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SAKJTIOYEHHE

Homep kaprar:  7304/2022
Kpacgos ApTéM ANCKCESBRY
Kpacnosa Onera AnexcanJpoBHa

[Mperasnnn KOHCYIIETALH:
YTouHeHne HarAosa

PeaymbTama KIHHHKO-MeHETHHCCKONO AHAMACIA 1 oBCIeqoBalHA;

Mara mpmema 31.03.2022 [NpoBasn - Mameaux 2 rona
Hanobel: He XOMT, NEPECTAN NOMIETE ,HE TOROPHT, HIPYIIKAMH HE HETEPECYETCH, NACCHBHEI , MuaKcHBLIfi

Cemelmmit anaMmes: He OTRroweH
Anamues: o7 5 Gepemennoctd (1 - POAL, MANEAHE, VIopoR, 2 - polsl, AcRoUKa , sqoposa, 3 # 4 abopr),

npotekanmeil ua done YIIB wa 30 uenene, Gakrepaypus , asemia | or. Poou 3 camocTosTesHe A cpok.
ZR0WSEZ, OULA 8 [/ 8 Jaxpunan cpasy. Bunucan wa 3 cyna [pyas cocan xopomo, Moropucs passprpe:
: GELTH neneT,

TOJHOEY JIEPHHT ¢ 2 Mec, CHIET ¢ 7 Mec, Xomun ¢ noggepuxoii ¢ | r 3 mec. Pesenoe

orgenenue ciosa. B 1 rm 7 Mec - nepecTan HIMTepecoBaThen HIPyTIKAME, 3HTEM | HOMMT M Nosae (o
09-10.21). Ofwasioe caoHoTedeHie orono 2 Mes nasa. CaM He ect, wyet cnabo, ToTatt XOpomo, anneTHT
TTONIT , #mrofl mHieit 9acTo monepxusactcd. B anamizax KOK - nopma, ACT - 264, 276,211, ¥3X.OBIL ..

2020 - yeemmenne nevens Kapmwonar - 2022 muokapauogrctpodus Y3H OBI natonoris 1e BERBACHO
Crumymionnas IHMI - eminxenne amumyas [11E - oprasagn MotopHofi Heliponaruy manobepuosoro

HEpBA
JII - 1824 MPT I'M - cammerpiranioe uddyanoe mavenenue MP cHraana oT nepUBCHTPHKYIAPHOTO TB-Ba
BIL, pepostabie npusnaky seiikoauuedanonariyn OGTansMonor - aHTHONATHA COCYAOE ceTHaTRR Cyaopor He

GLLTO.

SO0 INMMAKTHBHOCTH HE BHARNEHO
OCMOTP: OF 51, Brcoxsmit 106, RrpymKkoit He HHTEPECYETCA B Pyk# He Deper, Barnan dukcHpyeT , HO 38

NpEAMETAMH JONI0 1¢ CSNT , TOHYC B PYKAX FHOOTOHAYEH, B HOTax JHCTOHNAA, peneKchl ¢ pyK OMHDICHLI, ©
HOF BEICOKHC, NATONOMHYECKHE CTOMHLIC IHAKH, PEKYPRALMA KONCHHEIX CYCTAROB, CAMOCTOATE/ILHG CHILNT,
TPeMOpd HeT, CTOMT ¢ noyiepkkofl Ha HoCoSKax, ONHPAACE Ha HapywHEA Kpail cro Gonee cnpasa.

Crpunnsr-rectst v JISH-3 (onpesieneRie axTHBHOCTH THI0COMHEIX thepMeHTOR B MATHAX BHICYIMCHHONR
KpoBi: wiyponarcymbdatasa (MIIC IT), N-auern-a-D-ruoxosavmmmmasa (MIIC HIB),
N-GHETHArANAKTOIAMHH-6-cymbdar cymbdarase (MIIC IVA), apuncymuaraza B (MIIC V1), tpanentuz no
PESYIRTATAM HCC/ICN0BAHNA BLABNCHO CHIDKCHNE aKTHBHOCTH 6eTa-D-FATAKTO3HIAIHL. JlanHBIC HIMCHEHUA
MoryT Habmonarses npy GMI -FaHrAH03IRg0ae, MyronoaHcaxapuaose Tan IVB. Mposopwrres JJHK

