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HanpaBneHue. [Nouck HykneotngHoro BapmaHTta chrX:32503189G>A B reHe DMD (OMIM 300377)
leH, nokanusauusa. DMD, Xp21.2-p21.1

MeTtop uccnepgoBaHus. CekBeHnpoBaHue no CaHrepy

NceneposaH 9k30H 21 reHa DMD ¢ npuneraiowmmMmm MHTPOHHbIMM 0bnactamu. BeigBneH HykKneoTuaHbIN BapuaHT
€.2650C>T (chrX:32503189G>A; NM_004006.3; rs398123903) B reMM3MroTHOM COCTOSIHUM, MNPUBOASALMA K
npexgeBpeMEHHON TepMUHaUMM TpaHcnauum p.Q884*, HeonmucaHHbIN B KOHTPONbHOW BbliGOpke gnomAD, v2.1.1.
HykneoTuaHbIn BapmnaHT onucaH B MmexayHapogHon 6asze HGMD professional, Bepcus 2022.1 [CM070907], y nauneHToB
C MbiweyHon auctpochmen [ioweHHa [Aartsma-Rus et al., 2006]. B cootBeTcTBMM C poccumnckum PykoBoacTBoM Mo
WHTEprpeTauun AaHHbIX nocnegosatenbHocTn [OHK 4yenoBeka, BbISIBMEHHbI HYKNEOTWAHbIA BapuaHT cnegyet
pacueHuBaThb Kak naToreHHbIn. CornacHo 6ase gaHHbIx OMIM, myTauum B reHe DMD onucaHbl y NaumMeHTOB C MblLLEYHON
anctpodmen [OioweHHa (OMIM 310200) n mbiweyHon amctpodmen bekkepa (OMIM 300376), Hacnegyembimn no X-
cuenneHHoMy peLeccMBHOMY TUNY, a Takke y NauMeHToB C gunaTtaumnoHHon kapguommonatumen, Tun 3B (OMIM 302045),
Hacregyemown no X-cuenneHHoMy Tuny.

BbisiBNeH naTtoreHHbIN HYKNeoTUAHbIN BapuaHT chrX:32503189G>A B reMU3MroTHOM COCTOSiHMM B reHe DMD

HdononHutenbHasa nHdopmaums:

eH, PedepeHcHasa | Ok30H/ "eHomHas YacTtoTa HykneoTnaHbin | AMMHOKMCNOT- Ouerka
OMIM |nocnepoBartenb-| MHTPOH KoopauHaTa MWHOPHOrO BapuaHT HbI BapuaHT HaTOF;lHHOCTM**
HOCTb (GRCh37) annens*, %
DMD, . €.2650C>T . o
300377 NM_004006.3 38 chrX:32503189 H/g (hem) p.Q884 naToreHHbIN
*. cornacHo 6a3se gnomAD, v2.1.1
**~ cornacHo poccumnckomy PykoBoAcCTBY NO UHTepnpeTauun AaHHbIx nocnegosatensHocTn OHK yenoseka
CcCbINIKM Ha UCNONb30BaHHbIe 6a3bl AaHHbIX U NUTepaTypy:
e https://portal.biobase-international.com/hgmd/pro
e https://omim.org
e  https://www.nchi.nlm.nih.gov/clinvar
e DOI: 10.25557/2073-7998.2019.02.3-23
KomMmmeHTapumu n pekomeHgauum:
1. KoHcynbTauus Bpaya-reHeTuka
Bpay-nabopaTopHbIN FreHETUK, BeAYLUNIA Hay4YHbIN COTPYOHUK, HavanbHUK LieHTpa,
Mypasbesa J1.B. K.6.H. Mywkos A.A. A.6.H. CaBoctbsiHoB K.B.
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