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Anann3 noaamopdusmos resa crepoun-21-raaponasa (CYP21,9 Ttouex)
(ampeHOreHHTAJIBLHbIN CHHIPOM)

AIpeHOreHHTAIbHBIH CHHIPOM

CYP21A2 Iluroxpom P450, cemeiicteo 21, moacemeiictso A, mommmenTap, 2

I'en 21-ruppoxcmmassl (CYP21A2), xogupyer depmeHT 21-rugpoKcriasy, KOTOpELE y3acTsyer B OHOCHETE3€ TOPMOHOB
B KOpe Ha/IOYcdHEKOB. B 95% CilydaeB MyTallHH B 3TOM IeHE SBJIAIOTCH NPUIHHON BPOMIEHHOH IHIEPIITA3HH KOPH
magnoueqruroB. [en CYP21A2 noxanusoBan HA KOPOTKOM IUiede 6 XpoMocoMBl Ha paccrosEmu B 30 kb ot BEICOKOrOMO-
JIOrHYIHOH eMy TocienosarenbHOCTH ncegaoresa CYP21A1P, HeakTuBHOIO BCIEACTBHE NPHCYTCTBAA B HeM 15 MyTammid.
Ha cerogmsmmaeii gens B rese CYP21A2 mpentrdamupoBado okono 200 myramuid, 6onee 90% M3 KOTOPHIX SBIAIOTCH
Pe3yIETATOM MEXTEHHEIX pexoMbuuanuii Mexay QyExumosansesmM resom CYP21A2 u ncesnorenom CYP121A1P, npa
3TOM CIHCOK ONHCHIBAEMEIX HapynieHui resa 21-rupOKCHNAsE HEOPEPEHIBHEO 0GHOBIAETCA.

CYP21A2*8; Pro30Leu; P30L; [CBIT] Kar NeS-0042/07
*1/*1

CpemHenomyIAIHOHHEIH

CYP21A2%15; Val281Leu; V281L Kar NeS-0042/01
*1/*15
CpeaHenomyATHOHHEIH

CYP21A2%*10; Del 8 bp E3 Kar NeS-0042/02
*1/*1
CpenHenony A MOHHBIH

CYP21A2*9; A/C655G Kar NeS-0042/03
9

3HagHTeIEHEIH

CYP21A2%*11; lle172Asn; I172N Kar NeS-0042/04
*1/*1
CpeaHenonyAHOHHBIH

CYP21A2*17; GIn318Ter; Q318X Kar NeS-0042/05
*1/*1
CpenmHenonyIsaIHOHHBII

CYP21A2*18; Arg356Trp; R356W Kar NeS-0042/08
*1/%1

CpemHenomyIAHOHHETH

CYP21A2*19; Pro453Ser; P453S Kar NeS-0042/06
*1*1

CpenHenomyIAMoHHbIH
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Bapmamr CYP21A2*7; 30 kb deletion including 3’ of CYP21AIP and 5° of CYP21A2 Kar NeS-0042/09
Tepormm *1/*1
Puex  CpeanenomyaHOHHBIH

Ten Hazpanue resa Bapnanrt Tesoran | Pmck

CYP21A2 | Iuroxpom P450, cemeiicteo 21, momce- | CYP21A2%*8; Pro30Leu; | *1/*¥1 CpenHenomy IS MOEHEIH
MeiicTBO A, TOTHIenTHI 2 P30L; [C89T]

CYP21A2 | Iluroxpom P450, cemeiicreo 21, mopce- | CYP21A2*15; Val281Leu; | *1/*15 CpenHenony IanMOHHEIH
MEHCTBO A, momumentHy 2 V281L :

CYP21A2 | ILlwroxpom P450, cemeiicto 21, mopce- | CYP21A2*10; Del 8 bp E3 | *1/*1 CpenHenony /A IHOHHBIH
MEHCTBO A, IONMHIENTHS 2

CYP21A2 | Ilmroxpom P450, cemeiicteo 21, moace- | CYP21A2*9; A/C655G *1/*9 3HaunTeNbHEI
MeHCcTBO A, momumentyn 2

CYP21A2 | Ilmroxpom P450, cemeiicteo 21, momce- | CYP21A2*11; Tlel72Asn; | *1/*1 CpenHenomy A HOHHBIH
MeicTBO A, momanenTay 2 I1172N

CYP21A2 | Iluroxpom P450, cemeiicro 21, moxpce- | CYP21A2*17;, GIn318Ter; | *1/*1 CpegHenonyIANHONHEIH
MeicTBO A, nomuHnentHa 2 Q318X

