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HacrnedcmeeHHbIe borne3Hu —

39TO NATONOrMYECKNe COCTOSAHUSA, B OCHOBE
KOTOPbIX UBMEHEHMNE HACNeACTBEHHOIO
MaTtepuana (T.e. mytauus).

B pas3sutum Takmx 3abonesaHunn rnaBHyro posib UrparoT
HapyLLEHNS B CTPYKTYPE reHa unm XpoMOCOMbI.




Knaccudukauus
_ HacrneacTBeHHOW NaToriorun

) XapakTepy U3sMeHeHUsi HacneacTBeHHbIX CTPYKTYP
;fr ‘ A

1. XpOMOCOMHbIE CUHOPOMbI CONPOBOXAAKTCA aHOMarMen
KOnM4yectea XPOMOCOM Y YerioBeka

2. MoHoz2eHHbIe 3abornesaHusi — 3TO HapPYLUEHUS, NPUYNHON
KOTOPbIX ABMNAKTCA MyTaLun OTAENbHbIX FTEHOB.

e —

» aymMoCOMHO-O0MUHaHMHbIe,

» aymOoOCOMHO-peyeccusHsble,

» X-cuerneHHble OOMUHaHMHbIe,
» X-cuerifieHHble pelyeccusHble
| » MUMOXOHOpUanbHble

3. MynbmugakmopuarbHbie 3abosieeaHusi — 310 DONE3HN C
HacneaCTBEHHOW NpeapacnonoXeHHOCTbLIO, AN NPOABNEHUS
NX He0DXo0aMMO COBMECTHOE AIENCTBNE HACNEACTBEHHbIX U
BHELLUHeCpen0BbIX PakTOpPOB
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HacnepncrBeHHbIe 3ab0oneBaHUA UMEIOT
obLwue KuHU4Yyeckue ocobeHHocmu
[ToBTOPHbIE CryYan aHanorM4yHom naTonoriu y YrneHoB
O[JHOW CEMbMU

BpoxaeHHbIN xapaktep 3adboneBaHns. bonbLUIMHCTBO
MOPOKOB PasBUTUA N XPOMOCOMHbIX CUHAPOMOB
ODHapy>KMBaKOTCS yXKE NMpu poXXaeHumn pebeHka

XpOHMYecKoe, peLuanBmnpyroLLee TEYEHNE
3aboneBaHus, NpUBoAsLLEE K NOCTENEHHOMY
YXYALLIEHUNIO COCTOSAHNS BONMBHOIO

OHOBPEMEHHOE MOPAaXKEHME Y YENOBEKA HECKOTBbKUX
OpraHoB WU CUCTEM

Hanuuune cneunduyeckmx cCUMnToOMOB

YcTON4mMBOCTL K Hanbonee pacrnpoCcTpaHEHHbIM
METOAaM Tepanum
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XpOMOCOMHbIii Habop

3popoBoro Yenoseka

— 46 XpOMOCOM:
22 nape! ayTocom U

1 napa nonoBbIX XPOMOC

(OKeHLmHa - XX,
MyX>HuHa - XY)




KITACCUPUKALINA
XPOMOCOMHbIX 3AEONIEBAHUN

‘onpeaeneHuns TUNa KneTok, B KOTOpbIX BO3HUKNA MyTauuffi
raMeTax unn aurore):

C KNnieTkaMmu pasHon XpOMOCOMHOW KOHCTUTYLMU (4BaA TUME
OTO0 SIBIEHNE Ha3blBaETCA MoO3auuu3m, a PoOpMbl
HbIX BOnesHen — Mo3auqubmu. D,HFI TOro, qToﬁbl
ﬂ@opma no KITUHNYE @pT




KITACCUPUKALINA
XPOMOCOMHbIX 3ABEONEBAHNNA

un Epe.MeHu BO3HUKHOBEHUA MyTauUM (B NOKONEHUN):

AUYECKUE Cryyan - MyTaLms BO3HUKNA 3aHOBO B
IX 3[J,0POBbIX POAUTENEN UMW HA CTAAUN 3UTOTBbI.

iyEMblE (CemelnHble) (hOPMbI - KOTAa POAUTENN YXKe




KINNACCUPUKALINA .
XPOMOCOMHBbIX SABEONEBAHUN

FMYECKUA NPUHLMN, T.€. XapaKTepUcTnka XpoOMOCOMHOWN U
reHOMHOW MyTaLnn

UK UX CTPYKTYPHI.

