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Tox poxxnenus: 1972
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BI/IOMaTepI/IaJ'IZ KpOBb

Hccaenosanue

denorun

I'en
DYHKUMA reHa

Bapuaur
T'enorun
Puck

Ten
DYHKUMA reHa

AHauau3 noaumMop@pusmMoB B renax Sa-pexykraza, SHBG, AR,CYP17 (ko-
aupyomux ¢pepMeHTh MeTa00J1U3Ma MOJOBBIX TOPMOHOB)

MeTa60/1M3M CTEPOUAHBIX TOPMOHOB

AR Angporenossiii penentop

AH,IIpOl"CHOBLIﬁ peuenTop (TaK)KC HM3BECTHBIA Kak peuenTop III/II‘I/I,HPOTCCTOCTCpOHa) ABJBICTCA SAACPHBIM T'OPMOHAJIbHBIM
peuentopoMm kinacca NR3C, koTopblii BKIOYaeT B ce0s TAaKkkKe PELeNnTOpbl K MHUHEPaJIOKOPTUKOMAAM, MPOTECTEPOHY H
TJIIFOKOKOPTUKOUJaM. AHI[pOl"eHOBLIﬁ PeUEnTOpP SKCIIPECCUPYETCSA B KOCTHOM MO3T€, MOJIOYHBIX KEJIC3aX, HpeﬂCTaTeJIBHOi/’I
JKere3e, CeMEHHHKaX M MBIIIEYHON TKaHH, TIe OH CYIIECTBYET B BHJE IUMEPOB, CBs3aHHBIX ¢ Oemkamu Hsp90 u HMGB,
KOTOPBIC BJIMAKOT Ha BSaHMO}]eﬁCTBHe peuenropa € JUraHaaMu. AKTHBHpOBaHHin’I peUenToOpP CBA3BIBACTCA C I'CHOMHBIMU
QJICMCHTAMH OTBCTa, a HMCHHO C HHBepTHpOBaHHOﬁ HaHHHﬂpOMHOi/’I NOCJICA0BATCIIbHOCTBIO, PErYIINPYs, TAKUM 06pa30M,
TPAHCKPHUIIIHIO TEHOB. /Ipyroif myTh BIMSHUS Ha SKCIPECCUIO - B3AaUMOCHCTBHE aHAPOTEHOBOTO peIenTopa ¢ hakTopaMu
TpaHckpurimu, B ToM uncie AP-1, NF-kappaB u STAT. LleneBbiMu reHaMH aHIPOTCHOBOTO PELICHITOPA SIBJSFOTCS HHCYITH-
Honono0HBI (aktop pocta-1 (IGF-1) u reHsl, OTBETCTBEHHBIE 32 Pa3BUTHE IIEPBUYHBIX M BTOPUYHBIX MY)KCKHX ITOJOBBIX
TMIPU3HAKOB, MOAACPKAHUC TOJIOBO q)yHKL[I/H/I 1 arp€CCUBHOC NOBEIACHUE. BpO)I(I[eHHBIC MyTalluul B I'€HE aHAPOTrC€HOBOTO
penenTopa CBsi3aHbl ¢ CHHIPOMOM PE3UCTEHTHOCTH K aHAporeHaM (CHHIApoM Moppuca), My>kKeCTBEHHOCTbIO M CITHHOOYIIb-
GapHoli MbIeYHOU aTpodueii (6one3ns Kenneny). M3MeHeHne ypoBHS SKCIIPECCHU aHIPOT€HOBOIO PELENTopa XapaKTepHO
JUISL IpoIiecca pa3BUTHUS paka IpeACTaTeIbHOM KeIe3bl.

