PaHHUWA CKPUHMHT reHeTHYecKuxX 3aboneBaHmMim — 3TO 3a10r He TONIbKO
NPaBUNAbHOro Ha3Ha4YeHUA NIeYeHUs, HO U BO MHOTMUX C/Ty4aAX BO3MOMXHOCTb
usbexkarb TAXKENOro Te4eHUsa 1 NoCNeacTBMiA HacneacTseHHoro 3abonesaHuma.

HacneacrseHHble HEPBHO-MbllWeYHble naTtonorum (4acrora 1: 6000-8000 aetewt) -
OAHU M3 CaMbIX TAMENbIX reHeTUyeckux 3aboneBaHUM, KOTOpble HEe BbIABAAIOT Ha

HEeoHaTa/IbHOM CKPUHUHTIE.

Cambie 4acTble U3 HUX - 2 QOEMI:&I HEDFEECCHE!I'DHEI‘:I MbILIEYHOW EHCTEOQHH:

* OAH3 U3 CaMbIX TAMENLIX W PACcNpOCTPaHEHHbIX Gopm muoaucTpoduin

® BO3HWKAET M3-3a NATOreHHbIX BAPUAHTOB B reHe, KOTODbIK KoAUPYET
6enoK AUCTPOPUH, yHacTBY IO 8 paboTe CHEABTHbIX MblLILL, CepaLa,
AblXaTeNbHOW CUCTEMBI (NpoucxoauT AeGuunT/HapylleHne B

CTPYKTYpe Benka)

* NPOABAARTCA B OCHOBHOM Yy Ma/b4MHOE 8 1-2 rofaa v NepeaasTca or
Mporpeccupyiowan MaTepH K CbiHy

* NOBPEMAESHUE B FreHe MOMET BOIHKMKHYTEL ClioHTadHo B 30% cnyJyaes

MUOANCTPOGUSA ® y 6oNbHbLIX AeTeN HABNAAETCA HARYLIEHIE NCUXMKKA 1M DEYM,

Awowenna (MAA) 3a/lepMKa PasBUTUA, ABUraTeNbHOM DVHKL VMM BNAOTE 10 Napanuya

* K 11 rogam fleT He MOryT CamocTosTe/ILHD NepeABuraTeca

* Kk 20 rogam HacTynaeT cMepTh M3-33 NA0KOH DaboTel CepaUa U

OpPraHoB AbiXaHua

'{:lt{'agla{;ﬁepuavevca AOBbILIEHHbIM YPOBHEM KpeaTuHGOCHOHMHASLI

* CyLLeCTBYeT NaTOreHeTUYECKOE flieYeH e

* 6onee nérkana popma no cpasHeHuio ¢ M/,
* NPOABNAETCA B OCHOBHOM Y Manb4MKOB B Bo3pacte 5-10 ner u

nepeaaeTca OT MaTepu K CbiHy
Mporpeccupyrowan ® CHMNTOMbI NPOABAEHUA U NPUYMHBI NOABNEHWA 3a60/1EBaHNA T Xe,
muoaucTpoduna Y10 1 B cayvae ML

* NPOAOC/IHUTENBHOCTL MU3HM AONbUe, Yem y naunenTos ¢ MAA

Bekkepa (MAB
pa (MAB) -__xa{g:frepusyemﬂnuahlmenuhlmypoaﬂeu KpeaTnHbochorMHasb

* CYLECTBYET NATOrEHETUYECKOR NeyeHue.

Cywiecreyer paa Apyrux Gopm HacneAcTBEHHbIX HEUPOMbILLEeYHbIX 3a6oneBaHuiA
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KpeatuHbocdhokunnasa (KOK)- ato pepmenT.
Hopmae 1 roa: po 250 EQA\N.

Bonee BbicOKMM ypoeeHb KPK yKasbigaeT Ha eé
«YTEYKY» WM NpeanonaraeT NoBperKaeHue mbilly,
nmbo co cTOPOHbI cepaua, MO0 Co CTOPOHbI
CKENEeTHbIX MbilULL.

Y petei noBblWeHHbIW yposeHb KOK noutu

BCErfa YKa3biBaeT Ha NOBPEeXAEHUE CKeNeTHbIX
MbiluL,

B cnyuae noebiweHua KOK 6osblue HoOpMbl
6onee 1000 EAl/ny peteitr B Bo3pacte 1-3 ropa u
€ NPU3HaKamMu OTCTaBaHWA Pa3BuUTUA,
obasatensHo HeobxoAMMO NpPoOBECTH
UCCNenoBaHWUA ANA NOATBEPHAEHUA UIN
ucknouermna MAA/MAB wav apyrux dopm HM3.

KPUHUHI AeTeur B Bo3pacte 12 -18 mecaues npoxoauT B 2 3Tana:

4 ™
NMposegexHue
Buxumuyeckoro
uccnenoBaHuA No
onpeaeneHuio yposHa KOPK B

CbIBOPOTKE KPOBM BO Bpems
AUcnaHcepuuauunm gerei

1-ro roga u3Hu
(12 -18 mecaues)

S

o

( MpoBegerne MoneKkyiapHo- \
reHeTUYEeCKOro MCCAeA0BaHMuA Y i
pe6bEHKa ¢ NoBbLILUSHHBIM YPOBHEM |
KOK (soiwe 1000 EA/n):
1. uccnedosanue noaperdenuii e 2eHe DMD,
Kodupyrowjum Benok ducmpogusx

2, ecnu He Haldekbl NospemodeHun 8 2eHe
DMD - nouck ussecmHbiX 8APUAHM 06
HacnedcmeaeHHbIX MmbileyHbix ducmpodguli

3. KOHCYNLMUPOBAHUE NOYUEHMA U YNEHO8
CeMbU BPAYOM 2EHEMUKOM U NPOGUNbHBIMU

\ Cneyuaaucmamu no umozam mecmupaﬂanuy