JNIE3HW: 0OYyCroBeHHbIe YUCIOBbLIMU aHoOManuAMu nonoBbIX (X ny *
OCOM (GonesHu LLlepewieBckoro-TepHepa, KnaMcheanepa)




Ponurenccicas knetka | [Tapa

T ameTH

CNHAHKE
raMeT

TOMONOT HYHELX
ZPOMOCOM

Hepacxoxpenue

Hopmanenaa Hopumanenaa
ralloHgHad ralloHgHaA
raMeTa

Tpucomua Monocomua




U3meHeHus e Konu4ecmee
nosioebIX XpOMOCOM
apomM KnanHdpenbTtepa (XXY)

iAPOMOM I.IJepeLuechoro-Tep
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~ BbICOKUW pOCT

»  cnaboe oBonoceHune Tena

*  AUYKM ManeHbLKOro pasmepa, becnnoaune

*  00LWMN XXeHONOAOOHbIV BUA U TMHEKOMACTUSA
CHWkKeHne nubunao

OcTeonopos (paspekeHne KOCTHOM TKaHW)
BeHo3Hasa natonorus

‘AYTOMMMyHHbIe CUCTEMHbIE NPOABNEHUSA
Hu3akuit YPOBEHb SHEPTETUKN

‘06na.u,atoT HopmaanuM WHTENNEKTOM
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DTKasA Les, ABYCTOPOHHSS
erioHka Leun (Becbma

aKTepPHbIN, HO

3aTenNbHbIV CUMMTOM); POCT
Ha HWKHEN rpaHuLie Liew;

Pucyxox 14. Bonbxaa 14 ner. Cuxppom Uepewesc-
woro-TepHepa. Kppinosuansie CKNAAKN Ha miee “ro-
nosa chUNKCa”, HU3KNK POCT BONOC
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Pucynox 13. Bonbwaa 14 ner. | e ¥ V=

Cunppom lllepemresckoro-Tepxe- j— ——— — =
pa. Kpeinoeuaxbie CKknagxku Ha medgen.genetics.utah.edu

wee “ronoea chunkca”




I3MeHeHus1 8 Kosiuyecmee

CuHpgpowm [layHa (Tpucomus 21)
Cunapom dasapaca (Tpucomus 18)
CuHgpowm lMaray (Tpucomus 13)




Cunppom [layHa
 [eHOTUN
47,XY, +21 vnn 47,XX, +21

YacTtoTa BCcTpeyaeMocTu
1 Ha 650 HOBOPOXOEHHbIX

Onucan [xoHom [layHom B
1866 rogy °°"‘° "
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MUYHbIE NPU3HAKN OONbHbIX
CUHapomMmom JlayHa

lockoe nuuo» — 90 %
Ledanusa (aHomanbHoe
o4yeHue yepena) — 81 %

1as CKnazka Ha ulee y
HOBOPOXAEHHbIX — 81 %
OnlougHbIN paspes rnas —




IMYHbIE NPU3HaKN OONbHbIX
UHApomMom [layHa

e3odhanaHrus

OM MbILLL, U 0COBbIM
HUeMm Heba) — 65 %
s NepeHocula — 52 %

XapacrepHa nonepeuna cxnagea Ha AONOKI
[www.medword.net/ syndrome_down him)




BONBLUNHCTBO MY>XYUH C CUHAPOMOM
HayHa 6ecnnoaHbl. 1o KpailHel mepe

90 % XeHLLUNH ¢ cuHgpomom [ayHa MoryT
uMmeTb geten. 35-50 % fetent, poXxaEHHbLIX
OT Marepen ¢ cuHapomMom [layHa,
POXAAKTCA C cMHApPOoMOoM [layHa unu
APYrMMUN OTKNOHEHUSMN.




