FnukoreHos Il Tuna (GSD-Il) (BonesHb Momne)

— NporpeccupytoLee, NOANOPraHHOE, MHBAAUAM3MPYIOLLEE HEPBHO-MbILeYHOe 3a60/1eBaHmMe C YacTbiM
NeTanbHbIM UCXOLOM.

MaToreHes:

OTHOCUTCA K peaKUM MyNbTUCUCTEMHbIM Hac/eACTBEHHbIM 6one3HAM HakonneHus (OMIM: 232300),
CBA3aHHbIM € AedpuuuToMm hepmeHTa IM30COMaIbHOM KUCOM a-rnoKo3naasbl (GAA), yuacTeyloLlel B
pacwenneHmn rMnMKoreHa Ao r/toKo3bl.

HakonneHwue ravkoreHa npoucxXoauT:

Glycogen accumulation in
. cardiac muscler
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Data on file, Genzyme Corporation.

Hirschhom R, et al. In: The Mefabalic and Molecuiar Bases of Inherifed Dizease. 2001:2

NPEVMYLLLECTBEHHO B CKENIETHbIX MbILLLAX
cepaeyvyHon mblwue
neyeHu

HEepPBHOW cUCTEME, TNaAKOM MYCKynaType u ap.

vV vy vVvyyvyy

MpounCcXo4WT NPOrpeccupytoLLas AereHepaLuus CKeNIeTHON, AbIXaTeNbHOM U, FaBHbIM 06pasom y
MNIAZEHLEB, CEPAEYHO-MbILIEYHON TKAHU

2NnMaeMnonorusa:
YacroTa BcTpeyaemocTtu B mupe B cpegHem 1:40 000 HOBOPOKAEHHbIX.

PacnpocTpaHeHHOCTb B Poccum HenssecTHa.

Twun HacnhegoBaHua — AP.



HacnepnoeaHwue Bl

HocuTenk- HocuTeNk-
oTel, {F Lo N % MaTk
| ] | I
T i i) 4]
BoneH, Hocurenk, 50% S00poe,

25% & 25%
qfﬁﬂ,ﬂ,ﬂpﬂa T BoneH

®opmbl BIM:

1. MnageHyeckKan
2. Cno3gHuMm Havasom

MnageHuyeckasa popma:
P [1e610T c nepBbIX MECALLEB KU3HM
P XapaKTepHO BblparkeHHOe NopaxeHune cepaeyHoM MblLLLbI

P Mpu oTcyTcTBMM NleyeHus rnbenb B BO3pacTe 40 roaa

PecnupaTopHble NpU3HaKn

* MporpeccupytoLLee y4acTMe AbIXaTe bHbIX MbILULY
* YacTtble pecnupaTtopHble MHEKL MK

* ACMMPALMOHHbIE MHEBMOHMMU

* HapyleHue abixaHuA BO CHe

CKeneTHO-MblWeYHble MPU3HAKK
* CUMNTOMOKOMIJIEKC «BANIOTO pebeHKa» (rMnoToHuA, runopedaekcus, 6ynbbapHblii cMHAPOM)



* 3a/iepyKKa TEMNOB MOTOPHOTO Pas3BUTUA
* Mporpeccupytowan mbiwedHasn cnabocTb

CeppaeyHble npUsHaku
* Kapanomeranus
* MporpeccupytoLas KapAMoOMMonaTus

HenyaouHo-KMLWeYHble NPU3HaKK
* Makpornoccun

* TpyAHOCTV NPU KOPMIEHWUU

* TenaTomeranua (cnaeHomeranms)
* Mnoxan npubasKa B Bece

CDopma C NO3AHUM Ha4aJ/IOM:
P [eb6ioT B 4€TCKOM, NOAPOCTKOBOM WM B3POC/IOM BO3pacTe
» MeganeHHoe nporpeccMpoBaHme

