BceMupHbIv oeHb nogeun ¢
cuHgpomom [layHa

21 mapta B MMpe exerogHo otme4vaetcAa BcemupHbIn aeHb niogen c
cuHgpomom [layHa - 3aboneBaHueM, BO3HMUKawWMM B pe3ynbTaTe
reHeTU4eCKOM aHomManuu, npu KOTOpPOM B oOpraHuamMe YernoBeka
nosiBNSIeTCA AONONIHUTENIbHAasA XpOMOCOMa.

BnepBble oH 6b1n1 npoBeaeH B 2006 roay.

PeweHne o npoBegeHun AOHA  ObINIO NPUHATO  NO MHMLUMATUMBE
MexayHapoaHou (IDSA) n EBponenckoun (EDSA) accounaumm layH-cuHApOM Ha VI
MeXayHapoaHOM cuMno3uyme no cuHapomy [layHa, KOTOpbIM npoxoausn
B NManbma-pe-Manopka (UcnaHus).

B pekabpe 2011 ropa NeHepanbHasa Accambnea OOH npeagnoxwuna c 2012

ropa oOTMe4vaTb 3TOT [AeHb BCeM rocygapctBaM UM MeXAyHapoOAHbIM
opraHusaumsim, 4YToObl NOBbLICUTbL YPOBE€Hb MWHMOPMUPOBAHHOCTU oOOLleCcTBa
o cuHapome [layHa.

OeHb U Mecsy AnNa 3Toro cob6biTUs ObiNM  BbIOpaHbl He CIly4aHO — OHM
CUMMBOJIUYECKM OTpaxkarT npupoay BO3HUKHOBeHUs natonorun. MapTt BbiOpaH
noTomy, 4to cuHapom [layHa npeacrtaBnsieT cob6on Tpucomuro (MapT — TpeTumn
mecsy roga) no 21 xpomocome (noatomy u 21 mapra).
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Cungpom [layHa BnepBble onucan B 1866 roay OputaHckuu Bpayd [PKOH
NanrpoH fayH. MoyTtu cto net cnycTa, B 1959 roay, opaHuy3ckun yyeHbin XKepom

NexeH obocHoBan reHetTn4yeckoe npoucxoxapeHue 3TOro cnHapoma.

CVIHD,pOM JayHa — 3aboneBaHue, BO3HUKaKOLlee B pe3ynbTaTe

reHeTU4eCKOM aHoManuu, Mnpu KOTOPOM B OpraHU3Me uYerioBeka NOABNSAETCA
OOnoJiHUTeNbHaA Xpomocoma (BMecTo ABYX Xpomocom 21 npucyTcTByeT TpM);
B pe3ynbTaTe obLiee KONIM4eCTBO XPOMOCOM CTaHOBUTCH paBHbIM 47, Toraa Kak B
HOpPMe OHO AOJMKHO paBHATLCA 46.

Bonee peakue hopmbl cuHapoma [layHa — mMo3anyHasi (Mpyu KOTOPon YacTb

KNeToK uMeeT NnaTosfIorM4ecKUn, a 4vyactb HOpMarnbHbIM Habop XpomMocom)
M TpaHCnokauuMoHHaa (obycrnoBneHa ©Gonee CrMOXHbLIMU  XPOMOCOMHbLIMU
HapyLleHUAMM).
Cunppom [layHa siBnsieTcs Hanbornee 4acto BbIABNAeMON reHHon natonorven. OH
pacnpocTpaHeH BO BCeX peruoHax Mupa W He 3aBUCUT OT KayecTBa XMU3HU
M COCTOSIHUA 340poBbA poauTenen. NMpUiYnHbI BO3HMKHOBeHUs cuHapoma [layHa
[0 KOHUA He nsyyYeHbl. OQHUM U3 BbIsIBNIEHHbIX PaKTOPOB, KOTOPLIN yBeNnu4YnBaeT
pPUCK pa3BUTUA aHOManNuu, ABNSIETCA Bo3pacT maTtepu. PUck pa3Butua cuHgpoma
[JayHa npu 6epeMeHHOCTM yBenu4YMBaeTCA Y XKeHWUH cTtapwe 35 net, ogHako
3a cyeT 6onee BbICOKUX KOI((PULMEHTOB POXKAAEMOCTU Y MONOAbIX >XEHLUUH,
80% peten c cnHapomom [layHa poxaaroTcs y XKeHLWMUH monoxe 35 ner.

