BEJIOPYCCKUI T'OCYJAPCTBEHHBIIT
ITEJATOTMTYECKII YHUBEPCUTET um. M. TAHKA

HMHCTUTYT NMHKJITO3HMBHOI'O ObPA3OBAHIIA

KA®EJIPA KOPPEKIIIOHHO-PA3BHBAIOIIIIX
TEXHOJIOT HII

OCHOBBI T EHETUKHN YE/IOBEKA
CuvuHAapoMm JaBapaca
HOoueHT O.JI.HUKOJIAEB



CuHpgpom :-)'.qeap.qca (CUHOPOM
Tpucomum 18) — BTOpOE NO YacToTe
nocne oonesHn LlayHa XpOMOCOMHoOe
3aboneBaHne, xapakTepusyeTcd
KOMMAEKCOM MHOXECTBEHHbIX
MOPOKOB pPa3BUTUA U Tpucommen 18
Xpomocombl. OnucaH B 1960 rogy
[xoHom 3BaBapacom (John H.
Edwards). [NonynaunoHHaga 4yactora
npumepHo 1:7000. [IeTn ¢ Tpucommnen
18 valle poXxaarTCca Yy NOXUNbIX
MaTepeil, B3auMMOCBA3b C BO3pacToM
MaTepu MeHee BbipakeHa, YeM B
clyyaax TpucomMmum xpomocombl 21 u
13. N4 XeHLWWH cTaplie 45 neT pUck
poanTb O0NbHOro pebeHka
coctaBnget 0,7 %. [1eBOYKK C
CUHOPOMOM 3ABapAca POoXKAakTCA B

TPW pasa Yalle MansyYnKoB.
-1 MyShared




CuHapom 3aBapAaca

Ans noAgreepgeHus guarHosa
cuHApoMa 3fBapAca W gasbHenero
MegVKO-f eHeTUYEeCKOro

NPOTrHO3MP OBaHNS COCTOSHUSA
340pOBbLA Gyaywero noToMmcrea
poawuTesniei NoKasaHo NpeHaraibHoe
KapuoTunupoBaHue naoga.

Ans cBoeBpeMeHHON gNarHocTUKN
3aboneBaHMsa NpUMeHsieTCA
LYUTOreHeTUYECKoe uccsiejoBaHmne;

AvdhpepeHynansHas guarHocTuka
NPoBOAUTCS C BPOXKAEHHBIM
rMNoTUpPeo3om, Apyrumu o pmamm
XPOMOCOMHbIX aHOMasIiA.
LiuroreHeTnyeckoe uccaegosaHue y
AeTel NoKasaHo U NPU NOAO3pEeHUN Ha
cuHgpom JlayHa, U Npn KIMHUYEeCKH
yCTaHOB/IEHHOM fUarHo3e, NoCKO/IbKY
YUTOreHeTUYecKan xapakrepmcrmka
nayueHta Heo6xoguma A48 NpPorHo3sa
340pOBbA OyAyuMX feTeil y pogurenen
M UX POAC TBEHHUKOB.




CuHapom SaBapaca — tpucomus 18

w ;
} ¢ KnVHWYECKME NPU3HAKN: 3a0epXxKa
o~ NPEHaTabHOro PasBUTIS,
MHOXECTBEHHLIE MOPOKN PA3BUTUA
yepena (MarieHbKasi HMKHSS
YEeSICTb, Y3KWE [1asa), cepala,
[ORGBON M NULLEBaAPUTENBHON
2 CUCTEMBI, CANHHOMOBIOBaS [PhIXa,
? pacLUEnVHA RYObI, CPALLEHVE NN
KNCTHI OYEK:

3 ¢ [V HacneneBaHnd — TpncomMmnd 1.
r L ¢ llonyidunoHHagYacTona: 1 - o000

oy

[MNnoreHuTanniMm y mManb4uka
(KpunTOpPXU3M, runocnagus)




CuHapom SaBapaca

CumMnToMsl

Yacrora BcTpeyaeMocTH, %

Tsixenas 3agepxka NCUXOMOTOPHOTO ¥ DU3HU- |

YECKOro pa3BUTHUA

3aTpyaAHEHHUs NMPU INIOTaHUM, NMPODIEMBI
C KOPMJIEHUEM

Hu3kast Macca tesa npu poXIACHUHU
[uneproHyc

[Mopoku FOJIOBHOIO H CINIHHHOIO
vosra | MedUpiver com

O’ MegHIARE,.
Mcnuuromuenouene

BricTynaowmit 3aTb1oK

HH3KO nocaxeHHbIE, YPOMIMBLIE YLIU
[1ro3, 3nuKaHT, MUKpodTaIEMUSA
PacuienuHa ryobl U Heba
MukporHaTus

Kopotkas wesi ¢ U30bITOYHOCTBIO KOXH
Koporkas rpyauHa

BpoxaeHHbii nopok cepaua (06bYHO aedekT
MEXCKENYAOUYKOBOM IMEPEropoaku)

OBeHTepauus aMadparmol
[laxoBasi ¥ nynoyHasi rpbIXu
IMunopocreHo3

100
100

100
65
30

15
90
90
30
15
90
60
90
95

30
60
30



Tpucommna 18 — CUHAPOM
JaBapaca
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CvHapomMm 3aBapaca
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KapnoTtun 4yenoBeka € CMHAPOM TpucoMumn 18
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Puc. X.7. KapHOTu nips CHHIpOME Iananaca.
Tpocras noisan rpucomms 18 (47, XX, +18)



D,on Mxoueoban 24l
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CuHapom daBappaca
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CuHapom daBappaca




CuHapom 3aBapAaca




@ npO.D,OH)KVITeJ'IbHOCm
NMporHos KU3HW [ieTel ¢

6%% neten ymmparoT
B BO3pacTe 0 3 Mec,
. [0 roga aoxusaeTt
b 5-10 %.
OCHOBHON NPUYNHOU
CMepTU cnyxart
OCTaHOBKa AblXaHUS
N HapyLleHns
paboTbl cepaua.
OcTaBlunecs B

XUBbIX — ryboKune
ONUroPpEHHI.
yShared






