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AIpeHOTreHHTAALHLIH CHHIpOM

CYP21A2 Uproxpow P430, cemetictao 21, noacewmeiictoo A, nonmmerrman 2

l'en 21-ruapoxcunaza (CYP2IAZ), moaupyer depment 2 |-ragpokcinasy, sOTODEE VHACTEVET B DHOCHHTEIS TOPMOHOR
B Eope HeanouwcdnnEon. B 95% caywace myTalHH B 3TOM ICHC SENSKTCE NPHYHHON BPOMACHHON CHNCRIIEINH KOG
paanodesanios. [en CYP2IA2 poxanszonan va soporsom nneke & xpomocosn na pacctosans B 30 kb or Baicosoromo-
IoruyEol ey nocnenosaTenspocTd noesgorena CYP2IA TP, peaxmpuoro scoegcrane npacyToTess B Hes |5 sovrammi.
Ha ceronmmmmmit geas 8 rede CYP21AZ nacarnduunposanc orono 200 mytauni, bonee 90% u3 s0TOpRIX SRISKTCH
PETYIETATOM MOETCHHEX poroMbuHannil mesry dyncononansaes resom CYP21IA2 w neesnorenom CYPI2IALP, npa
FTOM CHHCOK ONHCHIBAEMEX Hapyiennii rena 2 l-rugposcunasn wenpeprisno obHoRTAETCR.

CYP21A2*8; Pro30Leu; P30L; [CROT) Kar MS-0042/07
*1/*1

CpensenonyIaHoRHEI

CYP21A2*15; Val281Lew; V2EIL Kar MS-0042/01
*1/*1

CpenHenomy IR HOHHESRT

CYP21A2*10; Del & bp E3 Kar MS-0042/02
*1/*10

InauHTENLHLIT

CYP21A2*9; A/Ca55G Kar MS-004203
*1/*1

CpensenonyIaHoHELT

CYP21A2*11; Nlel72Asn; T172N Kar MS-0042/04
*1/*1

CpenHenomy IR HOHHESRT

CYP21A2*17; Gin318Ter; (318X Kar MS-004205
*1/*1

CpenmenomyIsiHonHERT

CYP21A2*18; Arg356Tmp; R356W Kar MS-004208
*1/*1

CpensenonyIaHoHELT
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AOBEPWE KJTMEHTOB.
BbIBEOP BPAYEMN.

HaqubM LLEHTP MOJIEKYJIAPHO-TEHETUYECKUX UCCIELOBaHUN

3asBka Ne: 3300012935 (npofo/mkeHue, CTp. 2 13 3)
damunus N.0.: Usanosa M.H.

Bapuanr

Temoran  *1/*1
Puck  CpenHenoimyIRIHOHHEET
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Temorun  *1/%1
Puck  CpenHenomyIRIHOHHELT

CYP21A2*19; Pro4335er; P4535

CYP21A2*7; 30 kb deletion including 3° of CYPZIAIP and 5 of CYP21A2

Kar NeS-0042/06

Kar Ne5-0042/0%

JIABOPATOPHUA
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I'en Haseawne rena Bapuanr lNemorun | PRCK

CYP2IAZ | Uwroxpos P450, cemeficrao 21, nonce- | CYP2IAZYE; Pro30Leu; | *1/*1 CpeHenomyIsIHOHHL
MENCTRO A, NOIHNENTH 2 P30L; [CE9T]

CYP21AZ | Uuroxpow P450, cemeficreo 21, nonce- | CYP21A2*15. Val281Lew: | *1/*1 CpenHenomyIaIHOHHLI
MedicTRo A, noIHIENTHI 2 V2RIL

CYPZIAZ | Unroxpos P450, cemefictao 21, nogce- | CYP21AZ*10; Del & bp E3 *1*10 S3HAYHTEILHERT
MedicTeo A, nOIHDENTHI 2

CYP2IAZ | Uwroxpos P450, cemeficrao 21, nonce- | CYP2IA2ZY9; AJCe55G 1l CpeHenomyIsIHOHHL
MeficTRO A, OUTHIENTHI 2

CYP21AZ | Unroxpos P450, cemeficreo 21, nonce- | CYP21A2*11;  Tlel72Asn; | *1/*1 CpenHenomyIaIHOHHLI
MedicTRo A, noIHIENTHI 2 172N