CuHapom SaBapaca
+ [feHOTMN
47,XY, +18 unn 47,XX, +18

+ YacrtoTa BCTpeyaemMocTu
1 Ha 7000 HOBOPOXAEHHbIX

+ OnucaH B 1960 rogy [koHOM
34Bapacom

Bt ir 411
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CuHgpom SaBapaca

DEeHOTUNUYECKne NPposBNeHUs

Halle Bcero BO3HMKaT aHoMannu Mo3rosoro u niMleBoro Yepena,
MO3roBOM Yepen MMeET gonuxouedanuyeckyro opmy.

[ flasHble Wwenun y3kne n KOpoTKue.
Y1LIHbIE PakoBUHbI AePOPMUPOBaHbI
[pyanHa kopoTtkas, rpyaHas KneTtka Lwmpe n Kopoye HopmarnbHOWN.

AHOManbLHOE pa3BuUTUE CTONbI: NATKA PE3KO BbICTYNaeT, CBOA
NpPoBUCaET (cTona-kayarnka), 005nbLUON nanew yTosLeH U YKOPOYEH.

3 nechekToB BHYTPEHHUX OPraHOB Hanbonee 4acTo OTMEeYarTCs
MOPOKM cepALia U KPYNHbIX COCya0B: AedEKT MEXCKENY10UYKOBO
NEperopoaku, annasum ogHON CTBOPKN KnanaHoB aopThl U NETOYHOM
apTepum.

60 % geren ymuparoT B Bo3pacTte Ao 3 MecC, 40 roga A0XXUBaeT Nullb

9-10 %. OCHOBHOM NPUYNHON CMEPTU CNy>KaT OCTAHOBKA AbIXaHUA U
HapyLueHns padoTsl cepaua. OcTtaBLUMECA B XXUBbIX — INy00OKue
ONIMropeHsbl




CuHapom I'IaTay

FfeHoTMN
47,XY, +13 nunun 47 XX, +13

YacToTa BCTpe4yaemMocTu

1 Ha 6000 HOBOPOXAEHHbIX
OnucaH 3pasmycom bapTonuHom B
1957 n Knaycom lNMaray B 1960
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Cunapom llaTay

[TposaBneHus 3abonesaHus

s TSHKENble BPOXAEHHbLIE MOPOKM
yMepeHHasi MukpoLedanus,
HapyLleHne pa3BUTUSa pasnnydHbix otaenos LIHC : €
HU3KUWA CKOLLUEHHbIN 1100,

CY)XeHHble rnasHble LLieNn, pacCTosHNE Mexay
KOTOPbIMU YMEHbLLIEHO, MUKpOdTanbMus,
MOMYTHEHMWE POroBuULIbI,

3anasLuas nepeHocuua, LLNPoKoe OCHOBaHWe Hoca,
AEeOPMUPOBaHHbIE YLLIHbIE PaKOBUHbI,
paciueniHa BepxHeii rybbl 1 Héba, nonnaakTunns,

ROPOTRaA

downsyndromeratiua




CUHAPOMbI HACTUHHBIX
AHEYTIJ1IOMAann

CuHAPOM TPUCOMMUU MO KOPOTKOMY
nrevy 9-u xpomocomsl (9p+)

CuHOpom Kowavbero Kpuka (5p-)
Cunapom Opbenu (13g-)

Cungpom Bonbdha-XupwxopHa (4p-)
v ap.




DM Kolla4ybero Kpuka
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LIMOHHAas YacToTa cuHgpoma -

)HO 1:45 000

NIEH IeneLnen KOpoTKoro
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CuHAOpoOM Kowa4vybero Kpuka
(5p-) (Cunapom JlexeHa)

lposiBneHus 3aboneBaHus
> cneundcduyeckumn nnad, HanoMnHatrLLInn
KOLLa4ybe MsSIyKaHbe,

nyHoobpasHoe nuuo,

MbILLEYHAS TMNOTOHUSA,

YMCTBEHHOE N PU3NYECKOE He0Pa3BUTUE,
MUKpouedanus,

HWU3KO PacCroNoXXeHHbIe, nHoraa
necdopMMpPOBaHHbIE YLLIHbIE PAKOBUHBI,

AMUKAaHT,




