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OTyeT 0 MOoJIeKYNAPHO-reHeTU4YecKoMm uccneposanmum iHK
MeTOoAO0M K/INHUYECKOro CEKBeHUpPOoBaHUA

TEST TEST

[laTa poxxgeHns:

Mon: eHCKNIM

Bupa bromaTepurana: Kposb

Bupa nccnepnoBaHus: NaHenb «feHeTUYECKas NPeapacnonoXeHHOCTb K FTMPCYTU3MY U FrMnepaHapo-
reHum»

NHdopmayusa 06 uccnegoBaHum:

TeCT HOCUT MHAMBUAYANbHbIV XapaKTep, BCE BbIiBAEHHbIE OCODEHHOCTY 1 NPEAOCTABNEHHbIE PEKOMEH 13-
LMW NepCOHNMULIMPOBAHbI, TaK KaK OCHOBaHbI Ha M3yyeHnn obpa3ua Baweit yHukanbHon HK.
ViccnepoBaHume nposefeHo MetofioM RT-PCR Ha obopyaosaHmm CFX-96 (Bio-Rad). lMoaTeepxaeHo MeToaoMm
cekBeHmpoBaHns nNo CaHrepy Ha aHanuzatope 3500 Applied Biosystems.

3BeHO NaToreHesa leHbl
VIHCynnH INS
LinToxpom P450, cemelcTgo 17, 4ned 1L.noacemerictea A CYP17A1
LinToxpom P450, ceMelicTBO 21, NOACEMENCTBO A, YneH 2 CYP21A2
Crepova-5-anbda-peayKrasa 2 SRD5A2
PeuenTop donnvkynoCcTUMyAupyroLero ropMoHa FSHR

OnucaHue reHoB:

leH INS KOAMPYET UHEYNWH, NenTUAHBIA FOPMOH, KOTOPbIN UIPaeT )M3HEHHO BaXKHYIO PO/b B perynsumm
YIMeBOAHOMO M AnNMAHOro obmeHa. MNocne yaaneHuns CUrHanbHoOro NenTuaa-npeawecTBeHHNKa NPOH-
CYNMH AOCTTPaAHCASLMOHHO paculennseTcs Ha Tpy NnenTuaa: nenTuasl B-uenu 1 A-Lenu, KOTopble KOBa-
NEHTHO CBSA3aHbl ABYMS ANCYNbMUAHBIMI CBA3SIMU C 0Opa30oBaHMeM MHCYNMHa, U C-nenTua,. CBsa3biBaHMe
VHCYyNWHa C pelienTopoM nHcynmnHa (INSR) cTimynmnpyeT 3axBaT mtoKo3bl. bbiNno naeHTUOUUMPOBAHO MHO-
XKECTBO MyTaHTHbIX annenen ¢ heHoTUnmyeckmMm achexktTamu, BKAYas MHCYAMHO3aBMCKMbIA CaxapHbIl
AvabeT, MOCTOSIHHbIV HEeOHATabHbIM CaxapHbIvi AvabeT, AMabeT 3penoro Bo3pacTa y Monoabix ntoaer 10
TNA W TUNEPNPOVHCYINHEMUIO.

feH CYP17AL KoaMpyeT YneH cynepcemencTBa hepMeHToB LuToxpoMa P450. Benku umtoxpoma P450 npeq-
CTaBNAtOT CODOM MOHOOKCHIEeHa3bl, KOTOPblE KaTann3npyrT MHOMMe peakumnK, y4acTBytollve B MeTabo-
NN3Me NeKapCTB U CUHTE3e XonecTepuHa, CTeEPONAOB 1 APYrxX N1nuaoB. OH 0bnafaeT akTUBHOCTbIO Kak
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17anbda-ruapokcnnassl, Tak 1 17,20-11asbl 1 SBASETCS KNtoYeBbIM GEPMEHTOM B CTEPOMAOTEHHOM MYTH,
KOTOPbIV MPOU3BOANT NPOreCTUHbI, MMHEPANOKOPTUKOWAbI, MIOKOKOPTUKOMAbI, aHAPOrEHbI U SCTPOreHbl.

