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CTATUCTUYECKUWN AHAJIU3 PE3YJIbTATOB AETEKLIUU YACTbIX MYTALIUIA @

B FEHE CYP21A2 o

© E.A. BetunHkuHa*, E.C. Noagwwmeanosa, T.B. Moroaa

OrbyY «<HMUL, sHgokpuHonorum» Munsgpaea Poccun, Mocksa

AKTYAJIbHOCTb. MyTtauun reHa CYP21A2 MoryT npuBOAUTb K TaxenbiM dopmMam BpOXKAEHHOW ANCOYHKUUM Kopbl
HagnoyeuHukos (BAKH) Bcnenctene pgeduunta 21-rugpokcunasbl. BonbWMHCTBO MyTaLui reHa — 3TO KOHBEPCUW Mexay
reHom CYP21A2 n romonornyHbim emy ncesgoreHom CYP21ATP. Mo gaHHbIM HeOHaTanbHOro CKpuHuHra, B PO pacnpo-
CTpaHeHHOCTb Knaccuuyeckorn popmbl BOKH coctaBnset 1:9500. MpeHTudukaumsa myTtaumin reHa CYP21A2 Heobxoguma gna
NOCTaHOBKWU AMarHo3a M HasHauyeHua Tepanun. Llenblo nccnegoBaHmaA ABNANOCb NOHUMaHUE CTPYKTYpbl BCTPeYaemMocTu
Hanbonee pacnpocTpaHeHHbIX MyTauuii B reHe CYP21A2 y naumneHToB.

MATEPUAJbI UMETO[DbI. B uccneposaHue 66110 BKIOYeHO 1190 naLMeHTOB C NOA03PeHNEM Ha HOCUTENIbCTBO NaTOreHHbIX
BapraHToB B reHe CYP2TA2. OTUM nauueHTam Obifio BbINONIHEHO MOJIEKYNAPHO-TeHeTNYECKOe UCCefloBaHNe Ha BblisiBne-
Hue AeBATW YacTHbIX MyTauun reHa CYP21A2 metogom MMLIP B peanbHOM BpeMeHn WU/unmn NonHoe CeKBeHMPOBaHUe reHa
no CaHrepy.

PE3YJIbTATbI. Pe3ynbTaTbl aHanv3a [aHHbIX MOKa3anW, 4YTO 4acTOTbl BCTPEYaeMOCTU BapMaHTOB pacnpeaenvnnumcb
cnegytowmm obpasom: 12spl (rs6467) — 14,96% retepo3nroT u 12,52% romMo3mroT, YacToTa BCTPEYaeMOCT! MHOPHOIO aniens
coctaBuna 20%; V281L (rs6471) — 17,98% retepo3uroT u 7,65% romosuroT, YactoTa BCTPEYAeMOCTM MUHOPHOIO annens
coctaBuna 16,64%; E3del (rs387906510) — 16,22% retepo3unroT u 6,81% romo3nroT, 4acToTa BCTPEYAaEMOCTY MUHOPHOIO
annena coctasuna 14,92%; P30L (rs9378251) — 12,69% retepo3uroT n 6,39% romo3nroT, 4YacToTa BCTpPeYaeMoCT MUHOP-
Horo annensa coctasuna 12,73%; [172N (rs6475) — 12,18% retepo3unroT u 3,70% romo3unroT, YacToTa BCTPeYaemMoCcTn Mu-
HOpPHOro annensa coctasuna 9,79%; Q318X (rs7755898) — 7,39% retepo3uroT u 3,95% romosuroT, 4acToTa BCTPeYaemocCTu
MUHOPHOrOo annena coctasuna 7,65%; R356W (rs7769409) — 4,62% retepo3unroT u 1,43% romosuroT, 4yacToTa BCTpeyaemo-
CTU MUHOPHOTO annensa coctaBuna 3,74%; knactep Ex6 (rs1554299737, rs12530380, rs6476) — 4,87% retepo3urot 1 0,50%
roMO3M1roT, YacToTa BCTpeYaeMoCT MMHOPHOro anfiensa coctasuna 2,94%; P453S (rs6445) — 2,35% retepo3uroT u 0,34%
roMO3M1roT, YacToTa BCTpeYyaeMoCTU MMHOPHOro annensa coctasmna 1,51%.

3AKJTIOMEHUE. Mbl npoaeMOHCTPMPOBanm CTaTUCTUYECKNE JaHHble MO YacTbiM NaToreHHbIM MyTaumam B reHe CYP21A2.
Hanbonee pacnpocTpaHeHHbIMM BapuaHTamu, BCTpevawowmmmca 6onee uem B 20% cnyyaes, okasanucb: 12spl (rs6467)
B 27,48%, V281L (rs6471) B 25,63%, E3del (rs387906510) B 23,03%.

KJTIOYEBBIE CJIOBA: 2eH CYP21A2; yacmele Mymauyuu; 8p0X0eHHas OUuchyHKYUSA Kopbl HAONOYEYHUKO8; 2eHemuyeckas OudzHOCMUKA.
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