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MokasaTenb Pe3ynbTart PedepeHcHbIN MHTepBan

MoneKynﬂpHo-reHeTuquKue unccnepgoBaHusa

[00360] Monumopduam reHoB o6MeHa BelLecTB (PUCK pa3BUTUSA AuabeTa, HapyLIeHU NMNUAHOro obmeHa u
ocTteonopo3a): TCF7L2 (rs12255372, rs7903146), VDR (rs11568820, rs731236), PPARG2 (rs1801282), APOA1 (rs670),
FeHoceT APOE (rs429358, rs7412) - KpoBb

MeTabonuyeckun 6nok
leH Kopupyembin 6enok Monumopduam Jlokanusauua |Pesynbrtar LUudp

PPARG l'er PPARg (re peuentopa cpaktopa /G Pro12Ala cic 1
aKTmsaumun I'Iep0KCVICOM)

'en PPARY2 pacnonaraeTtcs Ha KOPOTKOM niieve TpeTbel Xxpomocombl (3p25). PeLientopbl, OTHOCALLMECS K rpynne peLenTopoB, akTMBUPYEeMbIX nNpondepaTopamu
NepoKCUCOM, SIBNAIOTCA hakTopamy TPaHCKPUNLUMK B SAPE U AensTcs Ha anbga, ramma v AenbTa-peLentopbl. [amma-peLenTopbl AensTes Ha ramma-1, ramma-2 n
ramma-3 peuienTopbl. FamMma-2 peLenTopbl SBASOTCS cneumduyeckumMm Ans XMpoBoi TkaHu. CBoe Ha3BaHWe 3TV peLenTopbl NOMy4Yuny BCReacTBre TOro, YTo
6611 0BHapyxeHbl B peaynbTarte novcka Monekyn-myuLLeHen Ans rpynnbl hakTopos, OTHOCALLMXCS K Tak HasbiBaeMbIM nponmdepaTopaM NepokcMcoMm,
YBENVYMBAIOLLMX COAEPXKaHNE NePOKCUCOM B NEYEHN rPbi3yHOB. [ocne oTKpbITUS 3HaYMTENbHO Bonee WMPOKOro GUONOrNYeckoro 3HaYeH st ATUX PeLienTopoB
chakTopbl nponudepaLm NEPOKCMCOM CTanu HasblBaTbes nuraHgamm PPAR. EcTeCTBeHHbIMM nUraHaamm aTvx peLentopoB SBMSOTCS CBOOOAHbIE XUPHbIE
KWUCIOTbI U diiko3aHomabl. Mocne akTvBauum peLenTop NepemMeLLaeTcs B KNeToYHOe SAPO M akTUBMPYET TpaHCKpunumio 6onbLuoro yucna reHos. AktuBauus PPARy
2 NpVBOANT K CreayoWwmnM N3MEHEHNSIM:

* CHUXaETCS VHCYNMHOPE3NCTEHTHOCTb

* U3MeHsieTcs AnddepeHLMpoBKa aannoLmMToB

* nofjaBnseTcs aHrmoreHes, nHayumpyemoin VEGF

* NOHWXKaeTCs YpPOBEHb NENTUHA (YTO NPUBOAWT K YCUMEHMIO anneTuTa)

* NajatoT YPOBHU HEKOTOPbIX LIUTOKUHOB (Hanpumep, nHTepnevikuHa 6)

* MOBbILLIAETCS YPOBEHb aANMNOHEKTUHA.

