BbIlNOJIHUII CTYOEHT 'PYIilbl 208-1 : KPACHOB APTEM




N3 nctopum

-BnepBble NpuU3HaKkuy Nogen c
cuHgpomom [layHa onucan
aHrnmnckun spad >xoH JlaHrgoH JayH
B 1866T.

-PpaHLy3CKUN y4eHbIn XXepom
IlexxeH B 1959 r. obHapyxun
npuynHy cuHgpoma [layHa -
NULLHIOK XPOMOCOMY.




CuHOpom [JayHa
(Tpcomwmsa no
Xpomocome 21)

°— ogHa 13 dopM reHOMHOM NaTosiIornu,
Npun KOTOPOW Yalle BCEro KapuoTun
npeacrtasneH 47 XpoMocoMamMm BMECTO
HOpMaribHbIX 46, MOCKOSIbKY XPOMOCOMGI
21-1 Napbl, BMECTO HOPMAarbHbIX ABYX,
npeacTaBneHbl TPEMS KOMUAMM.

o CyulecTByeT elle aAse oopMbl AaHHOIO
CUHAOpPOMA: TPaHCOoKaLUAa XpOMOCOMbI 21
Ha Apyrve XpomMocombl (HaLle Ha 15, pexe
Ha 14, el pexe Ha 21, 22 n Y-XpoMoCcoMmy)
— 4 % crny4yaes, U MO3anyHbI BapuaHT
cuHgpoma — 5 %.
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[lopogoBasa guarHocTuKa

B Poccun bepemMeHHbI€ XXEHLWNHBI B YACTIE NPOYNX NCCegoBaHUM
NPOXOAAT CKPUHWUHI Ha NpeaMeT BEPOSATHOCTU POXAEHNA pebeHKa C
cuHgpomom [layHa, ¢ gpyrmmu aHeynnonamamMmum (CUMHAPOMBI
oaBapaca, [aray, TépHepa u T. 4.) 1 ¢ AedPEKTOM pa3BUTUS HEPBHON
TPYyOKM (pacuiensieHme No3BOHOYHMKA, Ha3biBaeMoe Spina bifida).

PacuyeT pucka npom3BoanTcd Nno TPEM nokasarenam, ¢ y4eTom
BO3pacTa XEeHLUWUHbI:

*KONMU4YECTBO acCOLMMPOBAHHOIO ¢ 6bepeMeHHOCTbIO NasMeHHOro
npoTenHa A;

=KONIN4eCcTBO CBOOOAHOM B-CyObeanHMLbl XOPUOHNYECKOTO
roHaJoTPOMNMHAa YENOoBEKa;

*yNbTPa3ByKOBblEe NPU3HaKK (yBennyeHne o6béma XMaKoCTM B
BOPOTHMKOBOM MPOCTPaHCTBae, yKOPOUEHIEe KOCTEN HOCa,
YKOPOYEHHbIE KOCTEWN roNieHN, UBMEHEHNE CTPYKTYP Mo3ra 1 apyrme).




«CUHOPOM
[ayHa»

-YacTtoTa poxaeHua neten ¢ CMHOPOMOM
[ayHa npumepHo 1 Ha 600-800
HOBOPOXOEHHbIX.

Cywecmeyem 2 duacHo3a:
1 bones3Hb [layHa (ncnonbayetcsa B Poccun).

b
[1CvHgpom [ayHa (obuemmpoBas i
#

NpakTuka).

CvHgpowm [layHa He siBnsieTcs
oonesHbio!!!



CnMmntTomMaTuka

°MNOJINSHAOOKPNHHBbIMU HApPYLLUEHNAMMU
DGSJ'II/IL-IHOVI CTEeNneHn TAXXeCTMW,

> MHO>X€CTBOM MOPOKOB BHYTPEHHUNX
OpraHoB;

° MOHMXXEHHOW COMPOTUBMNAEMOCTbIO K
MHAEKLMOHHBIM 3a00reBaHNAM;

°HapPYyLEHNAMU rNo3HaBaTeSIbHOM
NeATenbHOCTM BNMOTb A0 UANOTUU UNU
NMMOEeLnnbHOCTMW.




