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AkrtyajabHocTh. CuHIpoM noiukucTo3HbiX suyHUkoB (CIIKS) sBnsercs camoi
pacrpoCTpaHEHHON HHIAOKPUHOINATUEH Cpeau JKEHUIMH pPEeNpOAYKTHUBHOIO BoO3pacTa. JlaHHBII
CUHIPOM TMPEACTABISET COO0M CII0XKHOE€ MHOroakTOpHOE 3a00JIeBaHHE, B pPa3BUTHE KOTOPOTO
BOBJICUCHBI T€HETHUECKHE, SITUTCHETUUYECKHE, SHIOKPUHHBIE U (DaKTOPBI OKpYkKaromiei cpeanl. Ha
NaHHBIH MOMEHT Oosbluasg poib B maroreHese CIIKS orBoauTcss HacieACTBEHHBIM (aKTOpaM.
IIpuauMas Bo BHUMaHHE, 4TO OCHOBHBIM IpossieHneM CIIKA sBnsiercss runepaHaporeHeMus,
MIPE/ICTABISACTCSl MEPCIEKTUBHBIM HCCIIEJOBAaHUE T'€HOB U MAapKepoB, HANpPSIMYyI0 M KOCBEHHO
CBSI3aHHBIX C META0OJIM3MOM aHIPOI€HOB.

Hean: BeisiBuTH poib nonumopduszmos renoB CYP11A1, CYP17A1, CYP19A1, uucna CAG-
IOBTOPOB B T€HE aHjporeHoBoro peunenropa (AR), mHAekc Heciy4ailHOM (HEepaBHOBECHON)
MHAKTUBALUU X-XpOMOCOMBI (X1) y HKEHIIHUH ¢ CAMITOMaMU TUIIEPaHIPOTEHUH.

Marepunansl u MeToabl. VccienoBanue BKIOYao 2 rpymnibl NaliueHToB. B nepByro rpynmy
ObUIM BKJIIOYEHBI 35 NaUUEHTKH ¢ mnpeanoioxutenbHbiM auarHozom CIIKS. Kpurepusimu
BKJIIOYEHHUS B TIEPBYIO TPYIITY ObUIM CIEAYIOIINE MMOKa3aTeNu: THIIEpaHApOoreHeMus (MTOBBIIIEHHBIN
YpOBEHb TECTOCTEPOHA, AUTHAPOTECTOCTEPOHA, AHAPOCTEHIMOHA, JETHAPO3NUAHAPOCTEPOHA
cynb(dara B kpoBH) u orcyrcTBre MyTauuii B rene CYP21A2. Bo BTopyto rpymiy ObUTH BKIIIOUYEHBI
MTAIUEHTKHU C OTCYTCTBUEM TMIIEPAHAPOTCHEMHUH U OTCyTCTBUEM MyTanuii B rene CYP21A2. ¥V Bcex
NaIMeHTOK ObUT Mpou3BeaAeH 3a00p nepudepuyeckoii kposu B mpodupku ¢ SATA. Bbriio nposeaeHo
Beiienienre JIHK ¢ ucnonb3oBaHMEM CTaHIApTHBIX NPOTOKOJIOB METOJOM BhICAIIMBaHUA. Bceem
nalyeHTaM ObIJIO MPOBEIEHO HCCIIEOBAaHHE PACIIPOCTPAHEHHOCTH CIEAYIOMIUX MOIUMOP(HU3MOB
rs700518 rena CYP19AIl, rs743572 renma CYPI7Al, omnpeneneHue NEHTAHYKICOTUIHOTO
nonuMopdusma ((tttta)n) rena CYP11A, onpenenenue konndectsa CAG-TIOBTOPOB B IEPBOM IK30HE
reHa AP, BbIsSIBIICHHE HECTy4allHOM MHAKTUBAIIMUA X XPOMOCOMBI C UCIOJIb30BaHueM MeTo10B [111P,
meTtumayBcTBuTeNbHOM 1P n gparmenTHoro ananusa. CTaTucTUUeckas OIEHKAa MPOBOJMIACH C
MTOMOIIIBIO X2 ¢ UCTOJIb30BaHUEM Tiporpammbl GraphPad.

PesyabTaTsl 1 MX 00cy:KkaeHMe. bolia BbIsIBIEHA 3HAUMMAs Pa3HUIIA B pacIIpOCTPAHEHHOCTH
nosmmmopdu3moB 1s700518 rena CYPI9AI1, rs743572 rema CYP17Al, meHTaHYKJICOTHIHOTO
nonmumopduszma ((tttta)n) rera CYP11A, konmdectBa CAG-IOBTOpOB B IIEpPBOM SK30HE TeHa AP,
HeCJIy4ailHOM MHaKTUBalMU X XpoMocoMbI B Tpytiie nanueHTok ¢ CIIKS no cpaBHeHuro ¢ rpynmnoin
CPaBHEHHS.

BeiBoabl. B pesynbrare uccrnenoBaHus Obuia pa3paboTaHa METOAMKA KOMIUIEKCHOM
JUArHOCTUKU CHUHIPOMA IOJUKHUCTO3HBIX SIMYHUKOB. B 11€710M, MOHMMaHUE TN€HETHYECKUX OCHOB
CUHpPOMA TOJHMKUCTO3HBIX SUYHUKOB TIOMOTAaeT AMarHOCTUPOBATh 3aboseBaHue C OOJbIION
JOCTOBEPHOCTBIO, YTO 3a4acTyl0 HEOOXOAMMO B CIy4ae HEYETKOM KIMHHYECKOW KapTHHBI WU
MOTPaHUYHBIX 3HAYCHHH TaOOPaTOPHBIX JaHHBIX.
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