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BBEOEHWE

CnHgpom [ayHa (Down's Syndrome) Bo3HMKAET B pe3yJibTaTe reHETUYECKON aHOMaaun. BnepBbie npu3sHakm
nogen ¢ cmnHapomom layHa onucan B 1866 rogy aHrnMNckuin Bpad Oy)koH JIsHrgoH fayH (Down), 4be umsa u
MOC/Y>XWNJI0 Ha3BaHMeM A8 AaHHOro cnHapoma. MNMpuynHa e cnHgpoma bbina obHapyxeHa nuwb B 1959 rogy
dhpaHUy3CKNM y4eHbIM XKepoMoMm JlexxeHoM (Lejeune).

CMHOPOM BO3HMKAET M3-3a NPoLLecCca pacxoXX4eHNs XpoMoCcoM npu obpasoBaHNM raMeT (SALLEKIETOK U
CcrepmaTo30Ma0B), B pe3yJsibTaTe 4yero pebeHok nonyyaeT oT MmaTtepu (B 90% cnydaes) nam oT oTua (B 10%
c/lyqaeB) NNLWHIO 21-t0 XxpoMocoMmy. Y 60bLUMHCTBA 6ONbHLIX CMHAPOMOM [layHa uMeeTcs Tpy 21-X XPOMOCOMbI
BMECTO MOJIOXKEHHbIX ABYX; B 58% cny4YaeB aHOManus CBsizaHa C NPUCYTCTBMEM He LesloN NNLWHEN XPOMOCOMbI, a
ee (pparMeHTOB.

Mo cTaTucTnke BceMmpHom opraHn3saumnm 34paBooXpaHeHNs, C AMarHO30M «CMHAPOM [layHa» poXXAaeTca KaXkAbli
700-800-n mnageHew, B Mype. 9TO COOTHOLLEHNE OANHAKOBO B pa3HbIX CTPaHax, KJIUMMAaTUYECKUX 30HaX U
coumanbHbIX cnoax. FeHeTnyecknn cbon NpPoncxoamT HE3aBUCMMO OT obpasa XXN3HW poauTenemn, nx 340poBbS,
npuBbl4eK N obpa3oBaHUsA. UMeHHO 3TUM 1 06 bACHAITCA pealibHble TPYAHOCTU, Hen3be)XHO BO3HMKaoLWwme nepeg,
Me[CecTpon, OCyLLeCTBASALWeEN yXo 3a nauneHTamMmm AaHHOW KaTeropumn. Bce Bbilen3noXXeHHoe onpegenseT
AKTYyaJIbHOCTb U HEOHXOAMMOCTb U3YyYEeHUS BAUSHUSA POSIN CPefHero MeAnLMHCKOro nepcoHana B peabnnntaumm
heTen c cmHapomoMm JlayHa.

Llens nccnenoBaHusa - U3y4mTb 1 NpoaHanM3npoBaTh peabunnTtauunio geTen ¢ cuHapomom ayHa.

3afavn nccnepoBaHus:

1) N3y4unTb TeOpeTnYeCckne acnekTbl CMHgpomMa [ayH;

2) coBeplwnNTb aHanns peabnnutaumm geten c cMHApoMoM ayHa;

3) BbIABUTb 3HA4YMMOCTb paboTbl MEANLIMHCKON CEeCTPbl B BOCCTAaHOBJ/IEHMN 340P0BbS.

JTABA 1. TEOPETUYECKWE ACIMEKTbI 3ABOJIEBAHNA CUHOPOMA OAYH
1.1 MpuvYKrHbI, AMarHoCTMKa n nevyeHune 3aboneBaHus

MprYrHOM poXXKOEHNA AEeTEN C CMHAPOMOM [layHa ABASAETCSA NpeBbILIEHNE FreHeTUYeCKoro MaTtepuana B 21 nape
XPOMOCOM (TPUCOMUSA). ITO O3HAYAET, 4TO Npu cuHApoMe [layHa NnoABAsSeTCsa AoNoNHUTENbHaa 47 XpoMocoMa, B
HopMe nx 46 vnu 23 napsbl.

daKTOpPOM, KOTOPbIA BANAET Ha BO3HWKHOBEHWE 3TOM0 COCTOSHMSA (ANCHYHKUMA cneumndmnyeckoro benka Bo Bpems
OeNleHNs TeHeTUYEeCKOro MaTepunana) aBaseTcsa Bo3pacT MaTepyn - CJIULLKOM paHHAA Uan No3aHas 6epeMeHHOCTb.
Ecnn Bo3pacT maTepun npeBbiwaeT 40 neT BEPOATHOCTb poXXaeHunsa pebeHka cuHapoMmoM [layHa 1:100 (cTaTucTumKa
B pa3HbIX NCTOYHUKAX BapbupyeTCs, UMeeT TEHAEHUMIO K BO3paCTaHUIO Yncna ciay4daeB). Takxxe BAMSAET 1 BO3pacT
OTLA, HO B MEHbLUEN CTerneHun. 9TO CBSA3AHO C TEM, YTO C BO3PACTOM Y MY>XX4YUHbI N XXEHLNHbI BO3pacTaeT
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BEPOSATHOCTb, 4TO B CepMaTo3oMaax u anuekneTkax He byneT HeobXO04NMMOro KomyecTBa XpOMOCOMHOIro Habopa.
C 3TOl uenbio BCeM KeHLWmnHam nocne 35 net Bo Bpemsa 6epeMeHHOCTN pEKOMEHA0BAHO NMPOXOANTb
rnepuHaTasibHYIO ONarHOCTUKY.