KnnHunka HapyLueHU4

“MOHIOMOVAOM (CKOLLEHHbIN pa3pes y3kMx ma3c == 9

HaBKMCalLLEN CKNaaKon Hag BEPXHUM BEKOM);
*MasieHbKMN HOC C LLUMPOKOU NSIOCKON NepeHOoCHULIEN %,
= 0edoopMNUpPOBaAHHbIE YLLUHbIE PAKOBUHbI;
*NMONYOTKPbLITbIN POT;

=He[lopa3BuTast BEPXHSAS U BbICTyNaloLas HUKHAS
YerCTU;

= MITOCKMIN 3aTbINOK;
“HapyLleHne MOTOPUKN N PU3NYECKOro pasBUTUS;

*HU3KNWN POCT.




dakTopbl BNUAOLMNE Ha BEPOATHOCTb
poXaeHna pedbeHka ¢ JaHHbIM CUHOPOMOM

= HEMOJT00N BO3pacT poauTenen: =a TaKkKe, Kak HM CTpaHHO, BO3pacT
MaTb cTapLue 35 neT, otey ctapwle 45 06abyLuKM N0 MaTtePUHCKON NMTUHUMN.

ner «['pnyem nocnegHNn N3 YeTblpex

= C/TMLLKOM MOJ1010M BO3pacT Matepn  pakKToOpoOB OoKa3arica Hamboree

(0o 18 neT) 3Ha4YnmMmbIM. HYem ctapLue bbina
6abyLuka, Korga poxana godb, Tem
BbllLE BEPOATHOCTb, YTO Ta POAUT eun
BHYKa U BHYYKY C CUHAPOMOM
[layHa. OTa BEpOATHOCTL BO3pacTaeT
Ha 30% C KaXOblM roaom».




CTpyKTypa NCUXMUYECKOro Heaopa3BUTUA OETEN C
cuHapomom [layHa cBoeobpasHa:

*peYb NOABNAETCA NO34HO N HA NPOTAXEHNN
BCEW XXMN3HW OCTaAETCSH HEOOPA3BUTON,
NOHMMaHMe peyn HegoCTaTOYHOE, CNoBaPHbLIN
3anac 6egHbIN.

*“TPYAHOCTN B OCBOEHUU PeYn y OeTEN C
cuHgpomom [layHa cBs3aHbl C YacTbiMU
NHMEKUNOHHBbIMKN 3aboneBaHNAMU CpeagHero
yXa, CHMXXEHMEM OCTPOTbI Cryxa, NOHMKEHHbIM

MbILLEYHbIM TOHYCOM, MalnieHbKOW MOJSI0CTbLI0

MNPV PasBUTUN PEYN CYLLIECTBEHHOE 3HaYEHNE UMEIOT
TaKTUNbHbIE OLLYLLIEHWNSI BHYTPWU POTOBOW NOMOCTH, AETH
HEepPeaKOo NCNbITbIBAOT TPYAHOCTM B pacno3HaHUM CBOUX
OLLIYLLIEHWIA: NIIOXO0 NpeacTaBnstoT cebe, rae HaxoauTcs
A3bIK U Kyaa ero crieqyeT NOMecTUTb AN TOro, YToobl
MPOU3HECTM TOT UM NHOW 3BYK

"B (OOPMMPOBAHUM CMTIOCOBHOCTU K pacCy>XOeHUIO U
BbICTPaMBaHMIO oKa3aTENbLCTB AEeTU C CUHAPOMOM
[layHa ucnbITblBaOT 3HAYUTENLHbIE 3aTpyAHEHUA. [eTu
TpyaHee NepeHoCAT HaBbIKN N 3HAHUS U3 O4HOW
cuTyauuu Ha gpyryto. AGCTpaKTHbIE MOHATUS, B YHEOHbIX
ancumninHax HegoCTYMHbI ANA NOHUMaHuSA. Takke
MOXET ObITb 3aTPYyAHEHO YMEHME peLlaTb BO3HUKLLNE
npakTuyeckune npobrnembl. OrpaHNYEHHOCTb
npeacTaBneHnn, HegOCTaTOMHOCTb YMO3aKIMO4YEeHH,
nexaltinx B OCHOBE MbICIIUTENBHON OEATENBHOCTH,
aenaoT ans MHOrMxX geten ¢ cuHgpomom [ayHa

