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nHapoM llpagepa-Bunnum - pegkoe
Hac/ieIcCTBeHHOe 3ab0jieBaHUe, TPUYHUHON KOTOPOTO
Yalle BCero siB/isieTCst OTCYTCTBHE OTIOBCKOM KOITHH
MPOKCHMA/ILHOTO yYaCTKa JJIMHHOTO TjIeYa 15
XpoMocoMblI (15q11-13). YacToTa BCTpeYaeMOCTH -

1:12 000-15 000 XUBOPOXXAEHHBIX MJIaJCHLEB.




OTnonoruga:

leneriyisi TPOKCUMAa/IbHOTO YYaCTKa JJIMHHOTO IIeva
15 XpOMOCOMBI (15¢11-13) , yHAC/IeIOBAHHOM OT OTIIA
(70-75%)

OKO0J10 YeTBEepPTH CTy4aeB 0OyC/IOBIEHO
OLHOPOAUTETbCKON JUCOMHEHN 15 XPOMOCOMBI
(upd(15)mat)

B He3HauMTETLHOM YUCJ/IE C/TyYAa€eB CUHPOM CBSI3aH C
HapylleHHeM UMIIPUHTUHTA UIN Ha/IMYHeM
cO6a/TaHCUPOBAHHOW TPAHC/IOKAIIUY C TOYKOM pa3phiBa

BHYTPHU y4aCTKa IIPOKCUMAIBHOIO YYaCTKA AJTMHHOTO
1ieda 15 XpOMOCOMBI (15q11-13)



dopmbl

KimaccnyecKM NI TUIITMYHBIN
¢deHOTHI pa3BHUBaeTCs NMPU MYTalliH, KOTOPAs
MPOM30IIJIA B FeHaXx OTIIa.

Bropoii peHOTHIT MeeT OoJjiee IETKHe CUMITTOMbI, 1
peO6EHOK MPAKTUYECKU HE OT/IMYAETCS IO UHTEIEKTY
OT CBOWX CBEPCTHUKOB. [Ipu 3TOM MyTatius
MIPOMCXOUT B T€HAX, KOTOPbBIE TOCTAIOTCS PEOEHKY OT
MaTepH.

Tperunit Tun siBisieTcs1 caMbIM TsDKeEAbIM. [ losgBasieTcst
Ha poHe MyTall B MAaTEPUHCKUX T€HaX TN00 Ipu
Ha/IMYUU JOTIOJTHUTEIbHOM 15 XPOMOCOMBI.
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xapaKTeprl (nepBad cba3a)

® 710 pOXKAEHMS: HU3Kas MOABKHOCTb IJIOJA;
® YacTo — HeNpaBWIbHOE MOJI0)KeHUE TJI0Aa;
® nucnia3us Ta300eIpEeHHBIX CYCTaBOB;

Avcnnasua cycraea HopmanbHbiit cycTas




® cHmKeHMe pedieKca COCAHUS TTOCIe POXAEHUS, a
MHOT/IA MOYKET OBITH ITOJTHOE €T0 OTCYTCTBHE.

©® NOHIKEeHHBIN MBIIIIEYHbBIM TOHYC (TUITOTOHYC);
MMOHVDKEeHHAs! KOOPAWUHALMA ABU)XEeHUM,

Hypotonia
(decreased
muscle tone)




Topas ¢a3za:

® o)XMpeHHe; CKJIOHHOCTh K IepeeiaHuIo (Jaiie
IIPOSIB/ISIETCS K 2-M TOZIAM);




€HbKHE KNCTHU U CTOIIbI,

© noBbIlIEeHHAs1 COHJIMBOCTD;

® cTpabusm (Kocornasue);
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@ CKo/IHo3s;
© NmoHMKeHHas IUVIOTHOCTH KOCTel,

® TycTas CI0HA; MIOXUeE 3YOBbI;




pedeBast 33ePXKKa, 3aJePXKKa IICUXUYECKOTO Pa3BUTHS;
OTCTaBaHUE B OCBOEHUU HABBIKOB OOI[eM Y MeJIKOHN
MOTOPHUKHU.

