Meouxko-zenemuune KOHCY1bMYGAHHA

1.

A WN O N0 R ®N

© ® N o

11.

OcHOBHI MPUHIUIA opraxi3arii MEIUKO-T€HETUYHOT JIOIIOMOTH B
Vkpaini. MeToaosoriyHi acmeKTH diarHo3y crajakoBoi martosorii. Yacrtora cmaakoBoi
MaTOJIOTIi.

AcCTieKTH BUBYEHHS MEIUYHOI reHeTUKH. OCHOBHI METOIU MEIWYHOI TeHETHUKH.

Poub cnankoBocti B maronorii. CnagkoBi xBopoou. Kinacudikaris.

CemioTHKa CIIaJKOBUX XBOPOO.

Oco06MBOCTI KITIHIYHUX MTPOSIBIB MPUPOHKEHOT Ta CIaAKOBOT MATOJIOT].

3aranpHi NPUHIMIM KITIHIYHOI A1arHOCTHKY MPUPOHKEHOT Ta CIIaKOBOI MaTOJIOTIi.
[IpupokeHi Baau pO3BUTKY.

[Ipupomxeni MOporeHeTHIHI BapiaHTH.

CHUHAPOMOJIOTTYHHIA MIAX1 y J1arHOCTHII IPUPOKEHOI Ta CIIaAKOBOT MATOJIOT].
[Ipeamer Ta 3aBIaHHS MEAMYHOI TCHETHKH.

3HaueHHS TeHETUKHU IS MEAUIIIHH.

YacroTa mpupoKEHOI Ta CHaIKOBOI MATOJIOT] Y pi3HI NEpioid OHTOTCHE3Y.

[luroma Bara MpPHUPOIKEHOI Ta CMATKOBOI MATOJOTIl y CTPYKTYpl 3aXBOPIOBAHOCTI M
CMEPTHOCTI.

MIHIUBICTE CIIAJKOBUX O3HAK SIK OCHOBA ITaTOJIOTI].

Posb ciaikoBOCTI Ta cepeOBUIIA Y PO3BUTKY IATOJIOTI].

Knacudikaris cnaakoBoi maTosiorii.

Ponp mapakiaiHIYHUX METOMIB AOCTIHKEHHS Y JIarHOCTHUIl MPUPOIKEHOI Ta CHaIKOBOI

[aToJIOrI.

.uToreHeTHYHUN Ta MOJEKYJISPHO-IUTOreHETHYHI MeToau. [lokazaHHS 1O MpPOBEIEHHS

UTOT€HETUYHUX JOCIIIKEHD.

KiiHiko-reHeanoriaauii METO.I.



12.Metoauka CKIagaHHs POAOBOIY.

13. Kpurepii OCHOBHHMX  THIIIB yCIaJIKyBaHHS MOHOTI'€HHHMX 3aXBOPIOBaHb
(aBTOCOMHO-TOMIHAHTHOTO, aBTOCOMHO-PELIECHBHOTO, X-3YCIUICHOTO, JIOMIHAaHTHOTO
Ta pelecuBHOro). ['pyna pu3uKy Npr MOHOTCHHUX 3aXBOPIOBAHHSX.

14. XapakTtepHi pucu ABTOCOMHO-JTOMIHAHTHOT'O THITY yCHaJKyBaHHS.
[Mommpeni 3aXBOPIOBAHHS.

15. XapaxrepHi pucu aBTOCOMHO-PELIECUBHOTO THUILY yCHaJKyBaHHs.
[TommpeHi 3axBoproBaHHs. biM3pKOCOpiTHEH] NITIOOH.

16.TlonsTTs Ta MIPUIHHI TEHETUIHOL TeTEPOreHHOCTI Ta KJIIHIYHOTO
noJimMopdizmy.

17.OcobnuBocTi X-34€IICHOT TaTOJIOTI1 JIFOAUHU, TOIIUPEH]I 3aXBOPIOBAHHS.

