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SKER, R, T KIS, SR
(R ER R R E R LR, K 300052)

KEEE ERAERMEE LR G 21 -FEEEEZ CYP2IA2 AR R T

RESZES R725.8 XEktRER B

e RS b R Kz 5T 3 A E (congenital adrenal
hyperplasia, CAH )& —41 i T 5 TR B2 BUER G il
AR ek 5 v S5 e it S5 o e B0 M o TS R R 1) 9
e, e AR B s A R . CAH BRI b i
AR 21-F2 4k = (21-0HD) , 15 90%~95%""7,,
ARG AHE 21-0HD (1) &AL 24 1/20 000~
1/7 787, 225 F & AEFRE ] Fib 1:605, 21-F2 (b
i CPY21A2 %ifith, CYP21A2 KL [H [A] I 7776 A Th g
) CYP21A2 HAEEH S T Reds PR CYP21ALP i
P AN NSRRI 08 98% 1 96% .
21-OHD J& [H (1) € 48 £ 22 )& CYP21ALP %% {i %]
CYP21A2 [YJF4), [HIGEZ R 1 ) fig 35 A 3 PR,
CAH 35 7T R Ry ali 5 L H R AR 5l 52 A S A SE A
SRAF BRAFEEIE HEA — I ERE F 2 AME
AR BN [ S50 JE PR A [v) 35 PR 2848, HL 3 80 5
F B2 () B R 9 A8 T e ™, CAH R4S 21-OHD
FRBEIG PR T F2 0 8 25 £ 78 (salt—wasting form, SW) |
ol BB A (simple virilizing form, SV ) M JE 28 it
I CAH(non—classical congenital adrenal hyperplasia,
NCCAH). SW Jusk B Wl % Ve, T (1 ] | e Jo e o 4
Bz SR L . HAE S ASARIA] B |
FEE K TR B Ay B F T ZX AL AR R R fE
T A DINSIE SET R, SV LWHE I ERZA
T HESR M, 55 3 2 R I P E R, NCCAH
WA MRS 2RI, 2 TILEY  HHEYS
NG ;s KN 171 000,10 % Z Hi &R 5 11%,
10~40 % K IF 5 80%*, NCCAH & KZEmH
T CPY21A2 S E G545 AR TS, MR R A K
IR HIRE , R 2 M2 MG Y7 o P8 JIL
CYP21A2 RN 2475 5 4= G AR A5, AR A
mr,
HETE KEhEARSESEATE(17JCZDIC36400), ki
T EEAREHRTE(16KG123), Rz R BHSH AL
R I H(18KPHDSF00140)

EEE v KER(1990-), &, ML &=, AR A E LRI BIEE
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1.1 s R4S —fFH BIL, 0,145,134
H &0, IR H &8 k&, /DA, Bk, UL
WAKREMEZ . BILRSE 2 IG5 2 5, A0k
ok, A A — L RT , JORE R i 2 A
ACE: SRR A, T B LRI AR 1A 36.6°C,
Jk4H 70 Yi/min, FE 20 Y/min, Il JE 100/60 mmHg,
B 162.7 em, T 65 ke, KEFGE(BMI) 24.55 kg/
m?, KR SN AT, TR 220 , R BU STRR IR Rz ik
BT, DUFLIR B3 O il A A L S5, 23 )
X IR R DUE , B , IR R, S8 Tanner
Vi1,

12 Z&mEhd B LR RIIEE: K FEE(Cor)
24.6 pg/dL(5~25 pg/dL) A2 LR B3 (ACTH)
45.7 pg/mL(0~46 pg/mL);17-F5 3L 22 i (17-OHP)
42.27 ng/mL(JLEE 1~13 %, <2.32 ng/mL; 5Py 1
0.05~1.02 ng/mL, B 1A H] 0.3~2.34 ng/mL, HE5H
0.1~1.4 ng/mL, 412 #1<0.93 ng/mL, 22 J5 ] 2.28~
9.24 ng/mL); WA S F{ (DHT)117.9 pg/ml.(23.5~
116.0 pg/mL); HE 4% — 1 (AD) >10.0 ng/mL (0.3~
3.3 ng/mL) ; PRI ER WK S5 (T)281.07 ng/dL(5~
80 ng/dL), M — % (E2)58.82 pg/mL (50 {1 0~
84 pe/mL, FEAM] 27246 pe/mL, 445 )5 0~30 pg/mL),
{2 IR A= & (FSH)1.69 TU/L(BR9Y] 3.03~8.08 TU/
L, HEN I 2.55~16.69 TU/L, Bi{AHH 1.38~5.47 TU/L),
AR 2R (LH)2.80 TU/L( BRI 1.80~11.78 TU/L,
HEDE ] 7.59~89.08 TU/L, #{ {4 0.56~14.00 TU/L); HL
RN 146 mmol/L, #F 4.6 mmol/L, 5 109 mmol/L;
25 MR 1 HE4.6 mmol/L; I JRAEHFL I Dihe  HAR AR
b))t SUELE IR o g LR SN NL O 2 R G TR A
46XX.,

