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bone3Hb [NoMne

PE,ZLKOQ HAC/IEACTBEHHOE TIPOIrpeCCUpyrolieec 3abo/ieBaHue
C AYTOCOMHO-peLeCCUBHbIM THUIIOM HAC/I€I0OBAHUWA C

dy TOCOMHO-peLe CCMBHbBIM THUIIOM HAC/IENOBAHWSA,
06YCJIOBJI€HHO€ HAdpPYIIEeHUAMMHA oOMeHa IVITMKOreHa

CymMmapHasi yactoTta 3aboneBanusi 1:40000 >KMBBIX
HOBOP OXK/IeHHBIX

JInsocomHast o-D-T/IroK031/ja3a yuacTByeT B TH/IpOIU3e
[VIMKOT'€Ha B MBIIII[aX U [TeYeHH.

['eH, kogupyromun o- D-1/moko3ua3sy, KapTUpoBaH Ha
xpomMmocome 17q25



[MaTtoreHes Bl

Myranusa B reHe GAA

HepocrarouHocthb pepmeHTa a-1,4-
IIIOKO3H/1a3bI1

Hapyme}me IHApPO/JH34d IVTHKOI'€eHd B MbIIIIaX
H INIeYeHH

OT1noxxeHue HErnipoJIi30BaHHOIO IVIMKOI'eHd
B JIH30COMd X Mblllll.l,( CEpAE‘IHOﬁ H

CKe/IeTHbIX) I

KapTuHa nporpeccupyomuiei MbIilleqHOH
AUCTpohum




bone3Hb [NMoMne

XapakTepeH Bblpa)KeHHbIM KIUHAUECKHAW TI0UMOP (U3M

Br1aenstor 1Be KnuHUUYecKrue (DOPMBI:

MnageHueckas (popma ( yactora 1:38 000
HOBOPO>K/1eHHBIX )

2. Ilo3anssa ¢popma ( yactora 1:57000 HOBOpPOXKIEHHBIX )

[E—

* J]oTIO/IHUTEeNbHO OIMMCcaHa «KapAuaibHas (hopMa», B Tex
caydasix, Korza BeayllUMH KIMHAYeCKUMU
CUMIITOMaMU SIBSIeTCA HapyIlleHHe CO CTOPOHBI Cep/ilia.



MnapneH4yeckaa popma

CeppeuHbie HapylIeHUA
[Iporpeccupytoliiasg KapiuoM eraaus/KapagUuoMUOTIaTUS
[Iporpeccupytoliiasi cep/ieuHass He[[OCTaTOUHOCTh
HepBHO-MbIIIIeUHbIe HAPYLIEHUA

CHMITTOMOKOMITIEKC «BSIIOT0 pebeHKa»

JIbIXaTe/ibHbIe HapylIeHUsA

YacTble MH(PEKLIMK BEPXHUX [IbIXaTelbHbIX Ty TeH U JIeTKUX
[Iporpeccupytolijas AblxaTenbHas He[JOCTaTOUHOCTh
KenynouHo-KuilleyHbIe pacCTPOUCTBa H
HapynieHus BckapMiavBaHUSA ,;“Ecum,
3anepkka (pU3UUeCcKOro pasBUTUSA

[ ‘eriarocruieHoMeraaus




Makporioccus

Hwu3Kum TOHyC
JIALIEBBIX MBIIIIL]

IIIUpOKO OTKpPEITHIE
r/1a3a

IloBBIIIIEHHOE
C/IIOHOOT/Ie/IeHHe




[Mo3aHAaa popma

HepBHO-MbIllIeYHbIe HapyIeHUsA

[Tporpeccupyrolijas MelileuHasi c1abocTs,
TPEerMYI1[eCTBEHHO TIPOKCUMa/IbHBIX OTAEI0B
KOHEUHO CTeur

YMepeHHOe BBITIAUMBAHUE JIOTIATOK
Hapyiuenus rioxoaku

bo/iv B MBILIILAX

TpynHOCTH rofIbeMa 10 JIECTHULIE
YacTele rageHus

JIbIxaTe/1ibHbIe HapylIeHUus

YacTble MH(DEKIMK BEpXHUX /IbIXaTelbHbIX Iy TEeU U
NerKux

[Iporpeccupytoliias blxaTe/bHasg He[J0CTaTOUHOCTE
ATIHO3/[MUCTTHOS BO CHE




NlabopaTopHble MeToAbI
OUArHOCTUKMK

OripesienieHrie «KOCBEHHBIX» MapKepoB DoJ/1e3HHU
ITomrie

OripefiesieHle aKTUBHO CTU (hepMeHT ajib(a-
[VIFOKO 3U/1a3bl

J1H K- 1puarHo ctuka



KocBeHHble MapKkepbl 0one3Hu
[loMmne

[ToBEIIIIeHUe akTUBHOCTU KDOK

* HabmogaeTcst y 60/IbIITMHCTBA MMALAEHTOB
* Peaxko nipeBbimmaeTt 2000 Exa/Mn

*  OnpegenseTcs: IpakKTUUECKU BO BCeX JiabopaTopusix
[loBeiieHue aktTusHoCcTH AJIT, ACT, JI/IT'

* KpaliHe HecrielfupuuHbIe MaKpephl

*  OnpeaensieTcs: Bo Bcex jiabopaTopusix

IloBBIIIIEHUE T JIDKO30-TeTpdCdaXdpH/d B MOYE



[len GAA

* Ormicano 6oJsiee 200 pa3/IMYHBIX
MY TallUu.

* Myrtanua IVSI-131-G — ogHa 13
HanboJiee YaCTbIX TP B3P0 C/IOM U
FOHOLLIe CKOM (popme 00J1e3HU



NeveHue done3Hu NMNomMmne

* (depMeHT3aMeCTUTe/IbHas
Tepariusd( rperiapar

Myozyme). 1loka3aHo = —
BHYTPUBEHHOe BBeJileHHe (& =
rperiapaTta B fo3e 20 =5 ryT®

MI/KI' Ka>K/Ible JIBe He/le/In

* (CuMIIToMaTuyeckoe
JlIeueHue









