HPOTOKOJ KOHCHUIIMYMA TEJEMEJIMIUHCKOI KOHCYJILTAIIMA

[To Bxoasmeit sanske na TMK: 00 570 7, 1583907 JMara zanpoca; 21.01.2026

PHO naunenva: Kapacen Spocnan Tenncopny Jata poxaenns: 12. 07.2020r.

Aapec npoxupanus: Kemeporckas o6, r Muicken, n. onobac, ya. Apyx6ur, 1 12

AAHarnos, yeramoraeHubtii 1o MecTy skuTenncrpa: Ocnopnoe 3abonesamue: (G71.0),  Ilporpecenpyromas

Mblmretwas  awerpopms Momierna, obycnoniennasn womcenc-myrammeir ¢.5247C>A rema DMD. F80.]
3anepxka nenxopeweroro patnuTns

Haumenosanue meaununcxoi opraumzanun, noaasueii 3aasky na TMK: Hosoxysneuxas I'JIKB Ne 4

Hean xomewanyma spaveii: pemenne BONPOCA © HANHMHH MeIRIHHCKHX MNOKA3AHMHE K MAIBATEHHIO

HEIAPErHCTPHPOBANHOrO HA Tepparopun PO npenapara JCNagaAMCTPOren MOKCenappopexk mno 3anpocy
PETHOHANBLHON MEAHUMACKON Opranu3aunu

29.01.2026 r. 12-00 (Mck) npoBeaeHa OYHAA BHACOKOHCYNBLTAUHA € YYACTHEM CNEUHANHCTOBR HEBPOJIOroB
DenepanbubIX neHTPOB:

PAKB - ¢uanan ®I'AOY BO PHUMY um. H.H. IInporosa Mumsapasa Poccuu: Muxaitnosa Ceerana
ButanbesHa — 3aBemyromas NCHMXOHEBPONOrMYECKMM OTHECNCHUEM UIA AeTeil C BPOXKIEHHOH W - HAC/IEACTBEHHOH
FEHETUYECKOW naTonorued, a.M.H., mpodeccop, Bpau-Hesponor, Ycauesa Enena JleoHWn0BHA — DPYKOBOAHTEND

Llentpa nevenns 3aboneranmii HEPBHOW CHCTEMBI, BPOXJCGHHBLIX HaC/eACTBEHHBIX 3a00/IeBaHHUH, ICHETHYCCKHUX
OTKNOHCHHHA, OPPAHHBIX W APYrHX peaKHX 3a001eBaHuil, 1.M.H., Bpay-HEBPOJIOT

OCII «<HHMKH neauarpum n aerckoit xupyprun nm. akaa. 10.E. Beavramesa» ®TAOY BO PHREMY um. H.H.
Huporosa Muusapasa Poccum: Aprembesa Csetnana = BponucnasosHa

=~  3aBeflyiollas JETCKHM
[ICHXOHEBPOIOrHYECKHUM oTaieneHHeM Ne 2, K.M.H., Bpa4y-HeBpOJIOT.,

PIAY «HMULL 3poposba nereii» Munsnpasa Poccau: VYpaknna Esrenus BiaaauMHMpoBHA - 3aMeCTHTENb

JMPEKTOPa MO Hay4yHOH palote, 3aBeflylollas OTAE/NEHHEM [ICHXOHEBPOJOTHH W HEHPOPEabHINTALMH, K.M.H.,
[Tonoeuu Codus 'eopruesna, H.c.

B pesysbTaTe KOHCHIMYMA Bpa“ieH YCTAHOBJICHO:

