INVITRO

3AK/IIOMEHUE
no pesynbTaTaM MOJIEKYNAPHO-FEeHETUYECKOrO MCCeA0BaHUA:

MpeHaTanbHasa AUarHocTMKa mbiweyHoi auctpodpumn froweHHa/bekkepa

MaumeHT: PUO Dara 3abopa martepuana: 07.02.2024
. JaTa rotoBHOCTU uccnepgosanuma: 06.03.2024
Darta poxkgeHua: 01.01.2001 WH3: 999999999

Non: XeHcKkuin
Bupg 6uomarepuana: BopcuHbl

xopuoHa/XopuoHbuoncms
Pe3ynbtatbl JHK-aHanusa

TpaHckpunt: NM_004006.2

OUO0 DMD, 59 sk30H, BapmaHT ¢.8713C>T
®UNO (nnog) femusuroTa
[o1710] leTepo3uroTa

3aknioueHue: MeTog0om NPAMOro cekBeHMpoBaHuA no CaHrepy nposegeHa
npeHaTasnbHan AMarHoCcTMKa ans naoga MO ¢ uenbio Noncka B 3K3oHe 59 reHa
DMD(NM_004006.2) BapnaHTa HyKneoTuaHOM nocneaoBaTenbHoctn ¢.8713C>T(p.Arg2905Ter),
BbIAIBJIEHHOTO paHee y NpobaHza B reMU3UTOTHOM COCTOSHUM.

B pe3synbTaTe aHanmnsa y PO BapMaHT HYKAEOTUAHOMN NoC/ief0BaTEeIbHOCTH

c.8713C>T(p.Arg2905Ter) reHa DMD BbIfaB/IEH B reTePO3UroTHOM COCTOAHUMU.

B pesynbTate aHanusa y nnoga PO BapmaHT HYKNEOTMAHOM Nocie0BaTe/IbHOCTH
c.8713C>T(p.Arg2905Ter) reHa DMD BbIfAB/IEH B TeMU3UTOTHOM COCTOAHKUU. Mon naoaa -
MYCKOM.

Pe3ynbTaT MONEKYAAPHO-TeHETUYECKOrO aHa/IM3a MOKeT 6bITb BEpHO
MHTEpPNpPEeTUPOBAH TOJIbKO Bpayom.



