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VIH3
OIIMCAHUE

®.1N.0. obcnenosan B HezaBucumoit maboparopun « THBUTPO» na nanuuue 15-
TH YacThIX MyTanuii B rere 2 1- runpokcunazsl CYP21A2 Tect Ne7802:

BpoxaeHnasi runepnjiasus HaANMO4YeYHUKOB.
(Adrenal Hyperplasia, Congenital, Due To 21-Hydroxylase Deficiency.
OMIM: 201910)

Bpoxnennas runepruiazuga — HaanodeuHukoB (BI'H) —  wnacneactBenHoe,
ayTOCOMHO-pELIECCUBHOE 3a0o0sieBaHnEe, OOYCIIOBICHHOE HapyLIEHUEM CHHTE3a
CTEpPOUIHBIX TOPMOHOB KOpBI HaanoueyHukoB. [Ipuunnoi pazsutus BI'H Goiee
geM B 95% ciryuaes siBnsieTcst aeunut hepmenTa 21-ruapoxcuniassl.

I'en CYP21A2, xomupyromuii cuHTe3 (epMerTa 21-THIpOKCHIa3bl PacloOKeH
Ha KOPOTKOM I1jiede 6 XpOMOCOMBI.

BbiensitoT BUPWIBHYIO, COJNBTEPSIONIYI0 U TO3/JHIOK HEKJIACCUYECKYI0 (POpMbI
BI'H.

B xone uccnenoBanus mpoaHalIu3upoBaHbl 15Tk Hanbosee 4acThIX MyTallUi reHa
21-runpokcunasel  (CYP21A2): nenenms rena CYP21A2, xoHBepcusi TIeHa
CYP21A2, neneums 8bp, P30L, 1172N, M239K, 1236N, V237E, V281L, Q318X,
R356W, P453S, 12G, 113 bp, F306+T.

Pesyabtar: Ilpu wuccnegoBanmm o6pasmoB JIHK B rene CYP21A2 wyacTeix
MyTali, OTBETCTBEHHBIX Ha BI'H He BBIsBIICHO.

nenenust reHa CYP21A2 He 00HAPYKEHO
koHuBepcusi reHa CYP21A2 He 00HApPYKEeHO
nenenus 8bp rena CYP21A2 He 00HAPYKEeHO
CYP21A2 (P30L) He 00HApYKeHO
CYP21A2 (1172N) He 00HAPYKEeHO
CYP21A2 (M239K) He 00HAPYKEHO
CYP21A2 (1236N) He 00HAPYKEHO
CYP21A2 (V237E) He 00HAPYKEeHO




CYP21A2 (V281L) He 00HAPYKEeHO

CYP21A2 (Q318X) He 00HApPYKEeHO
CYP21A2 (R356W) He 00HAPYKEHO
CYP21A2 (P453S) He 00HAPYKEHO
CYP21A2 (12G) He 00HAPYKEHO,

resorun A/A

CYP21A2 (113 bp) He 00HApYKeHO
CYP21A2 (F306+T) He 00HApYKeHO
nceBgoren CYP21P (ducio xomwit) BroisiB/IeHO 2 KONIMH NCEeBAOreHA

Takum 00pa3om, He BBISIBJICHO HOCHTEJILCTBO YacThIX MyTaluii B reHe CYP21A2,
OTBETCTBEHHBIX 34 PA3BUTHUE BPOKJACHHOM TMIEPILIa3UN HAIMTOYCTYHUKOB.

OpHaKo He UCKITF0YEHA MOJTHOCTHIO BEPOSTHOCTh HOCUTENBCTBA Ooiee penkux myranun. Kpome
TOro, onucansl apyrue tunsl BI'H, BpI3bIBaeMble MyTalusiMU B JIPYTHX T'eHaX KOJUPYIOIIMX
(dbepMeHThI OMOCHHTE3a TIIOKOKOPTHKOMIOB U MUHEPATOKOPTHKOMJIOB, TI03TOMY OKOHYATEIIBHOE
pelieHrne B OTHOIICHHH JWarHo3a MPUHUMAET JieYalluidi Bpad Ha OCHOBAHWU KIMHUYECKUX H
71a00paTOPHBIX TAHHBIX.

[Ipy HEOOXOAUMOCTH TOJIyYEHHUS JOTOJHUTEIBHON HHPOpMAIUU, PEKOMEHTYETCS
O4YHAasl KOHCYJIbTAllUs Bpadya-TeHETHKA.

xx.xx.2020 K.M.H. Bpa4-T€HETHUK