IIo panaeim anamuesa: Or | dusuonoruyecky nporekasiuei GepemMeHHocTH, 1 cpounbix posoe. C MiaaneHueckoro
BO3pacTa OTMeyanoch OTCTaBAHHE B MOTOPHOM H ICHXOpEYEBOM pa3BMTHH. IIpH OCMOTpE HEBPOIOrOM BbisBIICHA
NCEBAOrHNEPTPOPHA MKPOHOXKHBIX MblLL. [Ipu ofcnenoBadnun no M/ BuisBaeHO noebitweHue yposHa KOK, JIIT,
ACT, AJIT B kposu. 1o pesynsratam MosieKynspHO-reHeTHYeckom aMardocTuikd ot 01.09.2025 Buispnen onucantblil
panee  Kak naroresubid (HGMD ID CM179710),  a rmawke saperdcrpupoBanHsiit. B 0ase mamvbix LOVD
(#0000645965) KAK NaTOreHHblH BApHAHT HYKICOTHAHOM TMNOCICAOBATENBHOCTH B 3Kk30He 37 resa DMD
(chrX:32380983G>T) B reMU3UroTHOM COCTOAHHH. [IaHHBI BapUAHT NPUBOAUT K HOHCeHC-3aMeHe (NM 004006.3:
c.5247C>A, p(Cysl749Ter)) W _TNOABIEHHIO TNPEKIEBPEMEHHON0 TEPMUHHPYIOWEro KoAoHA. Bannauposas
HYKI1eOTUAHBIK BapuaHT ¢.5247C>A reda DMD (chrX:32362866G>T; NM_004006.3) (ot 24.10.2025 ). C nexabps
2025 rojga B KayecTre Tepanuu KOPTUKOCTEPOKIAMH PEKOMEHI0OBAH [IPUEM JIEKAPCTBEHHOM Tpenapar NpeaHH30N0H
8 n03e 13,75 Mr B cyTku. [lepeHOCUMOCTL npenapara yaoB/IETBOPUTENbHAS.

C 21.11.25 no 02.12.25 gaxoaucs B MCHUXOHEBPOJOTHYECKOM OTAENECHHH IS JETEH C BPOXACHHOH M

Hac/eCTBERHOM TeHeTH4eckon natosiorieit PAKB-¢unuar ®TAOY BQ PHAMY wat. HM. Tluponosa M3 PO.

Pewernnem BK o1 29.11.2025 pekomeniosa npremM atanypeda s noze 40 mr/cyr. Bee 18 kr.
Jlanubie YHKUHOHAIBHBIX HCCIEJOBAHMITL:
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L. Teer ¢ O-MumyTHOI x0pnG0il (moabpn 2025): e
WHCTPYXIMM CO ETOPOEI Natimela

L. Teer North Star (23.11.2025): 18 w3 34 6annon

BHINOAHMA, B CRAIM, G TPY/IHOCTHIO. BIIONTHEHHA

) Peivamta "
Peiviabraram KOHC“JII\)’MQ Bpaved nauw dieayoumne peEKoOMenIanun:

| .
Kapacepy Apocnasy Jlenucosuuy, 55 ner NeT G

HOATBEPAACHHBIM MArHo3om. Tlporpeccupyromas

obychonaenunan HOHCcenc-myranuen ¢.5247C>A rena DMD 8
PHAR CTanuA, pEKOMEHNOBAHA CTAMJAPTHAA Tepanmus COrNACHO

4. Pexomelyryercs nposesenue KOHTpOsia Beca, cobmoenne nueTs
5. PexOMeHmyeTes nposeeHue PETYTAPHLIX sansTHit JIDK, exenuentoe nposenenue pactakex.

Hlonumen Bpaveit-koneyasTanTos:

PAKE - duwanan ®TAOY BO PHUMY um. H.U. NMuporosa Mumiapaea Pocenn:

Pykosomurens Llewtpa neuenus ja6onesaumit

HEPBHOM CHCTEMBI BPOXNCHHBIX HACNENCTBEHHBIX

3abonesannit, reHeTHIECKHX OTKJIOHCHMIA, Cg, é/ cayera EJL

OP(AHHBLIX U APYTHX PEAKHX 3afonesanuit, AM.H.,
Bpay-HeBponor

3aBeIy0mIan NCHXOHEBPONOTHYECKAM OTACNEHUEM
INA AeTeH C BPOMACHHON W HACACACTBCHHOM
FeHeTIYeCKOit maronoruedt, " “Muxaiinosa C.B.

ILM.H., npodeccop, Bpau-HeBposIor

OCIT_«HUKHW neamaTpum w aerckoit xu
Muporosa Muuinpasa Pocein:

3aBenyiomas NeTcKUM NCHXOHEBPONOrHY eCKUM A CE
otTneneHueM Ne 2| K.M.H., Bpa4-HEeBpOJIOr bl PICHLERL L. B
OIAY «HMULL 3p0posbsa aereity Munsgpasa Poccun:

3aM,AMPEKTOPA 10 Hay4HOH paborte, ’
32B.0TAC/IEHHEM NCUXOHEBPONOTMH U 6 ¥Baxuna E.B
HefApopeabuaHTAUMM, K M. H., Bpay-HeBponor

H.c., Bpa4y-HeBponor !

(\ Nonosuy C.T.

. FO.E. Beastumesan ®rAOV BO UMY um. H.H,
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