CYP2ZIAZ | Unroxpos P450, cemefictao 21, nonce- | CYP21AZ*1T; GIn318Ter; | *1/*1 CpeHEnOmyIAIHOHHLIT
MedicTeo A, nOIHDENTHI 2 Q318X

CYP2IAZ | Uwroxpos P450, cemeficrao 21, nonce- | CYP2IAZYIE;  ArgdSeTrp; | *1/*1 CpeHenomyIsIHOHHL
MeficTRO A, OUTHIENTHI 2 R356W

CYP21AZ | Uuroxpos P450, cemeficrao 21, nonce- | CYP21A2*19.  Prod53Ser; | *1/*1 CpenHenomyIaIHOHHLI
MedicTRo A, noIHIENTHI 2 P4538

CYP2ZIAZ | Unroxpos P450, cemefictao 21, noace- | CYP21AZ*T; 30 kb deletion | *1/*1 CpeHEnOmyIAIHOHHLIT
MedicTeo A, nOIHDENTHI 2 including 3* of CYPZ1AIP

and 5" of CYP21A2
Jakamyenne

CYP2ZIA2(CYP21A2*E; Pro30Lew; P30L;

[CRITT)

CYPZIA2(CYP2Z1A2*135;

VIRIL)

Val281 Lew;

CYP2ZIA2(CYP21A2*10; Del 8 bp E3)

CYP2IA2{CYP21A2*%; AFCH55G)

CYPZIAZ(CYP2IA2*11;  [el72Asn;
1172N)
CYPZIAZ(CYPZIA2*1T;  GIn3IS8Ter;
Q3 18X)
CYPZIAZ(CYPZIA2®18;  Arg3S&Tip;
R3IS6W)
CYP2IA2(CYP21A2*19;  Pro453Ser;
P4515)

CYPZ1AZ(CYP21A2*T; 30 kb deletion

including 3° of CYP2ZIAIP and 3 of

Briapnennsit reporan mo VEAZAHHOMY BAPHAHTY I'EHd HE CHA33H C PHCKOM PA3BHTHA
DITHCEIBACMOTD {IE‘FID'H‘ITIE.

Briapnennsit reporan mo VEAZAHHOMY BAPHAHTY I'EHd HE CHA33H C PHCKOM PA3BHTHA
DITHCEIBACMOTD {IE‘FID'H‘ITIE.

TeTeposHIOTHOE HOCHTEIRCTRO MYTAHTHOMD anneas * 10 we NpHBOIHT K PasEHTHIO
CONETEPAIOIER HOPME! NSPHITHTA 2]1-rHAPORCHIASE. PENPOIYKTHRAA GVHKIHA C00-
XpaHAeTca. ¥ BIPOCHLIX FEHITHH MIVT GLITE NPHIHAKH MHNEDaHADOTEHHH.

BrsBneHHER renoTHN no VEAIAHHOMY BAPHAHTY I'EHA HE CEAZAH C PHCKOM PASBEHTHA
MTHCLIBAEMOTTD {IK‘.TII'_'I'I'J'ITIE

BRISBIEHHETT FEHOTHIT 110 VEATIHHOMY BAPHAHTY I'eHA HE CEAZAH © PHCKOM PA3EHTHA
DITHCLIBASMOID 'I:IE‘FII'.'I'I'.I"I'TIE.

BRISBIEHHET FEHOTHIT 110 VEATAHHOMY BAPHAHTY I'eHA HE CEAZAH © PHCKOM PA3EHTHA
DITHCLIBASMOID 'I:IE‘FII'.'I'I'.I"I'TIE.

Briapnennsit reporan mo VEAZAHHOMY BAPHAHTY I'EHd HE CHA33H C PHCKOM PA3BHTHA
DITHCEIBACMOTD {IE‘FID'H‘ITIE.

BrispneHHEif resoTHN N0 YEATEHHOMY BADHAHTY I'eHa He CER3aH C PHCKOM DasBHTHA

MIHCEBAEMOID {I]e’[-lD"l'Hl'lE

BrIsRneRHEN TeHOTHI N0 YEA3aHHOMY BAPHAHTY T'EHA HE CRA3H C PHCKOM PA3BHTHA

MIHCEIBASMOTD '[I}'E-‘I-ID'I'.I-{[IE.
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