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TLABEMEH (ARAE)

i % | XHRFRER. RETER. AEIEER

20234 10 A 13 H
ENXRFEARREMERKXE
DNBIAFEANT S DN AR
ERMARENBRERATRAREE

[ OV —Fo—0ToREERAV2IKBRIEBRRBEOREFREZORSE |
— BEFHDEERELALHIOBEENOREGANEEH —

[FRAH]

o RSN F-HIEERIREEZTHDAVT)—FO—OIORE (A YIRIT+—RFI/RTT
9/89—X1t, MinlON®) ZFALVT, 21 KEMEBRRIBEDBETREZEMALEL .

® CHhFET. FXEBDBREGETFOREMIE. BREFHBETI-OEHLTBTELELLEL . KEF
BWAILT, AEBDBGTFREZREN DBHRICITIENTEET,

o CHIZKYARREDHEEDELEGTFRELLT. FRLRILTREL, BHERNORELEA~NDE
#REEL=,

o FEFICAL., AEBLAKICHBETHBEL. RITAMTEEHEROEE, OBEELREX
DFRRMNAREEBYET,

RREHMERXY X¥REEFREMAE REXEFREFPTORERGRIE. EEAB—EHIR.
REBHF (KZERE) ENT SDNAMRFHT / LBEHERBO/NRKBROART IL—T . RRERE
HREERBAN D BRBTH . BERBKRE., ENKZE. BAEHNKFLOERMERT. AVIRT+—KF/
R7T9/80—X#0OVJ)—R =IO RFEEAV RN DEEL 21 KERILBRRIGEDEERT
REZFEHELEL, COMEITELAERFEEAN B RERM LR FEIE (AMED) # 4 E B ERLH
REXOMRFARZE 21 KBREBRIIBEOH-NEHAEHERZERL-BEEL O XMNEBE, &
Y—h—BLVEELECENBRE RO IOXEOLLETEIAONEDT, TOMERRE. KEN
9 IEREE Journal of Clinical Endocrinology and Metabolism (Ux—3 )L A7 H)=h)L TURY)/0D
— TR ARYXL)IZ, 2023 F£ 10 B 6 BIZAVSAVRTRERSNEL,




[(BIROER

HXMEIBERA CAH) [, aLATO—LEREEELE L, ILFVILELAFTITRERBRENEX
[CEEEINDCEICE>TELLERRERETT .. RIETIHEROEBEICTGLTOEHY. TDSH 21
KERILEER RIBAE (210HD) M2EDKRE (90%UL) #EHHFET, BARTOHOHMEEILL 1/18000719000 T
HY. EEHR B1) TI,

QLTFVIVIFEGHRFICBAEDRILECTHY . ERBIZALFVYILRENE L DRERETIE, EY
HABRNEINGEWVGRARHBRHICRT TSI LEEHYVET ., FLIALFVILRREZHBOIT-HITKE
[CEMURILEVUHEIBLYELESND O, TETIENERILBHIELLET, COfH. HERIZHE
BOBHSHRNNHEL IS HY, HRRBICOENIZBANHY F9, NEREE. FERIRRY
)—=— T DORREETHY . ERTIXZZI 100D EBESAFHERBICRR SN, REELYEWARE
(ALFIVILDWETR) ZEOEERHNANLGIATVET, T0DH. BEEATEHES RHAICET
THREIAD, BB THENDEARRKEFEAEVEEA,

—AH. FERRV =V I THBE LGS HERDS b EBICKEBRETHIBEFIAIT—E (10-
40%) THY. ERLGHEEZHELELLET, LHL. ZHICIEEMAEOS VR HENREEVE
L. REFARELGHESRARONET, SOICZLE0MBRALTEIIENAHY . £FENEHY DT
LoAITEL>TARBELSD L, REREBRTEIN—LENLGVRENDELLDZELHYET.