CYP21A2 | ITuroxpom P450, cemeiictso 21, momce- | CYP21A2*18; Arg356Tip; | *1/*1 CpenHenomyIAHOHHEIH
MEHCTBO A, monHIenTyy 2 R356W

CYP21A2 | Llmroxpom P450, cemeificto 21, mogce- | CYP21A2*19; Pro453Ser; | *1/*1 CpensenonynsanHOHHEIH
MeHCcTBO A, mommmentay 2 P453S

CYP21A2 | Imroxpom P450, cemeficteo 21, mopce- | CYP21A2*7; 30 kb deletion | *1/*1 CpenHenomy A HOHHBIHA
MeHCTBO A, monurenTtay 2 including 3° of CYP21A1P

and 5’ of CYP21A2
3axmouenne

CYP21A2(CYP21A2*8§; Pro30Leu; P30L;

[C89T])

CYP21A2(CYP21A2*15;

V281L)

Val281Leu;

CYP21A2(CYP21A2*10; Del 8 bp E3)

CYP21A2(CYP21A2*9; A/C655G)

CYP21A2(CYP21A2*11; Ile172Asn;
1172N)

CYP21A2(CYP21A2*17; GIn318Ter;
Q318X)

CYP21A2(CYP21A2*18; Arg356Trp;
R356W)

CYP21A2(CYP21A2%19; Pro453Ser;
P453S)

CYP21A2(CYP21A2*%7; 30 kb deletion
including 3° of CYP21AIlP and 5’ of

CYP21A2)

BhIﬂBJIﬂEH]_-]ﬁ TCHOTHI IO YKa3aHHOMY BapHAaHTY I'€Ha HE CBA34H C PHCKOM Pa3sBHTHA
OIMMCEIBAEMOTO (iJGHOTHIIa

BEHISRICHHEIA TEHOTHII TI0 YKa3aHHOMY BADHAHTY I'€Ha He CBA3aH C PHCKOM Da3BHTHA
OIMCEIBAEMOr0o (heHOTHIa

BEIiBIeHHBIA TeHOTHII IO YKa3aHHOMY BapHaHTY I'eHa He CBA3aH ¢ PHCKOM Pa3BHTHA
OIMMCEIBAaEMOro (heHOTHIA

|
TeTepo3HroTHoe HOCHTENHCTBO MYTaHTHOTO ens *9 He NPUBOIMT K PasBUTHIO
conbrepstomeli GopMmsl aeduitura 21-rHApOKCHIIaskl. PenponyKTHBHAs QYHKIA CO-

Xpansgercsa. Y B3pOCIEIX JKEHIIHH MOTYT OBITh NPH3HAKH THIIEPaHIPOTeHHH.

BrisgeneHHsIH TeHOTHI IO YKa3aHHOMY BapHaHTY I'eHa He CBA3aH C PHCKOM PasBHTHA
ONMCEIBAEMOTO (PEHOTHOA

BriB/IeHHEIH TEHOTHI 10 YKa3aHHOMY BapHaHTY I'eHa He CBi3aH ¢ PHCKOM Pa3BHTHS
OIMCEIBAEMOTO (heHOTHIIA

BEIsBIICHHELH TEHOTHII 10 YKa3aHHOMY BapHaHTY I'eHa HE CBA3aH C PHCKOM PasBHTHA
OIMHMCEIBaEMoOTo (eHoTHIA

BrIsSEIEHHE eHOTHII IO YKasaHHOMY BapHAaHTY I'€Ha HE CBA3dH C PHCKOM DasBHTHA
OMMUCEIBACMOTO q_)C—HOTH]Ia

BrIABNCHHEEIH IEeHOTHI IO YKa3aHHOMY BapHaHTY I'eHa He CBA3aH ¢ PHCKOM pasBHTH:I
OIHCHIBAEMOTO (heHOTHIIA
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PexoMennanun
CYP21A2(CYP21A2*9; A/C655G) 17-OH-nporecrepor; AT'3AC; tectoctepor; JII'; OCI; buoxmvudeckuii aHamH3
KpoBH; TOPMOHEI ITHTOBHAHOH Xenesnl;, Y3H opraHoB Manoro tasa, HaAlIOYeYHH-
KoB; Penrrenorpadus gepena (Typemxoro cemia)
Hara: 06.11.2018 Bpau : Hopnwcs:
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