1.3 ##$4ud R CHN H 55T, &
JLEY 15.9 % BRI 22(H 2.0 2 . FE IS B #H:
FEHR/N:33 mmx31 mmx11 mm, NIEEZ) 2.9 mm,
A B0 H RN 33 mmx16 mm, P& 50 B, B R
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13 mmx8 mm, 72 P K /N : 28 mmx15 mm, PN 55 %%
ANEWL, B K 7 mmx6 mm B IR R DL O
HL R LS

14 ARFHE RHEE LFEFET CAH AH
SRFEPRIRGEIN , 1 FH 2 B P 2 R AT O 4% (MLPA)
FARKMBEA R CYP21A2 JEH &AM T, FIE# A
) DNA fE 2 L M BUm MR =2, &L
CYP21A2 SEH PN 4B BRI 1; kA
0 A5 B 2 S B S8 : CYP21A2,¢.737A>C,
p.(Lys246Thr), %78 5 4t SO (F3H 23 i Jir 4

5 8 TSR 2466 &R H Lys 2424 Thr). HGMD
BRI SCHRARE , ESP6500siv2_ALL. T AJLPA
44 . dbSNP147 8 PRI AR WL < AR A5 2 2= 3
THU HLEORT 228 nTREME R (& 1) .5k F AR
FEPRFFAE— IR B BURRAE ,CYP21A2,c.1163A>G,
p.(Asn3SSSer) VIS SR SRS (T2 B 2
LA 5 388N LR Asn 284 Ser) . HGMD
B R LSOk , ESP6500siv2_ALL, T AKERA
41 (dbSNP147 Htdfa PEYIA WM « A= W5 B 2E i
I H SR PSS AT REPER (B 2),
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FEH et Ay SHHL AR o E ¢DNA 7K KT RS 3 B3
CYP21A2 6P21.33 NM_000500.7 Exon6 737A>C p.(Lys246Thr) A N oailE] FA T
CYP21A2 6P21.33 NM_000500.7 Exon9 1 163A>G p.(Asn388Ser) =E Fe AT N oailEs]

%JL CYP21A2,¢.737A>C P (Ly52461hr)ﬂ< &RAS

PI0815728_TP2ID1737-CYP2IA2_CYP2IAD 65F 27385 Gilabi—>
20 T
1,800}~

Qualty(0-100:22

L e S T S

H R i
B L - 1 G-

P90902782 VP2ID7123-CYP21A2_CYP2IAD 6SF 27694, FOS.ab1->
250

Qualiy{0-100):31

3285 3290 325 330 3305 330 35 33 335 330 IS I IS K0 IS 3360 I3 ;D IS 33 W6 330 N6 3400 3405 3410 3415 340 3425 340 34 340 345 34D 3455 460 345 4T 4TS 3480 3485

A LACEAAGN 3]

200 s
4 [ 3 s ¢ A
2000 ----oeendee 3 5 fhass
1500
1,000

HULTESE CYP21A2,¢.737A>C , p.(Lys246Thr) 225548
P90902786_VP21D7124-CYP21A2_CYP21A2 65F 27694 F09.ab1—> Quality(0-100):34
200 205

3265 329 3295 3300 35 330 335 3320 325 30 33 30 IUS 330 35 3B0 3B L]0 I} 30 3 330 3305 3400 3405 3410 I4IS 3420 3425 34N 34 340 345 3450 3455 3450 3465 3470 3475 3480 3485

