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CtaTucTnyecKkum aHanms pe3ynbsraTtoB AeTeKUMn YacTbiX MyTauum B reHe CYP21A2

BBEOEHUE. MyTtauun reHa CYP21A2 moryT NnpuBoaaT K BpoxaeHHon ancdyHkumm kopbl HagnodedHukoB (BIKH), BcnegcteBue, MATEPWAIIbI U METObI. B nccneposaHue 6bino skntoveHo 1190
oedouunta 21-rmgpokcunasbl. bonbWMHCTBO MyTauuUW reHa - 3To KoHBepcun mexay reHom CYP21A2 n romMonornyHbiM emy, |nauMeHToB C  NOoJo3peHMeM Ha HOCUTENbCTBO  NaTOrMeHHbIX
ncesgoreHom CYP21A1P. o gaHHbIM HeoHaTanbHOro CKpuHuHra B P® pacnpocTpaHeHHoCTb knaccuyeckon dopmbl BOKH! BapuaHToB B reHe CYP271A2. O3TM naumeHtam Oblno BbIMOSIHEHO
coctasnset 1:9500. NgeHTndpumkauyma mytaumm reHa CYP21A2 Heobxogmma Oons NOCTaHOBKWM AMarHo3a M HasHadeHua Tepanun.. MOJIeKynsapHoO-reHeTU4yeckoe uccriegoBaHue Ha BbiABNeHUe OeBATU
Llenbto nccnegoBaHmnst SBNSANOCb MOHUMAaHWE CTPYKTYPbl BCTPEYaeMOCTU Hamboriee pacnpoCTPaHEHHbIX MyTauuin B reHe| MacTtHbiXx MyTtauunm reHa CYP21A2 wmetopoom [1LUP B peanbHOM
CYP21A2 y nauneHTOB. BPpEMEHN N/UNn NonNHoe cekBeHUpoBaHME reHa no CaHrepy.

PE3YJIbTATbI. Peaynbratbl aHanusa gaHHbIX nokasanu, 4To 488 obcneaoBaHHbIX NALMEHTOB HE MMENU HU oaHou Yactonm myTtaumm B reHe CYP21A2 - 41,01% cny4daeB. [latoreHHble BapuaHTbl ObINn
obHapyXeHbl Yy 58,99% obcnenoBaHHbIX NaunMeHToB. HacToTbl BCTpeYaeMOCTU BapuaHTOB pacnpenenunuch crneayrowmm obpasom (puc.1): 12spl (rs6467) - 14,96% reteposurot n 12,52% romosuror,
yacToTa BcTpevyaemMocTn MmHopHoro annens coctaBuna 20%; V281L (rs6471) - 17,98% retepo3unrotr un 7,65% romMosurot, Yyactota BCTPeYaeMoCTM MUHOPHOro annena cocrtasuna 16,64%; E3del
(rs387906510) - 16,22% retepo3urot un 6,81% romosurot, Yactota BCTpedaeMocTun MUHOpHOro annena coctasmna 14,92%; P30L (rs9378251) - 12,69% retepo3urotr n 6,39% romosurot, 4YactoTa
BCTpeYaeMocTn MUHopHoro annens coctasuna 12,73%:; 1172N (rs6475) - 12,18% retepo3urot un 3,70% romosurot, YactoTa BCTpe4aeMoCTU MUHOPHOro annensa coctasmna 9,79%; Q318X (rs/7755898)
- 7,39% retepo3urot n 3,95% romosuroT, 4Yactota BCTPeEYaeMOCTU MUHOPHOro annens coctaBuna /7,65%; R356W (rs7769409) - 4,62% retepo3urot n 1,43% romosurot, 4Yactota BCTPEYaEMOCTHU
MWUHOPHOro annena coctasuna 3,7/4%; knactep Ex6 (rs1554299737, rs12530380, rs6476) - 4,87% retepoaunrot n 0,50% romosmroT, 4actota BCTpPe4YaeMOCTU MUHOPHOro annena cocrtasuna 2,94%;
P453S (rs6445) - 2,35% reteposurot un 0,34% romosuroT, YactoTa BCTpeYaeMoCTM MUHOPHOro annena coctasuna 1,51%.
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Puc.1. CTpyKkTypa BCTpeYaeMocTn Hanbonee pacnpocTtpaHeHHbIX MyTauun B reHe CYP21A2 y nauymeHToB B %: het — retepo3unrotbl no mytaumm, homo — roMmo3uroTsl No mytaumm, wt — AuKnum Tuvn.

SAKITIOMEHUE. Mbl npooemMoHCcTpupoBanu crtatuctuyeckme daHHble no 4actbiM natoreHHbiM myTtauma B reHe CYP21AZ2. KOHTAKTbDI. BetunHknHa EkaTtepuHa AnekcaHapoBHa
Hanbonee pacnpocTpaHeEHHbIMWU BapuaHTamMun, BcTpedarwmmuca B bonee dyem 20% cnydaeB, okasanucb: 12spl (rs6467) B [Ten: +7(925)-905-73-78
27,48%, V281L (rs6471) B 25,63%, E3del (rs387906510) B 23,03%. E-mail: katevetchinkina@ya.ru



	Slide 1

