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3AKJIIOYEHHUE
no pesy/sibTaTaM MOJIEKYNAPHO-reHETUYECKOro UCCe0BaHUA:
Mouck 9-TM Haubonee YacTbiX MyTauui B reHe CYP21A2
MauueHTb!: Aara 3abopa martepuana:
JAarta noctynneHnsa matepuana B nabopatopuio:
BMA 6Moma'repuana: ,ana roToBHOCTU UCCnenoBaHuUA:
Pe3ynbratbl fJHK-aHanusa
TpaHckpunT:
®.U.0. CYP21A2 (9 myTaumid)
N
N
3akntouyeHue: nposegeHo uccnegosaHue JHK 7]

Ha Ha/nume AeBATM Hanbonee YacTbix MyTaunii B reHe CYP21A2:
€.92C>T (p.Pro31Leu), c.293-13C(A)>G (Ivs2-13C(A)>G), c.332_339del (p.Gly111Valfs*21), c.518T>A
(p.lle173Asn), c.710T>A/c.713T>A/c.719T>A (p.lle237Asn/Val238Glu/Met240Lys), c.844G>T
(p.Val282Leu), c.955C>T (p.GIn319Ter), ¢.1069C>T (p.Arg357Trp), c.1360C>T (p.Pro454Ser).

YKasaHHble NaToreHHble BapuaHTbl He 0BHAPYKEHbI, YTO HE UCKAOYAET HOCUTE/IbCTBA AAHHOTO
3abonesaHuA.
Heneuyna reHa CYP21A2 B romo3nroTHOM COCTOAHUM HE BblAABNAEHA.
Pe3ynbTaT MONEKYNAPHO-TEHETUYECKOTrO aHaIM3a MOXKeT 6biTb BEPHO MHTEPNPEeTUPOBaAH

TO/1bKO Bpa4vyom.