HEBO3MOXHbIM 00y4yeHue

OTAESIbHbIM LLKOSIbHbIM NpeaMeTam



=[ETW C CMHAPOMOM [layHa He YMEIT U He MOTyT = DONbLUNHCTBO M3 HUX NOOMNbLITHLI 1 06NagaoT
NHTErpupoBaThb CBOM OLLYLLIEHUS! - OAHOBPEMEHHO XOpoLLen noapaykaTenbHOM CNOCOOHOCTbIO, YTO
KOHLIEHTPUPOBAaTb BHUMaHWe, cryLlaTtb, CMOTPETb U CNOCOBCTBYET NPUBUTUIO HABbLIKOB

pearnpoBaThb U, CNeaoBaTENbHO, HE UMEIOT caMoobBCNyX1BaHWSA 1 TPYAOBbIX MPOLECCOB.

BO3MOXHOCTM B OTAEMbHO B3ATbIi MOMEHT BPEMEHU .

06paboTaTb CyrHarbl boriee 4em OT OGHOTO “—/POBEHb HABbIKOB Y yMEHIIA, KOTOPOro MOFYT
[0OCTVYb AeTU ¢ cMHApomMoM JlayHa, BecbMa

pasnuyeH. 1o 0byCrnoBNeHO reHETUYECKUMU U

pasapaxuTens

*HO, HECMOTPSA Ha TAXECTb UHTENNEKTYyanbHOro
nedekta, aMounoHanbHasa cdepa octaeTcs
NpakTU4eCcKkn coxpaHeHHon. Jltogm ¢ gaHHbIM
CUHOPOMOM MOTYT ObITb JTACKOBbIMU, MOCIYLLUHbLIMN,
nobpoxenatenbHbiMU. OHU MOTYT JTHOOUTD,
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YcnewHbie 100U ¢ CUHOPOMOM
[layHa




KapeH [[appHN

KapeH 'adppHM 34 roga 1 oHa pykoBoAUT
HEKOMMepPYECKOW opraHn3aLlmnen,
rnomoratoLlien agantaumm B obLiecTse
OETAM C orpaHNYeHHbIMU BO3MOXXHOCTAMMU,
B YaCTHOCTU, ¢ cuHapomom [ayHa.
HecmoTpa Ha napann3oBaHHYHO NIEBYHO HOTY,
OHa cTana nepBblM YeNOBEKOM C CUHAOPOM
[ayHa, cymeBLUMM nepennbiTh J1a-MaHL.
[Tocne atoro N'addHM ycTaHoBMUNA eLle
HEeCKONbKO pekopaoBs, cTana 30J510ToU
MeaanmcTkomn NapanumMnunucknx urp.
HegaBHO OHa nony4una guniom NoYeTHOro
OoKTopa YHusepcuteta [loptneHaa, wrar
OperoH.
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Tum Xappuc

- Tm Xappuc — ycnewHbIn
pecTtopaTtop. EMy npuHagnexut Tim’s
Place, «camMmbI OpY>KEMNMOOHbIN
pecTopaH B MUPE», KOTOPbIN
npeanaraet NnoceTuTensam, NOMMmo
TPaanUMOHHBLIX Oritoa, becnnaTHble
00bATUS Tuma. C MOMEHTA OTKPbITUS
pectopaHa B 2010 rogy Trum oBHSM
bonee 22 TbiCAY YEernoBekK.




[1>xemmun bproap

bproap nonyymna N3BeCTHOCTL 3a
BOMSIOLEHHbIE 0bpa3sbl B cepuane
'AMEepUKaHCKaa UCTopuS y>xacos'
('American Horror Story'). OHa cTana
nepBou MoAenbio ¢ CUHAPOMOM
[layHa, oeunupyrowien no nognymy
Ha nokase ypoBHs Hegenu mofpbl...
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