©® OGosee Mo3aHEE MMOIOBOE CO3PEBAHME.
© ManeHbKUH POCT




oJiee CTaplieM Bo3pacTe:
@ 1mmMpoKas nepeHoCUlla;

® 100 BBICOKHWM U Y3KUH;

© MUMHIA/IeBHUIHbIE I71a34;
® y3Kue ryosl
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[lnarHocTuka

[To omHOMY 6aTy peOE€HOK ITOTydaeT 3a MOIOKUTETbHbBIH
OTBET Ha OJIMH U3 CIeAYIOIINX TPU3HAKOB:

XapaKTepHbIe YePThI IULIA.

3aiep)XKa HEPBHO-TICUXUYECKOTO PAa3BUTHUS U HU3KUU
WHTEJUIEKT.

[TpoGemMbl c KOpMIEHUEM B paHHEM JIeTCTBE, KOTOPbIe
3aTeM IIPOIIJIU CaMHU COOOTA.

HapyiueHus B pa3BUTUM OJIOBBIX OPTraHOB.

Mpl11eyHasi TMIIOTOHUS, KOTOPasi XapaKTePHa C POXKAeHUSs
U 10 6 Mecs1eB.

[Iporpeccupyoiiee oxxupeHue.



CnemyeT oOpaTUTh BHUMAaHME U HAa Majible TIPU3HAKH. 3a
HUX TIAIIUEHT MOIyYaeT 1o 0, 5 6ata. K HuM oTHOCSTCS:

CHWKeHHe IBUTaTe/IbHOM aKTUBHOCTH MJIOZA.
HapymeHne nurMmeHTanum.

[IpucyTcTBre Ha JIalOHU NTPOJAOIBHOM CKJIAIKU.
Hwuskuit pocr.

HapyiieHue cHa ¥ 31IM304bI IIOJTHOTO OTCYTCTBUS JbIXaHUS
IIPU 3TOM.

Hebonpirre cTonsl U 1IaA0HU.
lledpeKTnI peyn.

BsISKOCTB CJTIOHBI.

[TpoGnembl B moBeIeHUH.



JleyeHune

[IpaBubHOE T TaHKE Y TOJTHBIA KOHTPOJIb 3a
KOJIM4YEeCTBOM CheJeHHOU MUIIIH.

['MnornukeMuyeckue npemnaparsl IIpU pasBUTHUHA
caxapHoOro guabera.

[Tpuém xnomurdeHa, KOTOPHIY MOMOXKET
HOPMA/TU30BaTh PA0OTY ITOTOBBIX XKEJIE3,

[Ippeém ropmoHa pocra.

[Ipuem crienaibHbIX BATAMUHHBIX U MUHEPAJIbHBIX
KOMIIJIEKCOB.



Puck

Puck, uto ciegyrommii peGEHOK y TeX yKe poauTesei
POAUTCS TakKe ¢ cuHApoMoM [lpagepa-Bunnny,
3aBUCUT OT MEXaHMU3Ma, BbI3BABLIErO reHeTUYeCKUMN
cOOTi.

DTOT PUCK MeHblIIe 1 % B ciTy4yae, eC/iH y IEPBOTO
peOEHKa Aeselys reHa Wid MapTeHOreHeTHYecKast
(omHOpOAMTENBCKAST) AUCOMMS; 0 50 % — eciu cOOM
BbI3BaH MYTal¥eit; 10 25 % — B c/Tydae TPAaHC/IOKALUH
POAMTETHCKHUX XpPOMOCOM. PoninTeisiM peKOMeHIyeTCst
MIPOUTH TeHeTH4YecKoe 00cieJoBaHHE.
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Cnacmoo 3a BHUMaHume!