18. XapakTepHi pucn  X-34EIUICHOTO  JIOMIHAHTHOTO Ta  PEIECHUBHOTO  THUITIB
yCHaJKyBaHHS.

19.Y-34eruiennit TN yCra KyBaHHS.

20. MiToXOoHApiaJIbHE YCIaKyBaHHS.

21. bioximiuHi Metoau. [TokazaHHs 10 IPOBEIECHHS JOCIIIKEHb.

22.MonekynsipHo-reHeTH4YH1 MeToau. [lokazaHHs Ta MOKJIMBOCTI METOTY.

23.TIpodinmakTrka mpupoKEHOT Ta craaKoBoi matojorii. Buau npodinakTuky.

24. T'eHeTH4yHi OCHOBHU MPOQITAKTHKH MPUPOKEHO, CMAIKOBOI Ta MYJIbTU(AKTOPIATbHOL
MaTOJIOTIi.

25. PiBHI npoiIaKTHKH.

26. IlutanHs mIaHyBaHHS CiM’'1 Ta IPEKOHIIEMITIHHA TPOdiTaKTHKA.

27. OxopoHa HaBKOJIMIIIHBOTO CEPEAOBUINA K CKIa10Ba MPOPIITAKTUKH.

28. Menuko-renernyne KoHcynbryBanHs (MI'K).

29. 3aranpHi monoxeHHsa Ta nokaszanasa 10 MI'K.

30. Oynkii mikaps-reneruka npu MI'K.

31. Epexrusnicts MI'K.

32. Ilpenaranbua giarnoctuka ([1/1). 3aranshi nuranns. [lokasanns. TepMiHU IPOBEACHHS.

33. MacoBwuii Ta CEJICKTUBHHUM YIbTPAa3BYKOBUM CKPUHIHT BariTHHUX.

34. HeinBazuBni metonu [1/1. Meroguku. [lokazanus. Tepmiau npoBeneHHs. MoOXIHUBOCTI
METOAY.

35. IuBazuBHi meromau I1J[. Meroauku. Ilokazanus. Tepminu mnpoBeneHHs. MOXXIHMBOCTI
meronay. [Iporunokazanss. MokJIUB1 yCKJIaTHCHHS.

36. JloximiHIYHA 1IarHOCTHKA Ta TPO(UTAKTUIHE JIIKYBaHHS.

37. CxkpuHiHroBi nporpamu. MacoBi Ta CelIeKTUBHI CKPHHIHTOBI IPOTPaMHU.

38. 'eHeTHYHUI MOHITOPUHT MPUPOJHKEHOT Ta CIIAAKOBOT MATOJIOTI].



3micmosuii modynv 2. Xpomocomui xeopoou. Ypooceni 6aou po3eumcy

22. XpoMocoMHi 3aXBOPIOBaHHS. Etionoris. [Tpuxnanu MOIINPEHUX
XPOMOCOMHUX 3aXBOPIOBAHb.

23. KninivHa  jmiarHocTHMKa  cmaakoBuUX  xBopoO.  [lomaTrTs  mpupomkeHoi  Bagu
PO3BHUTKY, IPUPOHKEHOTO MOP(HOTEHETUYHOTO BapiaHTYy.

24. Knacuodikauis IPUPOKEHUX Baj PO3BUTKY (a €T10JIOTI€IO, 3a
MOIIMPEHICTIO, 3aJI€KHO Bijl CTaii MPOBOKYIOYOTO BILIHUBY).

25. Etiofnorist npupoKEHUX BaJl PO3BUTKY.

26. IlousaTTs mytauii reny. Myrarenu. Myrarenes. Teparorenes.

27. Monsarrs kapiotumy. llurorenerwunmii anami3. IlokazaHHs 10  JOCHIIKEHHS
KapioTHITy.

28. KinbkicHi anomaii kapiotuny. [lommiozis, aneymiomis. [Tpuknay.

29. CrpykTypHi aHOMaJii kapiorumy. Bapiaitu ctpykTypHUX KapIiOrurmis.

30. Kputuyni nepiou po3BUTKY 3apOJIKa JIIOIUHU.

31.TeparoreHni TepmiHaIliliHI TIEPIOIH.