Bnarogaps pa3sBATUIO OUAarHOCTUKU, Hanuuue cuHapoma [layHa y pebeHka

MOXeT ObITb BbIIBIIEHO €elle BO Bpemsi 6epeMeHHOCTU. [InA 3TOro npoBogAaTcs
crneuymanbHble CKPUHUHI-TECTbl, KOTOpble BKJIIOYAKOT B Ceb6A aHanum3 KpoBw,
onpegensiloWUN  KONIMYECTBO  pPa3fiMMHbIX BewecTB B KPOBM  MmaTepwm,
M yNnbTpasByKoOBOe uUccnepgoBaHMe nnoga. bonee  ToYHbIMM sABRsOTCA
nccregoBaHUsS OKOJOMMOAHbIX BOA4 U 3MOPUONOrnyecKMxX CTPYKTYp, OQHAKO fpaxe
OHU He MOryT NOMOY4b onpeaenuTb cuHapom B 100% cny4aes.

Kaxabin rog NPUMEpPHO oT Tpex 0O NATH ThiCAY
heTen poxagarTcac cmHgpomomMm JlayHa. 3TO XpPOMOCOMHOe pacCTpPOMCTBO
BcTpeyaeTca y oaHoro mnaaeHua u3 1000-1100 HOBOpPOXAEHHbIX.

Mo DaHHbIM ¢doHaa "NayHcaunp An", B Poccun
eXerogHo poxaaetcsi okosno 2,5 TbicAYM aeten ¢ cuHapomom [layHa. 85% cemen
OTKa3bliBakOTCA OT HUX B POAUNIBHOM AOMe, B TOM 4uClie MO peKomeHaauuun
MeAULMHCKOro nepcoHana.

Yacto petm ccuHapomom  [layHa OTCTaKOT B pa3sBUTUM  aHaANIUTUYECKOro

MblWIeHnA, B Apyrux obnactaAx OHM pa3sBuBarOTCA M™MeAarneHHee, 4YemM UX
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CBEpPCTHUKN, HO MOryt AgocCcturatb HOPMaAJNIbHOrNro YpOBHA pa3BUTuUA, XOTb
N HECKOJTIbKO NO3Xe.

MHorve w3 Hux MOryT OCBOUTb npodeccur, AOCTUYL OMNTUMANbLHOroO

KayecTBa XXU3HM M 3a60TUTLCA O cebe camocTosiTenbHO. YenoBek ¢ CUHAPOMOM
[ayHa MoxeT nony4mMTb BbiCllee oOpa3oBaHMue, YyCTPOUTLCSA Ha paboTy U 3aBecTH
CeMbHo.

MpoAoMKUTENBbHOCTL XWU3HU nNoaen ¢ cuHapomom [layHa B nocrnegHue roabl

pe3ko Bo3pocna u coctasnsiet okono 60 net (B 1983 roay — 25 ner).

Mpn 3TOM XU3HEHHO BaXHoOe 3Ha4yeHue Ansi pocta W pa3sBUTUA AOeTen
c cuHgpomom [layHa wumeeT [OCTyNn K MEAULIMHCKOMY  OOGCRyXUBaHUIO,
nporpaMmam paHHero BMeluaTeNlbCTBa M MHKMNIO3UBHOrO obpa3oBaHMA, a Takxke
npoBeAeHMe COOTBETCTBYHOLMNX MeAULIMHCKUX UccreaoBaHUM.

B Poccuum numgepom B obOnactM oOKasaHUsi paHHEM  MCUXOnoro-
negarormyeckom U coumanbHOM NOMOLLM AeTsM ¢ cCUHAPOMOM [layHa U X CeMbSiM

ABnseTca bnarorBoputenbHbin ¢poHA "OdayHcang An", co3pgaHHbIn B 1997 roay.

B 2015 rogy cocTtosnocb Bpy4YeHue nepson B Poccum GnarorBoputenbHoOm
npemun B obnacTtv noadepXku aetem c cuHApomom [layHa, opraHM3oBaHHOM
cdoHgom. E€ naypeatom ctan npocBetutenbckun npoekt MUA "Poccusa cerogHa”

"XXu3Hb 6e3 nperpan”.
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