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CuHgpom [layHa

CnHapom [layHa - 3TO XPOMOCOMHOE HapyLlleHUe Ha reHeTUYECKOM YPOBHE, C KOTOPbIM poXKaaeTca npnbansnTensHo oanH ns 830
neven.

XpomocomHas ocHoBa cMHApoma [layHa

F'eHbl Ha JOMNONHUTENbHOM KONUK 21- XPOMOCOMbI HECYT OTBETCTBEHHOCTb 3@ BCE XapPaKTEPUCTUKM, CBA3AHHbIE C CUHAPOMOM
[ayHa. Kak npaBmo, Kaxaan KNeTka yeioBeKa CoAepsKMT 23 napbl PasHbiX XPOMOCOM. KarKaan XpOMOCOMa HEeCET reHbl, KoTopble
HeobXxo4MMbl ANA NPABUABHOTO PAa3BUTUA U NOAAEPKaHNA PaboTbl Halwero Tena. B KoHuenuuu, YyenoBeKk Hacneayet 23 XPOMOCOMb!
OT MaTepu (Yepes ANLEKNETKY) U 23 XPOMOCOMbI OT OTLA (Yepes cnepmaTo3ona).

OAHaKOo MHOTAA YeNOBEK HacneayeT AOMNONHUTENbHYIO XPOMOCOMY OT O4HOI0 U3 poauTenei. Yto Kacaetca cuHapoma [ayHa,
HamboJsiee YacTo YeNoBEK HacieyeT ABe Konun 21-i XxpoMocombl OT MmaTepu 1 ogHy 21-10 XpoMocomy OT OTUa, Y4TO B 06LLel
CNOXKHOCTU COCTaBNAET TPU 21-X XpOMOCOMbI. MMEHHO M3-3a TaKOro TMNa Hacnef0BaHWUA CMHAPOM [layHa Ha3bIBalOT TPMCOMMEN NO
21-o1h xpomocome. OKoso 95% ntoaelt ¢ cuHapomom [layHa HaceaytoT BCHO AOMNONHUTENbHYO 21-10 XpOMOCOMY.

daKTopbl pUCKa poxKaeHusa pebéHKa c cuHgpomom [layHa

EAMHCTBEHHbBIM M3BECTHbIM GaKTOPOM PUCKa Pa3BUTUA cMHAPOMa [ayHa y pebéHKa aBaseTcs BO3pacT maTtepu. Yem ctapue
YEHLLMHA B MOMEHT 3a4atus, Tem 60osiblie PUCK POXKAEHMA pebEHKa ¢ cuHapomom [ayHa.

Y pogutenei, y KOTopbIx poannca pebeHoK ¢ cuHapomom [layHa, cywectsyeT 1% pucKa 3a4aThb elwé ogHoro pebEéHKa ¢ CMHAPOMOM
[ayHa. Echv oguH ns poguteneit HoOCUTENb TPAHC/IOKAUUM € yyacTnem 21-i1 XpoMOCOMbI, TO PUCK YBENNYMBAELTCA. Y KEHLLUH C
cuHApomom [layHa cylectayeT 50-NPOLEHTHBIN PUCK 3a4aTuA
pebéHKa c cuHapomom JlayHa. Y oTua ¢ cuHgpomom [layHa puUCK
3a4aTna pebEHKa ¢ cMHapoMom [layHa TaKKe BbICOK.

CumnTOMbI M NPU3HAKKU cUHAPOMA [layHa

HecmoTpa Ha TO, UTO TAXKECTb cMHApPOoMa [layHa BapbupyeTca oT
NETKOM A0 TAXKENOM, y 6ONbLINHCTBA to4el C AaHHbIM CUHAPOMOM
du13MYecKMe NPU3HaKM LMPOKO y3HaBaembl. OHM B cebs BKIOYALOT: e

®  YNIOLWEHHOE NLO U HOC, KOPOTKas Wes, MaseHbKUii poT
MHOrAa ¢ 6ONbLINM, BbICYHYTbIM A3bIKOM, MasieHbKUE YLK,
pacKocble BBEPX [1a3a MHOTAa C HEGOIbLIMMM KOMKHbIMM
CKN1aikaMM y BHYTPEHHETO Yra (3NUKaHTanbHan CKAagKa);

e 6Hesnble NATHA (TaK)Ke U3BECTHbI Kak NAaTHa bpawounaa) Ha <
LBETHOW YacTu rnasa (pagy»Haa 060/104Ka rnasa);

