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3AK/IIOMEHUE
no pesy/ibTaTaM MOJIEKYJIAPHO-rFr€HETUYECKOro UCC/ie0BaHUA:
MouncK YacTbix MyTauui redHa POLG metogom MLPA

NauyueHT: [ara 3abopa matepuana:
[ara poxaeHus: fMon: | J[ara noctynneHusa martepuana B nabopatopuio:
Bua 6uomarepuana: JlaTa roToBHOCTU Uccnepo0BaHUA:

Pe3ynbtatbl fJHK-aHanusa

D.1.0. POLG
N
3aknoyeHue: y MEeTOoA0M ceKBeHMpoBaHuA no CeHrepy

npoBeAeH NOUCK YacTbix BapuaHToB (p.L304R, p.A467T, p.P587L, p.W748S) B reHe POLG
(OMIM*174763, TpaHckpunT (RefSeq: NM_002693.3), 60nee naTn pasnnyHbix GeHOTUNOB,
ayTOCOMHO-PELLECCUBHbBIN M aYyTOCOMHO-A0MUWHAHTHbIW TUMNbI HAac1e40BaHMA).

YKa3aHHble NaToreHHble BapnaHTbl HE OBHAPYKEHDI.

UccnepoBaHMe He UCKAOYAET Apyrux 6osiee peaKux NaToreHHbIX BapuaHToB B reHe POLG.

Pe3ynb'ra1' MONIEKYNAPHO-TEHETUYECKOro aHa/in3a MmoXKeTt 6bITb BEPHO nHTepnpeTnpoBaH

TO/1IbKO Bpa4vyom.

Bpauy-reHeTuk