AEBTEGHEDOERETHY . CYP2IN2BIRFE VS EBEFEAND L TRH TSI LLAEETT,
ELFREFVEOMATAETHY . BRIAETT, SOISEGEHRICLFERATELZMALHY F
Y. LALSBET., EGEFREFRONE-HRBRDOATITON, LCERLTWEEATLE, R
HEEFTHD CYP2IAZH. TnEZ < UYLBBEZ L2 HEELEVMAEIRT (CYP2IAIP) LY
BOERICHEETE-HTY. RRAODRERELDHERFOEL FEHEE) OXFFX IO DDELETFM
DRBZ DIERELHZRNEHLTBEZT L D10, BHHLBBETEHY FEA. CYP2IA2 DIEEESI
ZERMIAND L RFICHARZICE IBERELRARIVENHY FT . MR LG DHELEFZE PR
ETHEIEL., —MBMIEERSIREE (Sanger j&) THRRBIMEXRDFAEE. 1 BIZEHEAIN 5 IEERS
DREHAEL (1000bp LLF) RNEEFDRETOEHERDOTHZLFTEFEHA, AKOEHAT, 3
—r)—FEORMRS—4 o —THLETEH#ET L -,

(ARREDBE]

., REMICRL O10kb) EEFRSIZF—EICRETEIEMARFEINELz, AVT—FD—
DITURX (LRS) FX TY, LRS &I, BARZME Y. KEGFORNGHRNFEEL LTHEFSAFEL
o LWL . BELGHRITER. BEREEZRE L-ERD PR ZHADLEEMES 1 T3 JIERER.
LRS ZHADHEDES, NRETELLERTHICEES>TWEREATLT,

Z T, AR T RS ZZ AW -fEE TERIRIC ARG Rl 7% CYP2IAZ BT EDRFEZBELFL
f=o
1! REGFORHMESEOEEE ZORREEZEA. —H0 PR T35 14 v —I2 & HIRHIEZSIIENE, LRS &



[CLZBBHDSATSVELTRWSIET, REFIEZRIBIZHED LE L,

2. LRSEDBHELTHRMTHAC ETHONEIAVIRTA—FF/R7TH/80—X (ONT) #
D MinlONe X5 L (Flongle ZB—+JL, R9.4.1) ZAHWVWELT, BESINLSIBEDE I, PCRE
MEBITICAWSZETY—F#iE LT, BRLE Lz, SOITRIKIZ/N—a— FZ£RF T 1 BORIE
TEORABERR 24 REAFETHOLEL

30 KIEDIEHEEE. RERLEETETDIHETH S MPAE* L Nested PCRE™ A EHE &
FELHETHIETHRILELZ, HRIEANERELZEHADULV-55 2 110 ZLILT, ETOHEN
MAT—HLELT,

4 INFTHREEDRERAE LTHONATWWEN S22 DORMIB R EZH-ICRELE LT,

5. Duplex R—Ra—)LiEE WS FT=HAEZRW=&HFD ONT £ MinlONe & XL (Flongle 7@ —
IV R10.4.1) TRIKROREBZITHE LA, SHICEVEETORENELONE L, HICA—I&
EAWSNEMEFITONY 7Y MEETIE, R4 1 EHEL, ERLBEENREZROFEL,

6: 1 BAEHI-YITHNSMBITERIL. HEED MLPA L& Nested PCRIZE LB L THEETHY . HhDOFE
WIZTHHSB#EL 23BN 1BERBLT ZENTEFE Lz, F-MFED MPA % & Nested PCRIETIE
FHEGEHERET S LTHHROBRKEADLE T IREKDEBRINDLET LA, REIIEKADHDREH
TEEORENTARETHY .. TORZMEKTNITEEOERADOMFIEISSICKELHEY FT,

* [*] A% ay
BEO-— KEOYYETFT—4
- 21 AKE R BT
asixr BT T
CYP21A1P CYP21A2
" g pa—— Sequence = I
- —;:r— _;'m — m e —
‘ w i2 | 3 456 7 8 9 10
C4A CTNXA C4B T i TNXB Evpaiaz S
Fwd PCR 51— 8.16kD Rev PCR F5-rv— S —
; 30kb : S T
A BE0O TNXA/TNXBIE G TR COtT AS RS i~ biG o ”7;';“"
A c-4TiC cvmmw;cvpzmzﬁﬁ?‘eﬁnz)m . T - A
£E= A BCD-:---
[ |
10Kb L F (DDNAET K D7+
EREdAHED FEEE NLT-PCR
N
PCR ¥ e Y Exon 3 4
G4 —a—K) M - “\ LRSI B A5 — STl
2008 H CABMSGA.
: pIL73 COTRSANOER RN
(MinlONZ B —+tJL) 31-7324 U—FK

