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[01199] Monumopdunam reHa SRD5A2 (cTtepouna-5-anbtha-penykrasa, P89V, p.Leu89Val; c.265C>G, rs523349) - kpoBb

FeHbl FOPMOHOB U UX PELIENTOPOB

leH Koaupyembi 6enok Monumopdusm Jlokanusaumsa Pesynsratr | LWudp

P89V,
Crepoua-5-anbda-peaykrasa, anbga-2- p.Leu89Val, chr2:31580636
SRD5A2 nonunenTUa c.265C>G, | (GRCh3gp13)  °/C 2
rs523349

leH SRD5A2, pacnonoxeHHbll B nokyce 2p23, kogmpyeT benok ctepona-5-anbapeaykrasy Il Tuna (5aR2) - kntoyeBon hepmMeHT MeTabonunama TeCToCcTepoHa.
[OanHbi bepmeHT oTHocuTea kK HAQ®H-3aBucumMbIM chepmeHTam 1 npeobpasyeT TECTOCTEPOH B AUIMAPOTECTOCTEPOH, KOTOpLIV B 10 pa3 akTMBHee CBOEro
npewecteeHHnka. SRD5A2 3HaunTenbHO NpeacTaBneH B TKAHSAX, YyBCTBUTENbHbIX K aHAPOreHam.

Ha ocHoBaHWK nccnegoBaHuii in vitro nokasaHo, YTo NONMMMOPMHLIA BapuaHT Ha 40% CHWXaeT akTMBHOCTb dbepMeHTa. Y eBponenLeB-My>XYnH Npy roMo3MroTHOM
BapuaHTe Ha 12% CHwkaeTcsl ypoBeHb TECTOCTEPOHa U Ha 16% cBoboOAHOro TecTocTepoHa.

OpueHTauus Lenu: nnwc
Yacrota annenew: G=0,29

Bpau KOJ1: Apsiesa [1.A.,
MeyépuHa E.1O.
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