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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
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5. 10.M.bapamnues, B.A.baxapes, I1.B.HoBukoB. /lnuarnoctuka u jged4eHre BpOKIACHHBIX U
HaclleICTBEHHBIX 3a0oneBanuil y gereil. —M., «I'puana-X», 2004r.
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4. ANTOPUTM YNPABIiHHA NPOQIUIAKTUKOI MPUPOJUKEHO] MaToNorii Ha piBHI NEpBHHHOI
MeanKo-canitapuoi gormomoru: (Mert.pek.)/Vkin. Pynens B.- JIbBiB.: JIbBiB. lepk. Men. yH-T. —
2002. — 24.

S. [TepBunHa npodinakTrka BpoKeHoi 1 criankoBoi narosorii: (Met.pek))/Yki. Tumuenko O.
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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



