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ANATHOCTUKA MYTALUIA B TEHE CYP21A2
updates
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AKTYAJIbHOCTb. lMonynAunMoHHbIe MCCNeQoBaHNA KIMHMYECKMX ClyyaeB NpefnonaralnT Hanuume accoumauumn Mex-
ay BOKH v passutuem onyxonei HagnoyeuHukos [1]. Jednumnt 21-rmgpokcunasbl, onocpefoBaHHbIA HanuumMem MyTtaumii
B reHe CYP21A2, ABNAETCA NPUYMHON Pa3BUTKA BPOXKAEHHOW ANCTpodMM Kopbl HagnoyeyHrnkos (BOKH) B 90-95% cnyuyaes.
leH CYP21A2 pacnonoxeH BHYTpu RCCX noKyca Ha KOPOTKOM Mniieye 6-i1 XpOMOCOMbI, cofiepallero 6onee uem B 65% cny-
yaes ncesaoreH CYP21A2. V3-3a romonornm mexgy reHom n nceBgoreHom okono 96-98% cnoXxHOCTb Npuv aHanu3e myTauui
B reHe CYP21A2 cywecTBeHHO BO3pacTaeT. Bbicokaa AOCTOBEPHOCTb pe3ynbTaToB reHeTUUYeCKOro aHanmsa ABAAeTCA BaX-
HelwrM GakTopoM ANA ANArHOCTUKN U Tepanum NaToNorMYeCcKNX COCTOAHWIA, aCCOLUNPOBAHHBIX ¢ reHoMm CYP21A2,
MATEPUAJIbl U METOADbI. C nomowbto meTtoaa MNUP, ¢ ncnonbsoaHmem Habopa LongAmp Taq PCR Kit, NEB amnnndu-
umpoBany yyactok 6179 bp (NC_000006.12), BKntouyaowwmin B ceba uenesoi nonHbi reH CYP21A2, ¢ npanmepos CYP749f
(AGGTGCTCCTGGTGGCTAAAGG) nTena36F2 (AGGCGCTCGCTATGAGGTGAC). MUP-npoayKT ounLanu cornacHo MHCTPYKLMK
Npon3BoOANUTENA C NPYMeHeHnem MarHuTHbix YacTtuy, AMPure XP (Beckman Coulter). OunweHHbii MNLUP-npoaykT ncnonb3o-
Bann Ana NOCTaHOBKW CMKBeHcoBom peakumm u MLP B peanbHom BpemeHn (MLIP-PB). CukeeHcoByto peakLuio NpoBOAnIN
¢ nomouyplo BigDye Terminator v3.1 Cycle Sequencing Kit ¢ 8 BHyTpeHHUX NpaiMepoB, yH1BepcanbHbIx ana reHa CYP21A2
n ncesporeHa CYP21A2P, nepekpbiBatowwmnx KogupyioLme obnactv reHa CYP21A2. TLP-PB ucnonb3oBanu ansa getekummn 9 va-
CTbIX MyTaumn (rs9378251, rs6475, rs6471, rs6445, rs7755898, rs7769409, rs12530380, rs1554299737, rs6476) c nomoLLblo
Cco6CTBEHHO pa3paboTaHHOW TeCT-CMCTEMbI Ha OCHOBe TexHonoruu TagMan-3oHaoB 1 5x qPCRmix-HS (EBporeH).
PE3YJIbTATbI. bnarogaps yHuBepcanbHocTu npaimepa CYP749f, pacnonoxeHHoro B 5'-06nactn nepen reHom CYP21A2
n ncespgoreHom CYP21A2P, n cneumdmnyHocTn nparimepa Tena36F2, pacnonoxeHHoro B 35 3k30He reHa TNXB, B xope lMLP am-
nnnounumpyeTca TonbKo yuyacTok nokyca RCCX, npennonoXutenbHoO cofeprkallmin TpaHcmpyemyto Bepcuto reHa CYP21A2.
Mpw 3TOM ANa aHanm3a AOCTYMHbI XMMEPHble BapuaHTbl C KPYMHbIMK AefeuuaMn mexay reHom 1 ncesgoreHom. [loctosep-
HocTb aHanm3a 10 rpynn cnbcos noaTBEPXKAEHA METOAOM CeKBeHMpoBaHuA no CaHrepy. Pe3ynbTaTbl, NONyYeHHblE METOAOM
MUP-PB c ncnonb3oBaHrem TagMan-30HA0B Ha 84 o6pa3Lax, CornacyoTca ¢ JaHHbIMU, NOJTYYEHHbIMU METOLOM CEKBEHUPO-
BaHuA no CaHrepy B 100% cnyyaes.

3AKJTIOYEHME. Pa3paboTtaHHble MeToAMKM ceKBeHUpoBaHUa no CaHrepy v MLP-PB ¢ npumeHeHnem TagMan-30oHaoB no-
3BONAIOT 0OHAPYXMBaTb MyTaLUU B TPAHCIMPYEMbIX BapuaHTax reHa CYP21A2 Kak B HOpMe, TaK 1 B Cllyyasax KOHBEPCUI
MeXJy reHOM 1 nceBaoreHoM, nmbo B Ciyyasx KPynHbIX Aeneunii ¢ 06pa3oBaHMEM XMMEPHbIX BapuaHToB. OrpaHnyeHn-
€M MeTOAVIK ABASAETCA HECNOCOOHOCTb IETEKTMPOBATD alfieNiv C KPYMNHbIMY Aenelmsamu, 3aTparnsaiowmmm obnacte oTKura
npaimepoB CYP749f nnm Tena36F2.

KJTFOYEBBIE CJIOBA: CYP21A2; cekgseHuposaHue no CaHzepy; 1L|P-PB.
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