N

3265 3290 3285 3300 3305 330 35 330 3325 33 33/ 330 M5 330 3 30 335 I IS 33 3 330 3395 3400 3405 3410 3415 3420 3425 3430 3435 3440 3445 340 4SS 3460 3485 3T 4TS 3480 3485

1 2JLETEE CYP21A2,c.737A>C ,p.(Lys246Thr ) 347
UL CYP21A2,c.1163A>G, p.(Asn388Ser) 7% & 578
P90815731_TP21D1737-CYP21A2_CYP21A2 95F_27385 H02.2b1—> Quaiity(0-100):31
180 | 18 i wn I IR
20 i i e N 3 e ,9,, ,{ e e e e e o ST S S (RN RO
i WA ! f 3
\ | a fiiy ERE ¢ / !
N SRV ERE AN A AR AN \
A\ / ! / \/ .1/ i \/ ! / ‘L'
3085 3‘1‘W 3105 3110 3115 3120 3925 3130 3135 3140 3145 3150 3155 3,160 3.1‘55 3170 3175 3180 3185 3190 3195 3200 3205 31|ﬂ 3215 SHH 325 3230 3235 3240 3245 3250 3255 3260 3265 3‘2‘10 3275 3280 3285 3290 3295
£ <
HLACSE CYP21A2,c.1163A>G, p.(Asn388Ser) 49878
P90902785_VP21D7123-CYP21A2 CYP21A2 95F 27694 F0B.ab1—> Quality(0-100):35
1 ! 180 ! i 185 190
Zm T T T R 5 & ¢ ¢ T 4 B g ¢ g
20084 ‘ i i i i
O ; oo LA ;
LT \ NN TN T !
e N A W . ! \ i H e ; e
\/ i\ PN L\ ARy \/ Y,
3085 3100 3105 3110 3115 3120 11‘5 3130 3135 3140 3145 3150 3|§5 3160 3165 3170 3175 3180 3185 3190 3195 3200 3205 3210 Si!S 3220 3225 B‘Z‘W 3235 3240 3245 3150 3255 3260 3265 3270 3275 3280 3285 329!1 3285
SEILBESRAK I 3]
P90902789_VP21D7124-CYP21A2 CYP21A2 GSF 27694 F12.ab1-> Quality(0-100):35
L e T e e e e i i : i
2,000
1,500 s,
5 N | '
\ / P\ TN / i/ N/ T\ RY \/
3095 3100 3,105 3110 3115 3120 3125 3,130 3135 3140 3145 3150 3,155 3,960 3165 3170 3175 3,180 3,185 3190 3195 3200 3205 3210 3215 3220 3225 3230 3235 3240 3245 3250 3255 3260 3285 3270 3275 3280 3285 3290 3295
2 EJLETEE CYP21A2,c.1163A>G, p.( Asn388Ser ) 5347
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L5 #¥ifeissy  HATES A BILIGIREE & Mol
SR NCCAH Z2Wi A8, T &AL mT B Fa Ak 5
(PMEREIA TN 2200 R ) B 3R YT , B AT eI
2 itig
2.1 NCCAH ## 8 NCCAH B/ MAL2E Sk
IRFIA BT A7 2 Z AT B B, 12 W L R HE
NCCAH 7EARRAF Y Be R BN, A= i o R
i 2RI, Bl )L — AR T R R B, (A i
PSR &4 T 6 A~ H 2L, JL#EM NCCAH £2E
FHNBAE R B A AR E T S
RN TR ANZE B A EAME AT
A0 DL G 17-OHP FhEs MEHE , 1075 2 B
P 1E 4 B fE IR H R R, ACTH 1E % 5 Bl . H Al
X381 A LN 0 B 32 3 A D I 3 17 -OHP 7K
YE2R 21-OHD i e IE R e . AR,
HeHb 17-OHP B /2 6:00~8:00 5 i 17-OHP £ l]
TR NCCAH Wfiiér T8¢, {H 17-OHP s )52
SEOLARIE | AR AR DA SR Ay Ty 1 2 DR R R 11,
P IEAT 75 4T ACTH 3 & 156 i — 25 P74k NCCAH,
ACTH KR 5 32 M NCCAH B & FrE o HF55IA
R, 45T ACTH PR 0 e ZEAiH AT 60 min & Cor,
17-0HP 7K F ,60 minl7-OHP £ 30~300 nmol/L
(1 000~10 000 ng/dL) B4R NCCAH'",

