EA‘“ NADWUYM oncyapTAnms HEBPOJIOTA @
¥Tp CoBpere:
RPN b Mo Prmar Hasmarosn4

OcmoTp B IHHaMHKE,

JKanobel Ha LONroe 3ACKINAHME, BEYEPOM TIEPE CHOM OTMEYAIOT BO3DYKACHHE IMOUHOHAILHOC,
Xoaut ¢ nomepxEkoi ¢ 2 cropon, cTouT B eprHkanniatope. [lonepxneaerca ponoil, Ecr
MATKYEO nuiy. Hayqunes nmiaxats 0 cMeaTbed, Tasopsie hyHEUAN KoHTponHpyeT. Haer eMena
ayGon. HalmonaeTea ¥ racTpoadTepoiona o NoBodY OTPEIKKH KHCIBIM,

ININMOJHATHOCTHRE - AKTHBHOCTE FeK303AMHHIIATEI A PEIKO CHIKEHO,
CexBennposanne nojaHoro 3x3oma — myrauns HEXA — GM2 gangliosidosis.

MeToa npaMoOroe aBTOMATHUECKOT0 CeKBEHHpoBaHnA no CIinrepy — anaani 5 sK3iomMa rena
HEXA:

¥ napwenta ¢.533G>A : p. (Arg 178 His) B roMo3HroTHOM cOCTORHHN

¥ sianvibl BapuanT ¢.533G=A ; p. (Arg 178 His) 8 reTepoinroTHOM COCTOHHITH.

¥ nanss gapuant ¢.533G>A @ p. (Arg 178 His) ® rereposnrornom cocroannn

MPT ronosroro sosra 1,5 17.02.2021 — acimmeTpianas sHyTpennas riapouehantns, arpodus
BEllecTBa MO3ra, IHfihy3HbIe CTPYKTYPHEIC H3MEHEHHA Geloro BelLecTRa, BHYTPEHHAR
ACHMMETPHYHAA BEHTPHEYIOMETANNA SONBINE CIPaBa, MHIOMIATHA MOTKCHKA, BTOPHHUHA
FHMONCNAIHA MOI0THCTOND TEa.

Ceiimac npHHEMacT HakoM ¥ ¥ — ¥ # xnonasenam 0,5 mr 42 -0-2 tab.

L ]

® Tak#e cOCTORHHA B BHIE KPATKOBPEMEHHBIX CYAOPOTr (M0 THIIY XOPEHMECKHX MHICPKHHEI0B) 10
Ve 10 cexyi, NOTOM aKTHEHBIE PEUINE noce pealHIHTALHA ¢ Anpens (0 9Toro mocuemHmi
& anuzog B aexadpe 2021).

+ Bmepesie obpariince 8 2019 rogy ¢ wanobaMH Ha HABAIYHBEIE JIBHKEHHA — B PYRAX H HOTax,

\\\ }:wmr}:l MOCTOAHHO, B TOM YHCHC H HOMBID II}".&KHU HUBUP&HHB&THH H “IMHHAET “pamﬁ
\H@'ﬂh Hanasumsnie ABGKCHHA OTMEMAIOT TIOCIE HHBeKUni BuTamuna B6 (10 aneil nazan

ngom.rm_. npomar 10 unsekinit) +roprekcHi. YXylumnica con (Houkio o 3 gaca).

FoT 3aG0MeBaHnA B 3 Tofa — nosBntack cnabocTs B HOTAX H pyKax (MHONATHA HCKMIOYEHE),

] I|l|ihl|;m COOTHIKATLCA H NANATH, TOCIE TOABHIHCE HAPYIUEHHN B BHAE KANPHIHOCTH H
/Hapymenns cHa, yXyImmiack peus. Mama oTMevaeT nepHogndeckoe yayunenne, nabmonaercs

S
- ng?lxuama, AMHTeNsHO Nomyyan atapakc ¥ Tal B aens 1 conanake 1 tab B gens, B anamnese
b

—_ IIEHHE TeMeHOYHEX TPAHCAMHHAT, 10 AHATHIAM MOYMH BEICOKHI Gel0K, B 3T0 e BpeMi
- Gy Tameno MounTed, ceifdac HopMa.
S -
I —'_/ lguymermr:uﬁ anamues — 4 poawl, nuadoeoe Kecapepo, pecom 4460, Anrap 8-9 Gannos.
h:——_ / anHee pazeuTHe 10 2 et HopMankroe. PoauTenn na oanol yaMyprckoll JepeBHH, KaK M HX
T

£ poaureny (Hacenenue 900 venonex)

@ 230 03.08.18 - ez snunentHdopMuoi aKTHBHOCTH
MPT ronoesoro smosra 18.07.18 — gapuant mansopaanus [lenan-Yokepa, KHCTa B 3a0HHX
otaenax 3 wenynouxa. Hamenenus no tuny nefixoguerpedmn, Heboneiag emeinanyas
rugpouedanns.
MPT ronoenoro mosra 1,5 T 02.08.19 - pap Jepanr=Yoxepa. 3n bHAA KHCTA
TPETHETD KEMY0UKa, CMeIaHHan rHapoued I \
s  MpHcynnTAalMA reHETHKA — HAIHAYEHO A00PeigioBan W
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BHOXHMHS KpoRH B anasaese — Act 87,5 mens 21,34 uepyioniassin 274, Ig G k K3 Gonsume
1600

Neurology Status: Ha 0CMOTPE HE CEIHT 34 NPEIMETAMH, 32 OKPYRAIOUIMMH CICIHT, CMEETCH,
BEIPEMEHHEIE XOPEO-ATETOMIHLE THIEPKHHEIL!, TOPCHOHHAR QHCTOHHA BJACBO. CrioHoTedeHHe
senbie. YMH — riasseie WeTH | 3pauky papHble, GOTOPEAKIHH B HOpME, cTpabH3Ma HeT,
HOCOryOHEIE CKNAMKH CHMMETPHIHEIE, A3BIK MO CPEHEl IMHIM B MONOCTH PTa AHCTOHHHEH.
MBImesHE TOHYC BRICOKHH 110 RCTOHHYECKoMY THITY. PeduieKchl cyXORHIBHRIE
MepHOCTAILHEIE BEICOKHE, Ge3 ueTKoll acHMMETPHH NIATONOTHYECKHX CHMIOTOMOB HET. Moxomwa
JHCTOHMYECKas, LieCHANPARNEn ke ABiKenna ¢ aucmerpreil. Haer ¢ noasepxkoi, noxoixa
FHOePKHHETHYECKAS.

Jaxkmouenne: ranranosnaos GM2 (Goneans Tea Cakca), oBeHnBHAS GOpMA, JIHCTOHHYECKHIT
CHHPOM TAXKENOH CTEenenHt, HHCOMHHYECKHH CHEIPOM

Peromenaopano:
s Tlokasana naToreHeTHYeckas Tepamus npenapatoM MuraycTar (3asecka)
« Jlewenne B peabHIHTALMOHHOM LEHTPE HE NPOTHRONOKAsaHo (Maccax, JIDK, Jlokomar,
BOHBIE IPOLEIY PR, MArHHTOTEPAIHA)
Borymunorepanua (Jlncnopr 500 Ex)
Knonazenam 0,5 mr 1 tab yrpoM ¢ | 1ab BeuepoM— IHTENEHO
Haxom o ¥ 1al 3 pasa B AeHb — AUTHTEAEHO
Menaxcen 3 mr 3a 30 MuHyT 20 cHa - 1 Mec

Heeponor, k.M.H.
IMununa Nysens Cepreesta /
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