L4 KOPOTKNE N LUNPOKUE PYKN C KOPOTKMMM NanblUamMn 1

o o single palmer
OAHOU CKNaAKOWU Ha NafloHN, LWUMPOKO cToALMe Apyr OoT crease, short bty s
Apyra nepsblit U BTOPOM NanbLbl CTYMHWU, yBENUYEHHbIE fifth finger that firat and second
curves imward toes and increased
CKNAAKU KOXKU; =kin cregses

.-

®  MOHMKEHHbBIN MbILWEYHbIX TOHYC 1 cnabble CBA3KKU; U




®  3aTOPMOXEHHOE Pa3BUTUE, POCT HUXKE cpeaHero, NPobiembl CO YTEHMEM, 3TaMbl AETCKOrO Pa3BUTUA HELOCTUKMUMbI.
KorHutuBHble HapyleHus npu cuHgpome [layHa

CvHapom [layHa ABNAETCA rNaBHOW NPUYMHON KOTHUTUBHbIX HapyLlweHUin (Npobiembl, CBA3aHHbIE C MbiLLIEHUEM U 0ByYeHnem).
KorHuT1BHOE pasBuTME YacTo 3aMeA/IEHHO, U Y BCEX NtoAel ¢ cuHapomom [ayHa HabatogaoTea npobaembl B 06y4eHUN Ha
NPOTAXKEHUWN BCEM KM3HU. NOKa NONHOCTLIO HEM3BECTHO, KaK A0N0HUTENbHAA 21-9 XpOMOCOMa NPUBOAUT K KOTHUTUBHbIM
HapylweHuam. CpegHUIt pasmep Mo3ra y nrogen ¢ cuHapomom [layHa Heb6o/1bLIOoN, U y4EHble OBHAPYKUAN U3MEHEHUA B CTPYKTYPE U
bYyHKLMAX onpenenéHHbix 0baacTeit Mo3ra, TaKMX Kak TMNMoKamn u MO3Ke4voK. bosiblie Bcero nameHeHbl QyHKLMUM U CTPYKTYpa
TMNNOKamna, KOTOPbIA OTBEYaET 3a yCcBOeHWE MHOPMaLIMKN M NamMATb. YUEHbIe NPOBOAAT YE/IOBEYECKME UCC/Ief0BaHMUA C
NCMO/b30BaHMEM IKCMEPUMEHTANbHbIX MOLE/EN KUBOTHbIX C CUHAPOMOM [layHa, YTO6bl BbIACHUTb, KAKME MMEHHO FeHbl Ha
OO0NONHUTENbHOW 21-1 XpOMOCOME NPUBOAAT K Pa3HbIM KOTHUTUBHbBIM HapYLUEHUAM.

Dpyrue 3aboneBaHun, cBA3aHHble ¢ cMHAPomom [layHa

CeppeyHble 3aboneBaHnA: Kpome KOTHUTUBHbIX HAapyLEeHWI, Hanbonee pacnpocTpaHEHHbIM 3a601eBaHNEM, CBA3AHHbIM C
cuHapomom [ayHa, ABNAET BPOXKAEHHbIM NOPOK cepaua. OKoM0 NONOBUHBI BCeX /IloAeN ¢ cuHapomom [layHa poxKaatoTcs ¢
nopokom cepaua. [aa HeKoTopbIx geTei Tpebyerca onepauma cpasy Nocsie Ux POXKAEHUA 417 UCNPAaBAEHUA AaHHbIX AedeKToB.

KenynouHo-kuweyHble 3aboneBaHua: HenyaouHo-KuweYvHble 3a601eBaHMA TaKKe pacnpoCTpaHeHbl cpeam Noaen ¢ CMHAPOMOM
[ayHa, ocobeHHO aTpe3ns NULEeBoaa, TPaXeonuLLEeBOAHbIA CBULL, aTpe3na ABEHAALATUMNEPCTHOM KULWKN UK e€ cTeHO3, 601e3Hb
MpwnpyHra u HenepdopMpPoBaHHbI aHyc. Y ntoaen ¢ cuHapomom [layHa 6onee BbICOKUI PUCK Pa3BUTUA FOTEHOBOW 6ONE3HW.
MHoraa TpebyeTca BOCCTaHOBUTE/IbHAA OnepaLus Npu KeayaouHO-KULWeYHbIX 3a601eBaHNUAX.