P MeHee xapaKTepHO NOpaKeHne CepAeHHON MbllLpl

PecnupaTopHble NpU3HaKn

* HapywweHue abixaHua/abixaTesbHan He40CTaTO4HOCTb
* CnabocTb guadparmbl

* HapyleHue abixaHuA BO CHe

* OpTonHo3/ancnHos

CKeneTHO-mblWeYHble NMPU3HaKn



* CnabocCTb NPOKCMMA/IbHbIX MbILLLL

* MblweyHasa 6o1b
* YacTble nageHua
* HapyLweHue xoabbbl

CepfieyHble NPU3HaKM
* MeHee xapaKTepHbl 414 3To GopMbl

HKenyaouyHo-KuweyHble NPU3HaKM

* TpyAHOCTb NPpU FNoTaHWK/cNabocTb YeNHOCTHBIX MbILLL, MbILWL, A3bIKaA
* TpyaHocTb Npu Habope/noaaep>kaHMM maccbl Tena

* [acTpoasodareanbHblit pedokc

JaHHble 4ONO/IHUTEeNbHbIX MCCﬂe,ﬂ,OBaHMﬁZ

>

vV vy VYVyy

>

B/x aHan13 Kposu - nosbilweHmne yposHa KPK (8 2-5 pas, nHorga B npeaenax Hopmbl), ACT, ANT,
NAT, Bcheactane NopaxKeHUa Mol

OKTl — ykopoueHue nHtepsana PQ npu sbicokom QRS

IXOKT npun mnageH4yeckol popme — WwapoobpasHan Kapanomeranmns

3MTI — nepBUYHO-MbILLIEYHbI/ TUM NOPaXKeHUs

CnupomeTpua - CHUXKEHNE GOPCUPOBAHHOMN KU3HEHHOM eMKOCTU flerkux (OHEN)
¥Y3W nccnepoBaHme HGpoWHON NONOCTU - YyBEANYEHME NEYEHW, CENE3EHKM

TMC - uccnepoBaHme akTUBHOCTU depmeHTa GAA B CyXOM NATHE KPOBU («30710TOM CTaHZAPT»)

MoaTBepaeHne gmarHosa bl TpebyeT npoBeaeHus:

P /IHK-aHanusa deghekmHo20 2eHa (Memodom CeK8eHUPOBAHUS)

>
>
>

OnpeaeneHusa akTMBHOCTU depmeHTa B dpubpobnactax (TpebyeTtcs oT 4-6 Heaenb)
Nnn ounweHHbIX AMmdoumnTax (BO3MOXKHbI JIOXKHOOTPULATE NbHbIE PE3y/bTaThl)

NAn MblLeYHOM TKaHK

Kak 3anogo3putb bl:

>

XapaKTepHbIi BHELWHWI BUA: KPYT/10€ NAacTO3HOE INLLO, POT NMPUOTKPbIT, YBEJIMYEHHbIV A3bIK,
ocnabneHHan MMUMUKA, 3aepiKKa GM3NYECKOTo PasBUTUSA

OTcTaBaHMe B MOTOPHOM Pa3BUTUM, HAPACTAIOLLAA MbILEYHAA TMNOTOHMA U CNabocTb,
yNAOTHeHWe 061aCTU MKPOHOXKHBIX MbILL, (NceBgornneptTpodum)

YBesiMyeHve pa3mepoB BHYTPEHHMX OPraHOB (renaTomeranus, CnaeHOMeraaus, npu
M/ageH4Yeckol popme - Kapamomeranms)

YacTble CpbirMBaHnA, HapyweHne rnoTaHua, acCnnpaulMoOHHble NTHEBMOHUN

COOTBETCTBVI-OLIJ,VIE M3ImMeHeHnA Npu 40NOJIHUTE/IbHOM OﬁCﬂELI,OBaHVIM



NabopaTtopunAa HacneacTBEHHbIX 6bone3Hen obmeHa:

115478 MockBa, yn. MockBopeube, 4.1, MeanKko-reHeTU4eckmin Hay4yHbl LeHTp PAMH, komH.103.
TenedoHbl: 8(499)324-20-04, 8(499)612-96-71

E-mail: labnbo@yandex.ru

P [1na opraHusauum 6ecniaTHoOM NOMOLLM NO 06cneA0BaHMI0 MOMKHO 3BOHUTbL MO TenedoHy:
8 (800)100-24-94
P TMpepoctasneHune noapobHON MHGOPMALIMM NO BONPOCAM Ha3HaYeHUsa Tepanmm, opraHm3aLmm

meguuUnHCKoM nomowm: CaHodu OxkeHsaim 125009, r. Mockea, yn. TBepckas, 4. 22. TenedoH:
(495)721-14-00. dakc: (495)721-14-11.



