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CNMPABOYHAA NUHOOPMALIUA.
FTEHETUYECKUN AHANU3

18-014 AnbpoctepoH cuHTasa (CYP11B2). BoiasneHune mytaumm C(-344)T

rEH FeHeTMYeCcKuit mapkep BapuaHTbl reHOTUNOB

CYP11B2
Cytochrome P450, subfamily XIB, C(-344)T

) c/c c/T /T
polypeptide 2 (rs1799998)

OMIM ID: 124080

ObLWAA UHOPOPMALMNA OB UCCNEAOBAHUN

YpoBeHb apTepUasbHOro AaBieHWA 3aBUCUT KaK OT reHeTUYecKon npeapacrnoNoXKeHHOCTH, Tak U OT GaKTOpPOB BHELWHEW cpesabl,
MMEHHO Ha GOHe NPeapacnoOKEHHOCTM 3HAUYMTEIbHO NOBbLILWALWMX PUCK 3aboneBaHMa. Cpeay MHOMKeCTBa NaToreHeTUYeCcKux
MeXaHW3MOB, KOTOPble MOTYT NPUBECTU K apTepuanbHOW rMNepTOHUM, BEAYLWMMMN ABAAIOTCA Te, KOTOPble ONOCPeayoT CBOE BAUA-
HMe Yepes peHUH-aHrMoTeH3nHoByo cuctemy (PAC). PaboTa peHUH-aHMMOTEH3MHOBOWM CUCTEMbI TECHO CBA3aHa C 3/1EKTPOIMTAMMU.
OHM NoAAEpPsKMBAIOT TOMEOCTa3, YTO HEOBXOAMMO AN PEryaauun cepaevHon GpyHKUMM, BanaHca KUAKOCTU U MHOTUX APYIrUX
npoueccoB. AHIMOTEH3MH-2 AB/IAETCA OCHOBHbIM PEry/isTOPOM CMHTE3a a/ibloCTepoHa, 06pasytoLLerocs B Ki1y6o4KoBOM 30He KO-
pbl HaAMOYEYHNKOB, eAUHCTBEHHOrO MOCTYNAOWEro B KPOBb MUHEPASIOKOPTUKOMAA YenoBeKa. KOHTPOb CUMHTE3a M CEeKpeumu
aNbA0CTEPOHA OCYLLECTB/IAETCA NPEUMYLLECTBEHHO KOMMOHeHTamu PAC, 4TO 4ano OCHOBaHME CYMATATb a/ibJOCTEPOH YacCTbio pe-
HWH-aHIMOTEH3WH-a1ba0CTePOHOBOW cucTembl (PAAC), obecneumnBatoLLein peryasumio BOAHO-CONeBOro 0bmeHa U reMoaMHaAMUKK.
ANbOCTEPOH pPerynpyeT cofep>kaHne B KpoBu MOHOB HaTpua (Na+) n Kanua (K+). [lecTBya Ha KAETKM COCY0B M TKaHEN, OH crno-
cobCTBYET 3a4epKMBaHMIO MOHOB Na+ B OpraHM3me M BbiBeAeHWI0 MOHOB K+. KOHEeYHbIM pe3y/ibTaToM yCUieHMsA BblpaboTKK anb-
[OCTEPOHA AB/IAETCA MOBbIWEHNE CUCTEMHOrO apTepuasibHoOro AassieHusa. PepMeHT aibAoCTEPOH-CUHTa3a KaTa/M3npyeT CMHTE3
aNbA0CTEPOHA U3 AE30KCMKOPTUKOCTEPOHa.

MN3BECTHO HECKONbKO OAHOHYKAEOTUAHbBIX NOMMOPOU3IMOB B FreHe anbAocTePOoH cuHTasbl - CYP11B2. Hanbonee nonHo uccnepo-
BaH BapMaHT, NPOABAAIOLWMIACA B 3aMeHe LUuTo3nHa (C) Ha TUMUKH (T) B -344-M NONOKEHUN HYKNEOTUAHOW NOoCAef0BaTeIbHOCTH.
ITOT y4aCTOK ABNAETCA CAWTOM CBA3bIBAHUA CTEPOUAOTEHHOrO GakTopa TpaHcKpunummn SF-1, perynAatopa aKCnNpeccum reHa anbao-
CTepoH-cMHTa3bl. CornacHo nocnefHUM UCCNef0BaHUAM, annenb T NPUBOAUT K YCUAEHUIO NPOAYKLMW anbA0CTEPOHA, YTO B CBOHO
ouyepesb CBA3aHO C PUCKOM apTepuasbHOW rMnepToHMEN, a Takke ¢ dnubposa u runeptpodum mmokapga. Kpome Toro, runepnpo-
AYKUMS anbA0CTEpPOHa CNOCOBCTBYET YCUNEHUIO SKCNPECcCMU MHIMBUTOPA aKTMBaTopa NaasMMHoOreHa-1, yto Bae4yer 3a cobon BO3-
MOXKHOE Pa3BUTUE IHAO0TENNANbHOW AUCHYHKLMN — MPUYMHBI KAPANOBACKYISAPHbIX OC/IOXKHEHWIM Y NALMEHTOB C XpOHMYeCcKol 6o-
NIe3HbIO MOYeEK.

O6HapyKeHne M3MEHEHHOTO reHeTUYECKOro BapMaHTa MOBbIWAET BEPOATHOCTb FMMEPTOHUKU, OAHAKO He 06s3aTesIbHO PUCK pea-
nusyetcA. OTCYTCTBME HAPYLUEHUA - HE UCK/OYAET Pa3BUTUA TMNEPTOHUN BCAEACTBUE APYTUX NMPUYMH, B TOM YMUCAE TEHETUYECKUX.
OueHKa 3HaYMMOCTM JAHHOMO reHeTUYeCKOro MapKepa NpoBOAMTCA BPaYOM-CMeLMancToM, B 3aBUCMMOCTH OT Liean uccnenoBsa-
HUA.

BO3MOXHble reHOTUNbI

= C/C—reHOTUM, He acCOLMMPOBAHHbIN C PUCKOM rMNEePTOHMM
= C/TuT/T—reHoTunbl, aCCOLMMPOBAHHbIE C PUCKOM Pa3BUTUA apTepPUaibHON TMNEPTOHUN

WHmepnpemayua pe3ynbsmamos uccnedo8aHus 00HHA npoeodumbc,q gpavyom-crieyuasucmom 8 Komrisiekce ¢ AHaMHe30M, Krnu-
Hu4Yeckumu, ﬂ060p0mOprIMU u, npu Heobxodumocmu, Opyzumu 2eHemuyecKUMU OaHHbIMU.

Ba)kHble 3ame4vaHun

[Ona gaHHOro mapKepa He cyL,ecTByeT noHATMA "Hopma" 1 "natonorma", T. K. uccnegyerca nonMmopdusm reHa.

NMPEAOCTAB/IEHHAA MHOOPMALIMA HE ABNAETCA MHTEPMNPETALMEN PE3YNITATA TEHETUYECKOIO AHANM3A.
NMPOKOHCY/IbTUPYMTECH CO CNELMANNCTOM!

CrpaHuua 1 mns 1