32.T'eneTruHi OCHOBH MPOGITAKTHKH CIIaaAKOBOI marosorii. [lmanyBaHHs CiM'T.

33. XpomocomHi xBopoou. Buznauennst mousatts. Etionoris Ta knacudikaris.

34. EdexTn XpOMOCOMHUX aHOMAJIii B OHTOTEHE3I.

35. IlaTorenes XxpoOMOCOMHHUX XBOPOO.

36. 3araipHa XapaKTepUCTUKA XPOMOCOMHHUX XBOPOO.

37. 'eHoMHUI IMIIPUHTUHT. BU3HAYCHHS TIOHSTTS.

38. Kniniko-reHeTnuHa xapakrepuctuka cuapomy Ilaray.

39. Kniniko-reHeTH4Ha XapakTepucTuka cuaapomy Ensapaca.

40. KniHiKko-TeHeTHYHa XapaKTepucTUKa CuHApomMy JlayHa.

41. KniHiKO-TeHEeTHYHA XapaKTepUCTHUKa TpUCcOoMii 22.

42. Kniniko-reHeTH4Ha Xapakrepructuka cuaapomy llepemescbkoro-Tepuepa.

43. KniHiko-rTeHeTUYHa XapakTepucTuka cuaapomy Kisitndenbrepa

44, KniHiKO-TeHEeTUYHA XapaKTePUCTHUKA TIOJIICOMIN 32 CTATEBUMHU XPOMOCOMAaMH.

45. KniHIKO-TeHEeTHYHA XapaKTePUCTUKA CHHAPOMIB YaCTKOBHMX aHEYILIOITIN.

46. KniHiKo-TeHeTHYHA XapaKTePUCTUKA MIKPOIIUTOT€HETUYHUX CHHIPOMIB.

47. ®akTopH MiABUILEHOTO PU3UKY HAPOKEHHS JIITEH 3 XpOMOCOMHUMH XBOPOOAMH.

3micmosuii mooyne 3. Monozenni xeopoou.

1. T'enni  3axBoproBanHA.  Knacudikamis.  3arambHi  3aKOHOMIPHOCTI MaTOTEHE3Y.



['enokomnii. denokomii.
2. MonorenHi xBopobu. Busnauenns nousarts. Etionoris ta kiacudikamis. ['pyna pusuky
IIPY MOHOTEHHHX 3aXBOPIOBAHHSX.
3aranbpHi 3aKOHOMIPHOCTI IMAaTOr€HE3Y MOHOTEHHOT aTOJIOT 1.
["onmoBHI pucH KIIHIYHOT KAPTUHU MOHOTEHHOT ITATOJIOT].

Kniniunauit noniMopisM MOHOTE€HHOI ATOJIOTIi Ta HOTO MPUYUHH.

3

4

5

6. I'eHeTHYHa reTepPOreHHICTh MOHOT€HHHUX 3aXBOPIOBAHb.

7. Kuinika, reHeTHKa Ta JlarHOCTHKA HeHpodiOpomaTo3y.

8. Kiuinika, reneTrka Ta J1iarHOCTHKA BPO/KEHOTO TIITOTHPEO3Y.

9. Kuinika, reHeTHKa Ta A1arHOCTHKA (PEHIIKETOHYPIi.

10. Kninika, TeHeTHKA Ta AIarHOCTUKA MYKOBICITUI03Y.

11. Kninika, reHEeTHKA Ta JIarHOCTUKA CUHApOMY Mapdana.

12. Kninika, reHEeTHKA Ta J1arHOCTUKA TOMOITUCTUHYPII.

13. Kuninika, reHeTHKA Ta JIarHOCTUKA aJIPEHOTCHITATHFHOTO CHHAPOMY.
14. Kninika, TeHeTHKa Ta JiarHocTuka cunapomy Enepca-/lannoca.

