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




