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 MH3: 999999999

MNon: *KeHckui
Bupg 6uomarepuana: AMHMOTMYECKAA

MUAKOCTb/AMHMOLIEHTES
Pe3ynbtatbl JHK-aHanusa

TpaHckpunt: NM_004006.2

OO DMD c.4375C>T
®UO (nnop) femusunroTa
dno leTeposuroTa

3aKkntoueHue: MeTog0M NPAMOro CEKBEHUMPOBAHMA No CaHrepy nposeaeHa NpeHaTasibHasA
AunarHoctuka gnsa nnoga @O nouck B ak3oHe 32 reHa DMD BapuaHTa HyKNeoTuaHOM
nocneposatenbHoct c.4375C>T (p.Argl459Ter), BbisBNEHHOrO paHee y npobaHaa B
reMM3nroTHOM COCTOAHMUMN.

B pe3synbTate aHannsa y PO obHapyKeH BapnaHT HYKNeoTUAHOM Nocaea0BaTeNbHOCTH
c.4375C>T (p.Argl459Ter) reHa DMD B reTepo3uroTHOM COCTOAHMUN.

B pesynbTate aHanusa y nnoga PO obHapyKeH BapMaHT HYKAEOTULHOM
nocnenosatenbHoct c.4375C>T (p.Argl459Ter) reHa DMD B remM3nMroTHom coctosiHuu. Mon
nao4a - My*KCKOW.

Pe3ynbTaT MONEKYNAPHO-TeHETUYECKOro aHa/IM3a MOKeT 6bITb BepHO
UHTEpPNPeTUPOBaH TO/IbKO Bpayom.