AHArHOCTHKA.
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pomnitit anans rena GLB1 (NM_000404.3,
o R S 3 npnnml:u[}w_ﬂ 1458), SyTOCOMHO-PeLICCCHBILIR

pawpanos 1,2,3 munos, syxononucoxapiaos 4B Tama (
parce RAPHAHT HYKACOTIINOH NOCHeA0BATENRHOSTH ¢.808T=C (p.Tyr270Hiz) 8
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I HE OTIEaHHEI
%i‘:dﬁ:ﬂm JIHK poprreneil AIMCHTA UL YCTAHOBICHNHS HOCHTETRCTIA JARHOTO BAPMAHTY.

ifHOM METOIOM BHICOKONPONIBONMTE/IBHOTO CEKBEHMPOBAHNA) METOAOM
il sepHOil ceMbe (MATL, OTELL npobana). Tombko resw HBO.

cexpenmposamin no Canrepy B o4HO
MeTooM HPAMOT0 ABTOMATHYECKOTD CEKBEHAPOREHNIA NPOREIEH ANATHI rEHa GLB1 (NM_000404.3,
yrkonomcaxapuaos 4B tuna (OMIM*611 458), ayToCOMHO-peIleCCHRHELT

M 1 -raprmmosiaos 1,2,3 TRHNOE, M .
- i woii MyTawus ¢.808T=C (p.Tyr270His).

THIT HACHEAORANNA) HA HAMHIHEe cemel
V Kpacuosoii B.A. IaHHAR MyTAIHA BLUIRICHA B IETePOIHTOTHOM COCTORHIMH,

V¥ Kpacuosoif O.A. AaiNas MYTAUHA BLIABIEHA B reTePOIHIOTHOM COCTOSHMA.
¥ Kpacnora A.W. 1ainad MyTAUKA BLIARICHA B FeTCPOIMIOTHOM COCTORHHM.

BamanR ol My TALGL (BRISn

Japmoaeine: GM - ranraiosngos, tam HOMIM 230600, MKEB-10, E75.1. Tun sacieloBanis -

HYTOCOMHO-PELCCCHBHEIH.

PHck nosTOPHOID porcieina pedenka y poaureaeil B 31om Gpake cocTanndet 25% npu kaxaodl GepeMeRHOCTH
e JasHeHMocTH oT Dyymero noaa peGenka. [TpH MiaHHPOBAHHH AETOPOMICHAR POAHTEAM PCROMCHIOBARA
NPEHATATLHAS AMATHOCTHEA HA PAHHUX CPOKAX MecTAIlM TyTeM GHONCHH XOPHOHA HIIH AMHHOIICHTE © :
NOCIEAYIOMMM MONEKYAPHO-TEHETHYECKHMM TECTHPOBAHHEM HA BRIABICHHEIH BapuanT B rene GLBI (

BOIMOWHO TAICHE IIaHKHpoBaiine GepemennocTd MeTogom IKO ¢ [IT).

Puck posnenua pebenka c apyroit nacnencreennodl natonornedt - 5%
Y cubca II]'KJG&J'Lﬂ.ﬂ- TAKHE NOATRCPROCH THAMAOI HOCHTENRCTES BADHAHTA B MCTCOIHTOTHOM COCTONHHH
112 B GVIIYIIEM © CYIIPYTOM

(BeccHMITOMHOS HOCHTENLETRO, TAKKE KAK B Y pomwTeneil). Cectpe npoGas
PEROMEHNORAHA KOHCYNBTAINA PeHETHRA. o o T ——
Pexoerzauumn: N\ HogapuronDi i
Pemesmite nonpoci o rocusramssanmin 8 PIKE TEORANOSGN N TR YAMYDTIO
MyasTHABCHHIIMHAPHEIH TOAXO0M

Hafmonense HeBpOIOra o MeCTy HHTEILCTa
Habmonenye snunenrronora, 9317 kouTpons
HAGmonenue oranemonora, 0cMOTP IA3HOTO AHA
HaGmoneme cypaonora
V3H OFIT koutpons
Koutpom catypanum, nabmogenne myT,MOHOMOTa
Habmanenne opronena
Boxosas pewTrenorpanma WeiHOrO OTAENA NOIROHOUHNKA B Crubanm 1 pasrubanms ([ OUeHKH
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ALNAHTO-AKCHANLHOI HecTabimbHOCTH)

Habmonenne TACTPOIHTEPONOTa
Hafmonemme xapmuonora, 9xoKT wouTpois, KT korTpONE
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