15. Kuinika, TeHeTHKA Ta A1arHOCTUKA OHTOTEHETHYHUX CHHIPOMIB.

16. XBopoOu reHOMHOTO IMIIPUHTHHTY. ETionoris, matorenes, KIHIYHI (OpMH.

3micmosuii modyav 4. Mimoxouopianvna namonozia.
Xeopoou 3i cnadkosorw cxunbHicmio

3aranpHa XapaKTEPUCTHKA MITOXOH IPiaIbHOT MATOJIOTI.
Knacudixariist MiToXOHpiaTbHUX XBOPOO.
MiTtoxoHapianbHa CMIAKOBICTb.
3aranpHi NPUHIMIN J1aTHOCTUKY Ta JIIKyBaHHS MITOXOHIpiabHOI MaToIorii.
MiTtoxoHpianbHI XBOpoOH, 1II0 3yMOBJICHI MyTaIlisiMu MiToxoHApiansHoi JITHK.
Kiinika, reHeTHka, [iarHOCTHKa, Teparnis cuaapomy Keprca-Ceiipa.
Kiinika, reHeTHka, [iarHOCTHKA, Teparnis cuaapomy MELAS.

Kiinika, reHeTrka, aiarnoctuka, tepamis cuaapomy MERRF.
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Kiinika, reHeTrka, JlarHoCTHKa, Teparnis cuaapomy Jledepa.

10. Kuninika, reHeTHKa, 1IarHOCTHKA, Teparis cuaapomMy Ilipcona.

11. MitoxoHapianbHi XBOpoOH, 10 3yMOBIeH1 MyTaitismu saeproi JTHK.

12. XBopoOH i3 criaKOBOIO CXMIIbHICTIO. BU3HauUeHHS MOHATTS. 3aranbHa XapaKTepHUCTUKA.
13.MynbsTudakropianena  martosoris.  Kmacudikamis.  3araqbHi  pUCH  MYJIbTH-
dakTopiansHOI maToJorii. ['pyna pu3uky npu MynbTH(aKTOpiaTbHIN TaTOJIOT].

14. CxunpHICTD 10 HOJITeHHUX 3aXBOPIOBaHb. Koedirient yCHaJKyBaHHS.

bausuiokoBuit MeTo1 (MOHATTS KOHKOPIAHTHOCTI).



15. MoHoreHHi Ta nojireHHi ¢opMu XBOpoO 13 CIAJAKOBOIO CXHIIbHICTIO.

16. MexaHi3MH pO3BUTKY XBOPOO 13 CIaIKOBOIO CXMIIBHICTIO.

17. 3naueHHs CAIKOBOI CXUIBHOCTI Y 3arajibHii MaToNOri1 IO IUHU.

18. CnagkoBo 00yMOBIICHI MATOJIOTIUHI pEaKIIii Ha M0 30BHIMIHIX ()aKTOPIB.

19.ExkorenernuHni  XBOpOOH. [IpyurH BUHUKHEHHS. 3aJIe)KHICTh MPOSIBY
TeHIB BiJ] cepeI0BHUIIIA.

20.CrnagkoBo-3yMOBJIEHI ~ TATOJNIOTIYHI  peakmii Ha  Jil0  30BHIMIHIX  (aKTOpIiB
(BabpyaHCHHS atMocdepH, XapyoBi MPOYKTH, bi3uuH1 daktopu.
OTPYEHHS METaJlaMH, YyTIUBICTh 10 OI0JOTIYHUX areHTIB).

21. ®apmakoreHetnyHi  xBopoOu.  I[lpuumHm  BuHUKHeHHS.  TumoBi  ¢apmako-

TeHEeTUYHI BapiaHTH.

HNEPEJIIK IPAKTUYHHUX POBIT TA 3ABJAHD AJIAA NIJCYMKOBOI'O
MOAYJBbHOI'O KOHTPOJIIO

1. IlpoBecTH KiiHIKO-T€HEAJOTiUHUN aHanmi3 crnagkoBoi maronorii. CdopMynoBaTH OCHOBHI
3a/1avi, MoKa3aHHHS /ISl TPOBEICHHS.