1 AAEDFRNE RS I2& BT v EVTT—4



[(IERRDER]

AFEDERIFLUTD2DTY,
1: LRS ZZRAVWESRE. Efits. BELECFREZMEREFLEL . SREAKBEDELRFENTDZ
B B DIRIFREBEISANDEZREEL =,
2. KFEIWRAL. KRB ERKICHEBELRFIBEL, BTRBLEGHEEORMEN DEESIREEDRR
FEMNICATRREBYET

21A1P/
TNXA

‘ “ L —
eoa [l L [ L - — e
R10.4 | II0+ 111 i) ] i,,:‘
b ePTPE TNXE e

B Ex3 Exs  Ex7| Ex10 p.R357W
- TNXB

NO8

cYP21A2, | -
/ i

/ !

308
R9.4.1 ‘ VvV V F L L H

R1041 T . e S e N

Ref. GTGGTTTTTTTGCTTCAC
* p.L308fs GTGCTTTTTTTTCCTTCAC

p.L308fs

R9.4.1&HLLVR10A. 1070 IRV — T AT —SOHR
AE. 7DUARTH, p.L308fsTIE 1 DIEX T8 DICES.
¥y B TROAITRADICAIBRLTERM DT
R10.4.1 TIBEEICRI T & TH.

2 Flongle 7A—1zJL R1041 IZ&BL—O I REER

GiES Y

M AVG—FO—II R (LRS) i&: EROAZREELELDIFZEZAV 1ETHROILDTESIE
HECSI B E REICEEOLIIEREFRTE %, DNA 45 RNA S FHNRYT—RDEICEBHIAFEN =2/
DBERTEEBT IRICECIBHDELFRET HIETERERINEZTS, EDHERELEL T, ERE
FNDZRIIMAECTFOREREELEHOE TRIETES. 1DDORKL DNA BiFEHEARATTEITEYTLIL
BHENGEBREZBIIENTEL BIMHROBRALEHLE TRTLEKTEEEANTOES DS RER
E, F). ELIFmLH D, KELHD T T2ODIRATLRBY . FhFNRAFKELEZSHIVERFTIN TS,
BEASVEENDINVINAAH DI RAT LR OHRAETIBRFEMISELLY . EARRICHFELN
5L DOBRAEERRIZENTT IDENHLERKGAICTRETHSD, —7F ONT D MinlON SR T LlL, BE
fTHHELDD ., FFEMEL ZDRIEGFHENET S5 L THRBEEGS T -, RAE T, BIERFRIZRA
[+T. &KYEEMH% ONT #1 D RAKYERERKIGAITEWLEFIBTL., SHRAD L mEEZHILLI-,

*2 MLPA % (Multiplex Ligation—dependent Probe Amplification) i%kI& H &S SECIIFEMALTO—T



ZERL. EDIE—HZRARD, 7/ LOMNEBDIE—HOEBRAFMIZFEONL-H . BEEED
FRITICE T B0, BRSO LB DT ESLL,

*3 Nested PCR & : lf=& S EIINERH HIFMELFEMBITT DRI, BHELDELFREMIC
B89 % PCR T34 —IC KU RMEIHEEIEL . TNEHRELTSHITIBEREIRED-HD PCR
BIEZE1TOAE. ANFDESIZ2[E PCR TEIET H1=8 . COKSITFFIEN D, #E3E 21 KERIEERR
BIEX, %23 DEAT. MAZANDZETERTNITON =, SOICIEREGERFEMICIEL. mHEORKDL
BHhETENIIDBENH O,

CipeLE:))
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