feH CYP21A2 koampyeT YneH cynepcemencTBa hepMeHToB LinToxpoMa P450. Benku umtoxpoma P450 npeq-
CTaBNSHOT COOOM MOHOOKCMIEeHasbl, KOTOPbIE KaTanu3MpyT MHOMME peakumm, y4acTBytoLe B MeTabo-
NV3Me NEeKaPCTB W CUHTE3e XONeCTepurHa, CTepoMa0B U APYrUX MMMUAOB. ITOT OeNOK NOKANN3YETCS B IH-
A0NNa3MaTUYeCcKoM PeTUKyNyMe 1 rnaPOKCUAVPYET CTEPOVAbI B MONOXKEHWI 21, Ero akTUBHOCTb HEOOXO-
AAMa A5 CUHTE3a CTEPOMAHbBIX FTOPMOHOB, BKHOYaA KOPTU30 1 aNbAOCTEPOH.

leH SRD5A2 KoaMpyeT MUKPOCOManbHbIV 60K, 3KCMPECCUPYHOWMIACS Ha BbICOKOM YPOBHE B HYBCTBUTEb-
HbIX K aHAPOreHaM TKaHAX, Takmnx Kak npocTaTa. Kogvpyembii 6enoK akTUBEH Npi KNCAIOM pH v 4yBCTBMTE-
NeH K HrmbuTopy 4-a3acteponioB purHacTepuay. HegoCTaTOK 3TOrO reHa MOXET NPUBECTU K MY>KCKOMY
ncesgorepmMadpoanTn3mMy, 0COBEHHO K NCeBAOBarnMHanbHoOM NepuHeOCKPOTanbHOM runocnaauv (PPSH).

feH FSHR koampyeT peuentop honnKynoCcTUMyAnpYoLLero ropMoHa. MIcCeneayembii BapuaHT CHkaeT
aKTMBHOCTb peLenTopoB hONANKYNOCTUMYNMPYIOLLErOo TOPMOHa, BCIeACTBME HEro Yy eHWmH Habntoaa-
eTCs CHYIKEHHbIV YPOBEHb FOPMOHOB B KPOBM, PaHHWI POCT 1 NOBbIWEHHbIV YPOBEHb DONMNKYNOCTUMY-
ANPYIOLLLEro TOPMOHA B NOTEMHOBOW hase MeHCTPYanbHOro LMKAa. BapaHT reHa onpeaenser oTBeT Ha
CTUMYAALUMIO SUYHNKOB NpenapaTamu MonnnkynocTUMynupyolLero ropmMoHa ans ocyllectaneHuns IKO,
TaKKe OH CBSA3aH C MOBbIWEHHbIM PUCKOM PAa3BUTUSA CUHAPOMA MOMUKUCTO3HBIX AUYHUKOB.

NMony4yeHHble reHOTUNMbI:

leH FeHoTMN Puck

INS 11| [1OBbIWEHHbIN

CYP17A1 A/G [OBbIWEHHbI

CYP21A2 *1/71 CpeaHenonynauUMoHHbI

SRD5A2 G/G CpefHenonynauUMoHHbIM

FSHR c/C [OBbIWEHHbIN
3aknouyeHue:

BoisiBneHHbIn reHoTu /Il reHa INS cBsi3aH C NOBbIWEHHbBIM PUCKOM Pa3BUTUSA MMPCYyTU3Ma 1 FnepaHapo-
reHnm.

BbisiBneHHslin reHoTum A/G reHa CYP17A1 accoummpoBaH C MNOBbILLEHWEM 3KCNPECCUM FreHa 3a CHeT Co3aa-
HUS AONONHUTENBHORO CaliTa CBA3bIBAHMS C TPAHCKPUMLMOHHbBIM PaKTOPOM Sp-1, Takim 06pa3om, CTUMY-
nupyetes bMOCUHTE3 NONOBLIX CTEPONAOB — aHAPOreHOB 1 3CTPaaMona. TakiMm 0bpa3oM, MOBbLIWEH PUCK
PA3BUTUA TUPCYTU3IMA U TUTNIEPAHLPOTEHNN.

BbisgneHHbIN reHoTnn C/C reHa FSHR accoummpoBaH € NOHMXEHHOW 3KCNPeccnen reHa, 4To NpuBOaAUT K
MeHblUein YyBCTBMTENbHOCTM pelienTopoB PCT. Takke OH CBsi3aH ¢ bonee BbICOKMM Ha3anbHbiM YPOBHEM
®CI" 1 C NOBBIWEHHbIM PYCKOM Pa3BUTUA rTUNepaHaporeHmn.
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PekomeHpayunu:
ObpaTuTech K CBOEMY Nlevallemy Bpayy Ans nogbopa onTuUManbHbIX MPOMUAAKTUYECKMX MEPONPUSTUI.
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