2. TlpogeMOHCTpYBAaTH METOJHUKY CKJIaJlaHHS poaoBoay, rpadiune 300pakeHHS
POZIOBOAY, 3 BUKOPUCTAHHIM CTaHJAPTHUX CUMBOJIIB.

3. llpeacraBnenHss ponxoBoay y TpadidHOMY BHUTJSAI Ta TPOBEACHHS aHANI3y THUITY
yCcraJKyBaHHs 3aXBOPIOBaHHS a00 O3HAKH B POJIMHI

4. IIpoieMOHCTPYBAaTH HaBUYKH 300py aHAMHECTUYHUX JaHUX Ta FeHeaJoTiuHoi iHpopMarii,

5. IlpogeMOHCTpyBaTH HABUYKM aHANi3y Ta TPAKTYBaHHS NaHMX MEIMKO-TEHETHYHUX METOJIIB
JOCIIKSHHS

6. [IponmemMoHCTpYyBaTH HaBUYKH OIBIAY Ta (PI3UYHOTO OOCTEKEHHS MaIll€eHTa Ha CIaJKOBY abo
BPOJ/KEHY TIATOJIOTIIO 1 WICHIB HOTO POJIUHHU.

7. CdopmynroBati MpUHUMOMN KOHCYJIBTYBaHHS (3aJie)kKHO BijJ BapiaHTiB 3agadv). BusHauutu
OCHOBHI €Tanu MEANKO-TEeHETUYHOT'O KOHCYJIbTYBaHHS.

8. IlpoBecTH KIIHIKO-TEHEAIOT1YHUI aHalli3 MPH MOHOTEHHIHM MaTooTii.

9. IlpoBecTH KIIIHIKO-TEHEAIOTIYHUN aHalli3 MPU XPOMOCOMHINA MaTOJIOTI].

10. Meauko-reHeTHYHe KOHCYIbTYBAHHS NP MOJITCHHUX 3aXBOPIOBAHHSX.
11.IIpogemMoHCTpyBaTH BMIHHS J1arHOCTYBaTH HNPHUPOKEHI Mop(oreHeTH4YHi BapiaHTH,
MPaBUJIbHO BUKOPUCTOBYBATH BIJMOBIIHY TEPMIHOJOTIIO MPH OMHCI KJIIHIYHOI KapTUHU Ta
(dheHoTUy MaIli€HTa,;

12.TIpoaeMoHCTpyBaTH BMIiHHS BCTAHOBJIIOBATH TIONEpPEAHIM AlarHO3, BH3HAYATH TaKTUKY

00CTeXeHHS Ta BEJACHHS XBOPUX Ha XPOMOCOMHY MaTOJIOTIIO.



13. Haganus onmcy ¢geHOTHNY MarieHTa Ha XPOMOCOMHY IaToJIOTi0 abo 0coOH, sika 3BEpHYJIACh
TUTSE MEJTUKO-TEHETHYHOTO KOHCYJIBTYBaHHS

14.BMiTH TpakTyBaTH pe3yabTaTh 0a30BUX METOMIB MEAMYHOI TEHETHKH (I[MTOTCHETHYHHX,
010XIMIYHHX, MOJIEKYJIIPHO-TEHCTHYHHX ).

15.Ha mincraBi JaHWX aHamMHE3y, KIIIHIYHOT KapTHHHU, pPE3yJbTaTiB OOCTEXKEHHS HaJIaTh
pPEKOMEH/Iallii 11010 BEICHHS BariTHOCTI Ta IUIaHyBaHHS CiM'i.

16. 3amponoHyBaTH CXeMy Ta alrOpUTM OOCTEKEHHS XBOPHUX 3 IMIJO3pOI0 HAa BPOJUKEHY abo

CHaJKOBY MaTOJIOTIIO.