SR HIE NCCAH 2 h B % w20 =
X CYP21A2 FEH A8 &5 5 21-OHD iy F 225 A,
E A CPY21A2 23 UL /2 A R 42 p.llel72Asn, 4
36%; HoHt SW A H LR 22748 Del, (5 44.4%;
SV H5e LR 55,2878 plle172Asn, i 44.2% ;NCC—-
AH B0 WA 978 p.Pro30Leu, rh 37.5%1319,
AEFEARE CYP21A2 FEH AR #AR R AH LR
FIFl AN NCCAH #5% WL & 52872 p.Val281Leu, 58
R 45%~60% . AR Ik PR 98 A8 7™ B 1 04
T 21-OHD I PREFL : SW BHIER 81.8%, BT R
96.2%;SV TS 94.1% , 113 80.0% ; NCCAH FH
PERR 88.9% , BI1EAE 100% ;73 FHPE R Rk 88.3%,
B Pk % 92.19% 1, I 21 -OHD Ifi K # M 5
CYP21A2 B GRASSEHUATAH AL s R 12T i 72
Ok R AP AR SR 2 AR J , Wi HACRE A R
F B A AU 1 AR 7 28 A8 f R, DL &
PGP, X TS UEH A R M st A % i By f %
(I R A EL

A LTI AR, LA 28 %, AR,
BRE, B SEUIRA L B AE SRR, 1l 17-OHP,
T.DHT.AD 7KF-FH 5, I35 K B REAE 1R % T B, ACTH
Ab Tl S, B B VA 3 SEPRAR IS K 2 % R

R 7R 2L CYP21A2 FE P AN 2% A 1Y 20k 2 48
Lys246Thr  Asn388Ser, £ 4l 2 A UL SCHR 4 8 | 1% %
A5 R 2 SN A, G R B A A TR SO
PERAR T REE R . S5 6 BULIGIRER i L = KAy
KOs 6, NCCAH 2 W I

2.2 NCCAH #9377  HuTHE R # NCCAH B3
I FH B K2 5 2 (glucocorticoid , GC )R YT AL FR T 15
T 98 38 MRE 5 1S 1) S5 2R < A 458 1k A R A AR 2 B
B e g IV o8 ) | BE OO I = 1) e B =
77 A B 71 TS0 o 7 S — TR T A A RN FE GG
P M2 B, GC — oL, B RAEXTHAE IR
7 00 T B UAE B s i B PR A O RkE
2 g 2 A0 T 2R A O SR b B ORI I IR B R
SEEANA N, BN Z T, GC N
e T W 3 S LR A KO R B YR
FERREREAE , A R SN R T 2 |, Btk R hn s,
17-OHP ¥ B AT AE AT PR A AR R bR 2 — |, i
RN IAHERR I 17-OHP 7R & F 1 F 193 Bl 2o,

XFFRIEEZ GCIRIT I LAE R IME T AL
HmBILE & HEIEEELE PN EIL, EES
MR AR AL, B PR T B AR 1 R
RBHORRE Lo KIEH , 2 CAH LT
P A1 P P S AR Sy R R A B
1L, 0T AN R PEIR R B 254 (GnRHa)
IRIT, B UL (K B, T A e
PERE . IEAE 21-OHD Lotk B B P G
7 AU E BN AT AR H & R e
R EBRES .

AL F Lot ©kAE B 5 Rl &
BHZBR, TR AT (R 101 AR e M 2R M, AR
¥ 2 245 3R A Tl 0 2R AR B B P URTBG hn ATE
WMRSGGEAMNEG K, SR ME T, EEA
B bR BRI RE M AKOE (17-OHP T 545550
St AR, B vIbE T

TR R, REMBARTIAITH NCCAH
SR A R PR R e 5% 28 R PE 178 E A5 v 5 B BAR A0
i B E RO 0L/ 5 1) B A9 T 3 5 3 bk o B 2
JEL 388 o v XS 5 g, T R 5 TR i s W e
T R TN PR R 5 R G o o F - H U]
DARisE Bl 2, [R]BS s BB A 17-OHP (52 \AD FIJit
SRMERR TR o AL, B FE R ARORI B BB A A
JE—MERE 1R B, AT REH T IV GC 2

RS %l he s
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