MpuynHOM Tak>Ke MoXKeT BbITb POACTBO MEXAY POANTENAMU, 3TO YBENYMBAET BEPOATHOCTb NMposaBeHns ntoboro
reHeTn4eckoro 3abonesaHus.

HenpaBunbHbIn 06pa3 XXN3HW, BpegHble MPUBbLIYKK, CTPEeCChl U NepeHeceHHble 3aboneBaHnsa BO BpeMs
6epeMeHHOCTHN, eCTEeCTBEHHO BAUSAIOT Ha pa3BMTME N04a, HO Ha BO3SHUKHOBEHME cnHapoMa [layHa B MeHbLuen
CTeneHwu.

BblHawmBaHmMe niaoga ¢ CMHAPOMOM [layHa COMpPS>XeHO C MOBbILLEHHbIM PUCKOM BblKMAbILWA: CAaMOMPOU3BOJiIbHOE
npepbiBaHne 6epeMeHHOCTU cnyYaeTcs npuMmepHo y 30% >KeHLNH Ha Cpoke 6-8 HedeNb. B ocTanbHbIX Clydasx
AeTun C cMHApoMoM [layHa, Kak rnpasuio, POXKAAITCA AOHOWEHHbIMU, HO UMEKT YMEPEHHO BbIPaXXeHHY0
runonnasuto (Maccy Tena Ha 8-10% Huxe cpefiHen). HecMoTpAa Ha pas/inyHble LNTOreHeTU4YeCcKmne BapmaHThbl
XPOMOCOMHOW aHOMannn, 60NbLUNHCTBY AeTel C CUHAPOMOM [layHa CBOMCTBEHHbI TUMUYHbLIE BHELLHNE MPU3HAaKW,
MO3BOJISAKOLLME MPEANON0KMNTb HAIMYME NMaTONI0r N y)Ke NpyY NepBOM OCMOTPE HOBOPOXKAEHHOIO HEOHATOJI0rOM. Y
aeten ¢ cmHapomoM JlayHa mMoryT 6biTb BblpakeHbl BCE UM HEKOTOPbIE U3 PU3NYECKUX XapaKTePUCTUK,
OMUCAHHbIX HNXeE.

80-90% peTten c cuHapoMoM [JayHa nMetoT YepenHo-AnLeBble AM3Mopdunmn: yrnaoweHHoe NLOo U NepeHocuuy,
6paxmuedanunio, KOPOTKYIO LUMPOKYIO LIEK, MIOCKNA 3aTbINOK, AedopMaunio YLIHbIX PAKOBUH; HOBOPOXXKAEHHbIE -
XapaKTepHYI0 KOXXHYIO CKJIaAKy Ha wee. JIMyo oT/IM4aeTCAa MOHIOJIONAHbLIM pa3pe3omM a3, HaJlm4mem 3rnKaHTyca
(BepTMKaNbHOWM CKNaOKM KOXXW, MPUKPbIBAOLLEN BHYTPEHHWIA Yroa raasa), MUKPOreHnen, NosyoTKPbITbIM PTOM
4acTo C TONACTbIMU rybaMn 1 60NbLLINM BbICYHYTbIM A3bIKOM (Makporaoccuen). MblleYHbl TOHYC y AeTen C
cuHapoMom [ayHa 06bl4HO MOHUXKEH; UMEEeT MeCTO rmnepMobunsibHOCTbL CYCTaBOoB (B T. Y. aT/laHTO-akCMalbHasg
HeCcTabnnbHOCTL), AecdopMauns rpyaHON KNeTKN (KnnesmaHas nnm BOpoHKoobpasHas).

XapaKTepHbIMU PU3NYECKUMU NPU3HAKaMN CMHAPOMa [ayHa Cny>KaT KPOTKME KOHEYHOCTU, BpaxmaakTuams
(bpaxmnmesodanaHrmug), UCKpMBAEHNE MU3NHLA (KIMHOAaKTUANA), nonepeydHas («obe3bsHbsA») CKNaAKa Ha NafoHu,
LIMPOKOE paccTosaHue mexxay 1 n 2 nanbuyamm cTon (CaHganeeBmaHag wens) n gp. Npu ocmoTpe geten ¢
cuHapoMmom [ayHa BbigBAAOTCA 6enble NATHa NO Kpatlo pagyXku (NATHa bpywdunnbaa), rotnyeckoe
(apkoobpa3Hoe HEDO), HenpaBW/IbHbLIN NpPUKYC, 6opo3aYvaTbIN A3bIK.

Mpwn TpaHCNOKaUMOHHOM BapuaHTe cMHApoMa [ayHa BHeELHMe NpU3Haky NposBAAIOTCA OTHETIMBE., YeM Npun
MPOCTON TPUCOMUN. Bbipa>KeHHOCTb (heHOTUMa Npu Mo3anumnsme onpenensaeTcsa 4oSel TPUCOMHbIX KNeTOK B
cocTaBe KapuoTuna .

Y peten c cmHapoMoM [layHa 4yalle, 4eM y Apyrux B nonynaumm sctpedatoTcsa BMC (OTKpbIThIN apTepuraibHbIii
npoTok, OMXIM, OMMM, TeTpana ®anno n Oap.), Kocornasme, KatapakTa, rnaykoma, TYroyxoCTb, aNunencus,
NenKos, Nnopokn XKT
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