Pak: HekoTopble BUAbl paKa yalle BCTpeyatoTca y tofel ¢ cuHapomom [ayHa, Hanpumep, ocTpbiit IMM$oBNacTHbIN neikos (Tmn
paKa KpoBM), MUeNonAHan IeMKeMUA U paKk AndKa. Pexke BCTpeyaloTca TBEPAble ONYyX0M cpeau NoLei ¢ AaHHbIM CUHAPOMOM.

Cpegy opyrux 3aboneBaHuWil BCTPEYAKOTCA NOTEPSA C/yXa, YacTble BOCMAJEHUS CPELHErO YXa (OTUT CPeLHErO yXa), MOHUMKEHHas
bYHKUMA LWMTOBUAHOW Kenesbl (rnoTeprnos), HecTabmunbHOCTb WEWHOro 0TAeNa NO3BOHOYHMKA, HapyLWeHWe 3peHus, anHo3 BO
BpPEMsA CHa, OXXMpPEHUe, 3aMopbl, MNaJEeHYECKNe CYA0pOoru, SNuaenTuIeckue Nnpunaaku, cnaboymme n paHHne npusHakm 6on1esHm
Anbureimepa.

Y 0KO/10 NOIOBUHbI NHOAEN € CUHAPOMOM [layHa HabatoAatoTCA NCUXMYECKUE MW NOBEAEHYECKME HaPYLLEHMA, TaKMe Kak
paccTpoiiCTBa ayTUCTMYECKOTO CMEKTPa, CUHAPOM AedULmMTa BHUMAHMA U runepakTuBHocTu (CABI), Aenpeccus, cTepeoTUNHOCTb
ABUraTe/IbHbIX PacCTPOMCTB U 06CeCCUBHO-KOMMYIbCUBHOE PAcCTPOMICTBO.

JNleyeHue cuHapoma [layHa

HecmoTpa Ha TO, YTO M3BECTHa reHeTMyeckasa NpuYMHa cuHapoma [JayHa, B HacTosAwee Bpems 3aboneBaHue HeUsNeunmo.
Bnarofaps TEXHONOTMYECKUM LOCTUXMEHUAM Y4Y€Hble MOCTENEHHO HAYyMHAIOT MOHMMATb, KaKWe reHbl, NPUCYTCTBYIOWME B TPEX
KOMUAX XPOMOCOM, HECyT OTBETCTBEHHOCTb 33 OMpeAeNéHHble MPOABAEHUA CUHAPOMA [ayHa, HO 4TOObl MOAHOCTbIO MNOHATb
CNOXHOE B3aMMOAENCTBME MeXKAy reHamu, noTpebyeTca MHOro BpemeHu. B HacTosAwee Bpems NPOBOAUTCA MHOMO MUCCNeA0BaHMUM
ONA onpeneneHnsa NPUYNH KOrHUTUBHBIX HapylweHWU Npu cuHgpome [ayHa U A1 NOMCKa BO3MOMHbLIX NyTeMN sieuyeHus, KoTopble
MO Bbl NOMOYb B YCBOEHUW 3HAHWUIA.

[na HekoTopbIX Ntofei TpebytoTca BOCCTaHOBUTE/IbHbIE ONepauun AN e4eHns NOPOKOB CepaLa, *Keayao4HO-KULLEYHbIX
3abonesaHuit n gpyrux 6onesHein. HeobxoaMMO NPOBOANUTL PEryNApHbIE MeAULMHCKME 06Cnef0BaHMA AN1A 0BHAPYKEHUA ApYruxX
HapyLWeHWI, TaKUX KaK 3puTeNibHble PacCTPOMCTBa, BOCMANeHME CPeAHEro yXa, NoTepa Cyxa, TMNoTepmnos, OXKMpeHue u apyrue.



