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OIIMCAHUME

®UO obcnenosan(a) B HezaBucumoii nabopatopun « MTHBUTPO» Ha Hanmuue 15-
TH YacThIX MyTaluii B reHe 21- ruapokcunassl CYP21A2 Tect Ne7802:

BpoxaeHnasi runepnjiasusi HaANMO4Ye4YHUKOB.
(Adrenal Hyperplasia, Congenital, Due To 21-Hydroxylase Deficiency.
OMIM: 201910)

Bpoxnennas runepriazuga  HaanodeuHukoB (BI'H) —  wnacneactBenHoe,
ayTOCOMHO-pPELECCUBHOE 3a0oseBaHue, OOYCIOBIIEHHOE HapyIIEHWEM CHHTE3a
CTEpPOMIHBIX TOPMOHOB Haano4yeyHUKOB. [Ipuunnoit pazsutus BI'H Oonee uem B
95% ciyuaes siBisercs AeuuT Gpepmenta 21-ruaApoKCuIashbl.

I'en CYP21A2, xomupyromuii cuHTe3 (epmerTa 21-THIpOKCHIa3bl PacloOKeH
Ha KOPOTKOM I1jIede 6 XpOMOCOMBEI.

BbIIenstoT BUPWIBHYIO, COJNBTEPSIONIYIO U TMO3HIOK HEKJIACCUYECKYIO0 (OPMBI
BI'H.

B xone uccnenoBanus mpoaHanu3upoBaHbl 15Tk Hanbosee 4acThIX MyTallUi IeHa
21-runpokcunasel  (CYP21A2): neneums rena CYP21A2, xoHBepcusi TI'eHa
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
MyTalui, 0OTBeTCTBEHHBIX 3a BI'H He BbIABICHO.

nenenust rena CYP21A2 He 00HApYKEeHO
koHnBepcusi reHa CYP21A2 He 00HApYKEeHO
nenerust 8bp rena CYP21A2 He 00HAPYKEeHO
CYP21A2 (P30L) He 00HApPYIKEeHO
CYP21A2 (1172N) He 00HAPYKEeHO
CYP21A2 (M239K) He 00HAPYKEHO
CYP21A2 (1236N) He 00HAPYKEHO
CYP21A2 (V237E) He 00HAPYKEHO
CYP21A2 (V281L) He 00HAPYKEeHO
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CYP21A2 (Q318X) He 00HAPYKEeHO
CYP21A2 (R356W) He 00HAPYKEHO
CYP21A2 (P453S) He 00HAPYKEHO
CYP21A2 (12G) He 00HApPYKeHO, reHoTHN A/A
CYP21A2 (113 bp) He 00HApYKeHO
CYP21A2 (F306+T) He 00HAPYKEeHO
nceBgored CYP21P (uucio xomwit) BroisiBjieHBI 3 KONHUH IICEBIOreHA

Takum o0pa3om, HE BBISIBJICHO HOCHTEJILCTBO YacThIX MyTaluid B reHe CYP21A2,
OTBETCTBEHHBIX 34 PA3BUTHE BPOKJACHHOM TUIEPILIa3UX HAIMOYCTIHUKOB.

OpnHako HE UCKIIIOYEHA MOJHOCTHIO BEPOATHOCTh HOCUTENBCTBA Oosiee peakux Myrauuu. Kpome
TOro, onucansl Apyrue Tuibl BI'H, BbI3bIBaeMble MyTalUsMU B APYrHMX I'€HaX KOJUPYIOIIUX
(depMeHThl OMOCUHTE3A TIIIOKOKOPTUKOMI0B U MUHEPAJIOKOPTUKOMI0B, II03TOMY OKOHYATEJIbHOE
pelleHre O IMarHo3e NMpUHUMAeT Jevyalluii Bpad Ha OCHOBAHUHU KJIMHUYECKHUX U JJAOOPaTOPHBIX
JTAaHHBIX.

[Tpu HEOOXOAUMOCTH TIOTYYSHHS TOTOJHUTEILHON HH(POPMAIIUU, PEKOMEHTyeTCS
O4YHAasl KOHCYJIbTAllUsl Bpadya-Te€HETHKA.
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