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JIHK JUATHOCTHKA BPOXXJIEHHOM 'MITEPIIA3MM KOPBI HAJIITOYEYHMKOB

Bpoxxnennas runepriazus kopsel HaanouyedyHnkoB (BI'KH) — pacnipoctpanenHoe Tspkenoe ay-
TOCOMHO-pEIECCUBHOE 3a00JIeBaHNne, 00YCIOBICHHOE HApYIICHUSIMHU B Ipoliecce OMOCHHTE3a CTe-
pounHeix ropmMoHOB. B 95 % cnyuasax npuumnoit BI'KH sBnsercs nedpuuur depmenra 21-
TUAPOKCHIIA3bl, KOTOPBIM BO3HUKAET BeaeAacTBUue nHakTuBanuu rena CYP21B, koaupytomiero naH-
HbII (hepMeHT. B HacTosee BpeMs, B CBSI3U ¢ 10CTaTOYHO BhicoKo# yactoroii BI'KH HeoOxoaumo
MIPOBE/ICHUE KaK YTOYHSIOMIEH, TaK U MPEHATAJIbHON JUArHOCTHKH JaHHOTO 3a00JIEBaHUS B CEMbSIX
C TIOBBIIIICHHBIM PUCKOM POXICHHUS OOJBLHOTO PEOCHKA.

Lenbto paboTHI SIBIISIETCS UACHTU(PHUKAIMA MyTallMOHHBIX MOBpexaeHuit rena CYP21B y na-
nuentoB ¢ BI'KH u ux pojacTBEHHHMKOB, a Takke pa3padOTKa METOJIMKH BBISIBICHHUS MYTaIllu
P453S B sx30He 10 rena CYP21B.

Jns ananuza mytaumii rena CYP21B ucnons3oBanu cieayronme Metonbl: Boeiaenenue JJHK
u3 (OpPMEHHBIX 3TEMEHTOB KPOBH, aMHHOTHUYECKOW KHUJIKOCTH U XOPUOHA; MMOJIMMEpa3Has IelHas
peakmus (ITLP); snextpodope3 B monmakpuiaMuaHOM rene; ruaponu3 npoaykros [ILP cremnu-
(UYHBIMU HIOHYKJICA3aMH.

Jannas pabota mpoBoauiIach Ha 0asze J1abopaTopuu MpeHATATBHOW JMATHOCTUKH HACJENICT-
BEHHBIX U BPOXKJEHHBIX 3a0oneBannii yenoeka HUU AT um. JI.O. Otrra, PAMH. U3 6anka JIHK
6ompHbIXx BI'KH (139 cemeit) O6b110 0TOOpano 5 cemeit mis nmoucka myTaiuii B reHe CYP21B. Mo-
nexynspHas nuarHoctuka BI'KH 3akmtouanace B uccnenoBannu oopasuos JJHK ¢ nenbro uaeHTH-
¢duxanmuu Takux myrtanmid, kak nenerus rema CYP21B, P30L, G110del8, V236E, V281L, 656
A/C—G, 1172N, Q318X u BBIABICHHUS HOBBIX MyTallui, 00pa3oBaHUE KOTOPHIX O0YCIOBIEHO Ha-
JUYKEM PSAJIOM C KOAMPYIOIIMM T'€HOM BBICOKOTOMOJIOTMYHOM MHAKTUBUPOBAHHOM MOCIIE10BaTEb-
Hoctu JIHK nceBnorena CYP21A, yTo 3ayacTyto BeJeT K HapyIIEeHUsIM MPOLIECCOB peKOMOMHAIINN
U penapanuu B Mero3e.

Bo Bcex cembsx BblsBieHbl MyTauuu B reHe CYP21B. JIng kaxnoi u3 cemeil pazpaboraHa
cxema npeHaTanbHOM auarHoctukun BI'KH ¢ ucnonp3oBaHueM JOMONMHUTENBHBIX HMOIUMOP(HBIX
MapkepoB, Takux kak reHsl DQA u MicA. B onHoil cembe y mpobaHga oOHapyskeHa MyTalusl B re-
He CYP21B, otiinyHast OT MyTalMOHHBIX MOBPEXACHUN TOrO TeHa y pojauTeneid. Bo3MmoxkHo, 310
00yCIIOBJICHO TE€M, YTO Yy POJUTENECH B MPOIECCe TaMETOTeHe3a B Pe3yJIbTaTe TeHHBIX KOHBEPCUM
MOTJIM 00pa30BaThCSl HOBbIE, OTIMYAIOLIMECS OT POJUTENbCKUX MyTaHTHbIE ayenu reHa CYP21B.
Pazpabotana HoBast MeToauKa BeIsABIeHUS MyTaiuu P453S B sx3one 10 rena CYP21B ¢ npumene-
Huem Meroza [P u mocneayromum pecTpUKIUOHHBIM AaHATU30M.
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