HE‘IQGHO-TepaHEBTM‘IECKOE BMeLaTeNIbCTBO B paHHEeM BO3pacTe un BocnutaTtesibHaa pa601'a C geTtbmMmu C CMHAPOMOM

JayHa

[Leteit c cuHapomom [ayHa, Kak 1 BCex APYrux Aetei, He06X0AMMO HauMHaTb BOCMUTLIBATL C MiadeH4ecTsa. Bo mHormx

yupeaeHusaxX npeanaratoT Nporpammbl 418 MaNeHbKUX AeTel Co cneumanbHbiMm noTpebHocTamM. MonesHbiMu MOryT 6biTb

neyebHO-TepaneBTUYECKME NPOrpammbl, BKIOYaA GU3MoTepanmio, TPYA0BYIO TEPanuUIo U JIoroneamnyeckoe neyeHue.

MoTpe6bHOCTM MNaAeHLEB U AeTeil A0WKOAbHOro BO3pacTa ¢ CMHAPoMom JlayHa

1.
2.
3.
4.
5.
6.
7.

Ona peteit c cuHapomom [ayHa, Kak U 419 BCEX APYTUX AeTel, O4eHb BaKHO
co3aaTb 6e30nacHyto 1 61aronpuATHYO cpeay, rAe OHU MOTYT YYUTbCA U OCBaMBaTb
4TO-TO HOBOE. B passBuTMM cnocobHocTen y feTeli ¢ cuHapomom [ayHa 6onbLuyto
pOob UrPatoT cembs, 0BLLECTBO M AOLWKO/bHbLIA 06pa3 KU3HM.

CoumanbHoe pasBuTME M coumanbHoe obyyeHne y AaHHbIX AeTell YacTo JOCTaTOYHO
Xopouwwue, 04HaKO pa3suUTUE APYrnx HaBblKOB, TAKUX KaK ABUraTe/ibHbl€ HAaBblKK,
peub U A3bIK, 06bIYHO 3aTOPMOKEHO. MIHOrMe AeTH ¢ cMHApPomMom [layHa nocTeneHHo
[0CTUratoT BONbLIMHCTBO 3TANOB Pa3BUTUA, HO HA NPOTAXKEHUM BCEW UX KU3HU Y HUX
CyLLEeCTBYHOT Npobaembl B 06y4EHUUN Pa3INYHOM CTENEHW.

B ob6wwem, aetn ¢ cuHapomom [layHa yalle 601et0T M y HUX Yalle HabaoaaroTes
HapyLWeHWA 3pEHMUA U C/yXa, B pe3y/ibTaTe Yero y HUX BO3HMKAIOT C/IOKHOCTU C
obyyeHnem. BaxkHO NpoBOAMUTL perynspHble MeauUNHCKUE uccnefoBanus. Y
HEKOTOpPbIX AeTel HabaoaatoTcs 6o1ee cepbE3Hble 3a4ePKKM B Pa3BUTUM,
NPUYUHAMK KOTOPbIX MOTYT BbITb MEAULIMHCKME UAN NCUXMYECKME NPOBIeMbl, TaKue
KaK anuaenTMyeckne npmnagku, aytmsm unm CABI.

MCTOYHUKN UHPOPMALINU:

HauunoHanbHoe o6LecTBo Ana nogen ¢ cuHapomom fayHa - http://www.ndss.org/
HauunoHanbHbIN KOHrpecc 4na agen c cuHapomom JayHa - http://www.ndsccenter.org
bnaroteopuTenbHan opraHusauma «Mapuw gaimos» — http://marchofdimes.com

LleHTpbl no KoHTpoto 3a6onesaemocty - http://www.cdc.gov/ncbddd/birthdefects/downsyndrome.html

AMepuKaHCcKasa akagemua neguatpum — http://www.aap.org
Ob6uiecTBoO AeTel ¢ orpaHMYeHHbIMM cnocobHocTamM wrata MNeHcunbBaHus - http://www.health.state.pa.us/skn

[HenaptameHT 06pa3oBaHuA wTaTta MNeHcnnbBaHNA —
http://www.pde.state.pa.us/portal/server.pt/community/pennsylvania department of education/7237

[enaptameHT 3apaBooxpaHeHns wrata MNeHcnabBaHUs -
http://www.helpinpa.state.pa.us/HelplnPA/agencysearch.aspx
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