AR: (CAG)n repeat; S/L; CAG repeat; (3bp)n, Short/Long Kar NeS-0018/04
S/S

Bricokuit

CYP17A1 Hurtoxpom P450, cemeiictBo 17, moncemeticteo A, monumentun 1; 17-anpda-ruapokcunasa

I'er CYP17A1 xomupyet (epMeHT, OTHOCSIIUICSA K cynepceMeldcTBy nutoxpomoB P450, nokamusyromuiicsa B 9HIOIIIA3-
MaTHYEeCKOM PETHKYIIOMEe M MMeroluii kak 17-anbda-ruapokcuiasuyio, Tak u 17-20-1ma3Hylo0 akTHBHOCTb. besok sBis-
eTcsl KIIIOUEBEIM (JEPMEHTOM B METa0OJIM3Me CTEPOH/IOB, B PE3ylIbTaTe KOTOPOrO MPOU3BOJATCS NPOTECTHHBI, MUHEPAIO-
KOPTHKOHJIBI, TIIFOKOKOPTHKOHUJIBI, aHAPOTEHBI U 3CTpOreHsl. IIpeobpa3yeT MperHeHoI0H U MPOrecTepoH B ux 17-ambda-
THPOKCWINPOBAaHHbBIE NMPOLYKTHI, Aeruaposnuanapoctepod (DHEA) u anapoctenanon. MyTtanuu B 9TOM I'€HE CBA3aHbI
C U30JIMPOBAHHBIM JIeDUIUTOM CTepou-17-anbha-ruaporcunassl, 17-anbha-runpokcunaznoi 17,20-11ua3Hoi HeloCcTaToq-
HOCTBIO, TICEBA0repMadpOANTU3ZMOM U TUNEPILIa3Heil KOPbI HaAIIOUEUHUKOB.

Bapuant A2 allele; T-34C Kar NeS-0040/01
Tenotun  A1/A2
Puck 3HauuTenbHbIH
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SHBG TIo6ynun, ces3biBaroluii Moa0Bble TOPMOHBI

I'er SHBG komupyeT cTepou/I-CBsI3bIBAIONIHI IIPOTEHH, BIICPBHIEC OIMCAHHBII Kak OSNIOK ITa3Mbl KPOBHU, CHHTE3UPYEMbIH B
nedeHd. JlaHHbINH GeTOK TPaHCHOPTHPYET aHAPOTEHBI M 3CTPOTeHHbI B KpoBU. OH CBA3BIBAET KAXKAYIO CTEPOUIHYIO MOJICKYITY
B Bujie qumMepa. CrenuduueH s S-anbha-TuruapoTecToCTepoHa, TeCTocTepona u 17-6eta-sctpamuona. [lomumophusmbl
B 9TOM I'€HE CBS3aHBI C CHHJPOMOM HOJIMKHCTO3HBIX SMYHUKOB U THabeToM 2 THIa.

(TAAAA)N repeat Kar NeS-0257/01
S/S

CpenHenony IS IHOHHbII

SRDSA2 Crepoun-5-anspapenykrasa, anb@a-2-moaunenTu;

I'er SRD5SA2 xommpyet Genok crepoun-S-anbdapenykrasy - KIoueBoi GepMeHT MeTaboiam3Ma TecTocTepoHa. DToT dep-
MEHT OTHOCHUTCSA K HHKOTHHaMHIaJeHUMHUHIUHYyKIeoTHAruaporenpocpar (HAADPH)-3aBucumbiM epmeHTamMm U mpeod-
pasyet tectoctepoH B muruaporectoctepor ((DHT; JAI'T), kotopeiit B 10 pa3 akTuBHEEe CBOETO MPEAIICCTBCHHUKA. Sa-
penyKTasza UrpaeT BaKHYIO pOJIb B MeTaboiIM3Me IpeCTaTeNbHON JKelesbl denoBeka. [Ipn Hemocrarke storo ¢epmeHTa
Yy My>KUYHH OTMEYAIOTCSl YMEHBIIEHHE POCTa BOJIOC Ha JIMIE U Teje, POCT BOJIOC Ha JIOOKE MO JKEHCKOMY THUIy U PyIu-
MEHTapHas npocTara. [JpyruMu cioBaMH MOXKHO CKa3aTh, YTO Sa-peayKra3za HeoOXOAMMa JUls MOANEpIKaHHs aKTHBHOCTH,
(YHKIMOHNPOBAHUS M POCTA MPECTATEILHON XKeJIe3bl; HOPMAIbHOTO CIIEPMATOTeHE3a.