PPARY 2 siBnsieTc MULLEHbIO AENCTBUSA HEKOTOPbIX MPOTUBOANAbETUYECKMX NpenapaToB, B YACTHOCTN OTHOCALLMXCA K rpynne TMasonuavHaMOHOB (PO3UrnMTa3oH
1 NMOrNnTa3soH). YacTo BcTpeyaeMbiM BapuaHTOM anmnens siBnsieTcs 3aMeHa LMTo3nHa Ha ryaHuH B ak3oHe 2 (C34G), 4To npuBOaUT K 3aMeHe NpOonuHa Ha anaHuH
B kogoHe 12. Monumopduam Pro12Ala reHa pevuenTopa y2, akTuempyemoro nponudepaTopom nepokencom peroxisome proliferator-activated receptor y 2 (PPARy
2) cBSI3aH C PUCKOM OXWPEHUSI, MHCYTIMHOPE3UCTEHTHOCTM M pasBUTUS caxapHoro anabeta 2-ro Tuna. e PPARY 2 akcnpeccupyeTcs B XXMPOBOMN TKaHW U
perynupyet anddepeHLMpoBKY aaunoLmUToB 1 reHHYo dKcnpeccuto B agunoumTax. Kpome Toro, reH akcnpeccupyeTcs U B 6eTa-knetkax noaxenyaoqHom xenessblt.
[MoaTomy Bo3MOXHO BnuaHue annens Ala12 Ha cekpeLuio HCYNHa NoaXenyao4HON xene3on. PakTopom pucka 0XMpeHUs ABNSETCA HOCUTENbCTBO annens
Ala12. Yactota BapuaHTta Ala12 coctaenset 12-15%. CBoeBpeMeHHOe BbisiBNEHWEe HOCUTENbCTBA AaHHOro annens no3sonseT pekoMeHAoBaTb U3MEHEHUS B
avete, ycuneHue pusn4eckoin akTUBHOCTU U CHIWKEHWE MacChl Tena, YTo No3BOSAET NPaKTUYecky MOSTHOCTBIO CHU3WUTL PUCK pas3BuTUsS AvabeTta B 3TOW rpynne nuLl.

VDR PeuenTop ButamunHa [ G-3731A Promoter G/A 2

OTOT reH KOOMPYET peuenTtop ButTaMmnHa D. Hanuuune MyTaLJ,VII7| PUBOOUT K CHMXKEHUIO SKCMpeCcCcun reHa, 4Tto accounmpoBaHo C HapyLleHnemM CBA3biIBaHUA BUTaMUHA
D v BcacbiBaHWA KNLLEYHWUKOM KanbLus.

VDR-Taq Peuentop ButamunHa [ T/IC TIT 1

FeHbI MeTabonuyeckon runepaHaporeHnun
leH Koaupyembin 6enok Monumopdcuam Jlokanusauua |PesynbTtar Ludp
APOA1 AnonunonpoTtenH A-l C/T (rs670) c.75 TT 3

AnonunonpoTeunH yenoseka A1 (APOA1) cocTaBnsieT rmaBHbI NPOTENHOBbLIN KOMMNOHEHT NUNonpoTenHa Bbicokorn nnotHocTu (NMNBIMT). APOA1 urpaeT BaxkHyto ponb
B 06paTHOM 3axBaTe XonecrepuHa.

Monumopduam ApoAl BnusieT Ha HopMarnbHYH 3Kcnpeccuio reHa Apo Al U Ha ypOBHM pasnnyHbIX IMMUAOB B Nria3me, CBA3aHO C PUCKOM CTEHOKapAWUMU U PUCKOM
6onesHn Anbureimepa.

Yacrota anneneu: C=0.90

rs429358,
APOE 'eHoceT APOE E3/E3 1
rs7412

rs429358 rs7412 leHoceT

o] T E1
T T E2
T (o] E3

Cc C E4

YactoTta annenen:

E3 77.9%

E2 8.4%

E4 13.7%

TCF7L2 TpaHCKpUNLMOHHBIN chakTop 7 C/T (rs7903146) c/C 1
Hanwuuve nonumopdmrama accoummpoBaHo C PUCKOM pa3BUTUS caxapHoro avabeTa Il Tuna.

CuHoHumebI: IVS3C>T

Yactota annenen: C=0.71

TCF7L2 TpaHCKpUNLMOHHBIN chakTop 7 GIT Intron3 GIG 1

(rs12255372)

MyTauvm B reHe oﬁycnasﬂmsaroT npegpacnonoXXeHHOCTb K pa3BUTUIO CaXapHOro AmaﬁeTa Il Tnna.

Yacrorta annenen: G=0.72

Lndp: 1 - romosuroTta yacTblii annersb, 2 - reTepo3nroTa, 3 - roMo3uroTa peakuin annens
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Bpay KOJ1: Apsiea [.A.,
MeyépuHa E.1O.
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Pe3yanaTb| MCCJ'Ie,ElOBaHVIﬁ He ABNAKTCA AMAarHo30M U MHTepPnpeTUpyrTCs nevawunm
Bpa4oM C y4eTOM BCeX AaHHbIX O nauneHTe (naﬁopaToprlx, WHCTPpYMEHTarbHbIX U

KIMUHUYECKWIX).
3anucaTtbcs Ha Npuém k Bpady: cironline.ru
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