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Mon: XeH

[ata poxaeHus: 25.08.1980

Bo3zpacr: 45 net

NH3: 999999999

[aTa B3aTMs 0bpasua: 11.12.2025 08:44

[aTa noctynneHus obpasua: 11.12.2025 19:43

Bpau: 23.12.2025 12:05

[aTta neyatu pesynbTaTa: 23.12.2025

WccnenosaHme PesynbTaT KoMMeHTapuit
Yactas myTtaumsa B reHe BTD HE OBHAP MeTofOoM NMpsIMOro aBTOMaTUYECKOro CeKBEHMPOBaHMS no CeHrepy

npoBeaeH MNOMCK YaCToro NaToreHHOro BapyaHTa
NM_001370658.1:¢.38_44delGCGGCTGInsTCC,
NP_001357587.1:p.(Cys13PhefsTer36) B reHe BTD (OMIM 609019).
MaToreHHble BapuaHTbl B reHe BTD npuBoasT K pa3BuUTUIO
HefoCTaToYHOCTM 6uoTMHmAaassl (OMIM#253260), ayTocoMHO-
PELIECCUBHbIN TN HAc/eA0BaHMSI.

BapvaHT ¢.38_44delGCGGCTGIinsTCC, p.(Cys13PhefsTer36) He
BbisiBneH. CnegyeT OTMETUTb, YTO AaHHOE UCCeA0BaHNE He
WCKIOYaET apyrnx 6onee peakmx BapnaHToB B reHe BTD.

WcrnonHuTenb MBaHoB U.U., Bpay - 1abopaTopHbIi reHeTUK

BHuMaHne! B 3neKTpOHHOM 3K3eMMsipe 6/1aHka Ha3BaHWE UCCNeA0BaHMs COAEPXMT CCbIIKY Ha CTpaHULYy caliTa C onncaHueM
nccnenoBaHus. www.invitro.ru
Pe3ynbTaThl UCCNEN0OBAHUIN He SABNAIOTCS AMArHO30M, HEOBX0aAMMa KOHCYbTaUus CrneLnanmcTa.
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