Bapuant Val89Leu; VSIL Kat NeS-0135/01
Tenorun Val/Leu
Puck IIporexTuBHBIN
I'en Ha3panue rena Bapuanr I'enorun | Puck
AR AHIPOTCHOBHIN penenTop AR: (CAG)n repeat; S/L; | S/S Bricokuit
CAG repeat; (3bp)n,
Short/Long
CYP17A1 | Huroxpom P450, cemeiictBo 17, momce- | A2 allele; T-34C Al/A2 3HAYNTEIbHBIN
MefictBo A, momunentun 1; 17-ameda-
THIPOKCHIIa3a
SHBG I'moOynuH, ces3piBatomuii nonosele rop- | (TAAAA)n repeat S/S CpenHenonyasOHHbII
MOHBI
SRDS5A2 Crepoun-5-anbdapenykraza,  anbda-2- | Val89Leu; V8L Val/Leu IIpoTekTuBHBII
TIOJTMIETITH ]
3akarouenne

AR(AR: (CAG)n repeat; S/L; CAG IloBrlmeHHas YyBCTBUTEIHHOCTh K aHIPOTEHAM. Y KEHIIMH YMEHBIICHHE KOJIHUYe-
repeat; (3bp)n, Short/Long) ctBa (CAG)-nioBropoB (MeHee 20) MPHUBOAUT K TOBBIIICHUIO TPAHCKPHITIIMOHHON

aKTHBHOCTH pELENTOopa, YTO BIEYET 3a CO0Ol MOBBIILICHNE YPOBHS CHIBOPOTOYHBIX
aH/IPOTCHOB, HO MOHIKCHUE YPOBHS JTIOTCHHU3UPYIOMIET0 ropMoHa. [10BhIIICH pUCK
Pa3BUTHsI TIOMUKKCTO3a SUYHUKOB, aKHE, aHIAPOTCHHOW aloNelnH, MPEXIeBPEMEH-
HOM HEIOCTATOYHOCTH SUYHHKOB, paKa MOJIOYHOM JKelle3bl ¥ THIepaHAporeHnn. Tak-
ke cHkenue ynciaa CAG-TIOBTOPOB CUUTAIOTCS JOMOTHUTEIHLHBIM (PAKTOPOM pHCKA
pa3BUTHA METa0OINYECKUX HApyIICHUH M HHCYITHHOPE3UCTEHTHOCTH, HO TOJIBKO B
COYCTaHUH C APYrUMHU (HAKTOPAMHU PHCKA.

CYP17A1(A2 allele; T-34C) Annenbs A2 accOUMUPOBAaH C TOBBIIICHHBIMHA YPOBHSAMH ITHPKYIHPYIOMAX B KpPO-

BU 3CTPOTEHOB y KECHIIMH B Ipe- U MOCTMEHoMNay3e. JKeHIMHBI, HECYIINE BapHaHT
A2 rena CYP17A1 B rerepo3urotHoM coctosiHud (reHotun A1/A2), UMeIOT 3Ha-
YUTENBHBIAPUCK MOoTepU OepeMeHHOCTH. [10BBIIEHHBIITYPOBEHb SCTPOTEHOB MOXKET
YBEIIUYUBATh PUCK.

SHBG((TAAAA)n repeat) BrIsBIIeHHBII TEHOTHIT IO YKa3aHHOMY BapHAHTY T€Ha HE CBSA3aH C PHCKOM Pa3BHTHS
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JOBEPWE KJTMEHTOB.
BbIEOP BPAYEW.

HayL{HbIVI LLEHTP MOJNIEKYNAPHO-TEHETUYECKNX ncenefoBaHumn

SRDS5A2(Val89Leu; V8IL) Myrtantabli amnens 89Leu npuBogut k 30%-My CHIDKEHHIO aKTHUBHOCTU CTEPOU-
5-anmbapeayKTasbl, 4TO SBISETCS IPOTEKTHBHBIM (DaKTOPOM IJISl PHCKA pa3BUTHUS
CHHJPOMa MOJIMKHCTO3HBIX SHYHUKOB y >KCHIIHH.

P
Hara: 06.12.2016 Bpau : I'puropresnu H.1O. Honnucs:
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