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[XEkiREM] B

JR M i R B B RE VSR S (primary adrenal
insufficiency , PAD) 248 B 1 i Bz 0T A B 95 2% e 530
ODEADIR) & W W )7 S TS E AN S AN K i
PR ZR , ande RS L MR B B3 2 iE (congenital
adrenal hyperplasia, CAH) JERME IR AT A4
S, B A g e G AR R A S B0 B L AR
BRI REAN Az o i PR — 2 B A W R 38 3R o
AR BAEFHBRBE , FEEOA EER B B R MR o
WS E AR RRI RS = . RGNS B 5
% % Bt = (familial glucocorticoid deficiency, FGD) ,
IRFR J A2 B b R e B (adrenocorticotropic hor-
more , ACTH ) ANBUREEAAE , B R B ACTH A
RS, T BIRSL HEE K BORCR & O A2, T JE R f
SRR SRR I8 S W o TR T 5 i (aldoste-
rone synthase , CYP11B2 )k [l 58 A5 S 24 1 [ il A= )
A A TR AR Y o A SRR, | RS T [
IR 2 A Wi R BN IS Pk e B R =
I JICHE B B R B PR 5 e o AN e 2 il i
PREE LA B BRI , 1908 Gl (AR g e R
I, 3245 1] PGS AH D ] ) 41 L b o AR SRR
2 FRFERZE I BRI B R i 2RI R Ak
DR G5 AR BEAT [ BUPE 237, [R] IE R4 7 I R SRS 2Y
DL I R = IR 2000 F AT

1 IR R
BILT, 2,58 34 A N R BLE KR 7R 5 4F
R, BILHAEJE B BB R AR R (H R
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5 ARG, TR R TR BTSSRI, 2L
RIAie T 24 M B2 b , A ACTH 345 , B R s sifiG , 7
ISR BARIGYT , B BRI A 4 EGE A
Pz Rk AR R A B SR 12 . BIL M REES 1 RS 1
7R = A AT 2.95 kg, 75 A LA B4R
SR LA AR, JRE R A A 1 R 3 %
A, MR, GG TR ORI s . IR A A B
15 123.7 em (7 T [RIAEHS | [R5 | [ Ap g LA K
M2 155 97 E LB LL 1) IR T 25 ke, I e 94/
67 mmHg, 4= B 7 R BB R AR O 77 S50 450
A2 O, BUNFL G5 B1HA, O iE R W55, SN %
#, R EMEARK . FBIR A (355 NN IER
B0« M BR A RSB D RE | H AR BT X OC S
W, Bz JREE 18.56 nmol/L (133~537 nmol/L) , ACTH
> 2 000 pg/mL (0~46 pg/mL) ; 22 < 0.159 nmol/L
(0~0.474 nmol/L) ; 52l 0.08 7 nmol/L(<0.087 nmol/L);
17a-F2 2420 < 0.05 ng/mL (< 2.32 ng/mL) ; A 2 B
A FMER 0.25 pwg/mL (2.8~85.2 wg/mL) ; MM —
Ml < 0.3 pg/mL (<4.01 ng/mL) ; IfiL 3¢ 5 2505 1 .
2.36 ng/(mL+h)[1.45~5.00 ng/(mL-h) |, A& EKEK 1 -
1.629 wg/L(TLSH G , 4 %k 11 :73.08 ng/L
(32~90 ng/L.) , B [# i : 83.61 ng/L (50~313 ng/L) ;
Je ik 46, XX, AWM IES 7 (B )M ST
5% B ERRCT P44 22 F AR A UL i 55
F, AN R R KA TR MRT - 49 R i
LS TER W EE S LR . |IKmER
5.1 mm, A S5 MHAE 5 & UL S5, 3 040 JE b G IR
Bl MAEX TN, FS TR o B b A
o = 2 s b PR DL ZE R Pok . Sk B MR
BRA LB
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BIL2, B 1 H 16 d, MR 1 H A ABE,
A JE 1 JRITE B R B R K R 8 h
WA, R U, 22k A W M o s (IR e
WAL, BILEEESE 35 37, A e,
WA EIL(AFE 425 k) , R ATE, BENE
AR EE . SRR, BUGE RIS, 56
UG A S IR e R Bl P B R4, A 1AM AH
6 4 4% IARME, NI AL B s . RS KA
AT 3.9 ke, P RSP SO, — R, B2 T BRI AEE, K2
JOR 285 B0 8 T, I B T 0 il R DL 5
B EEALA A2 mL, BIZE K 3 em (b F )& LIE
FICHEN) BRI AR T WG SIEH . 4Bl
Kty (F5 5 NN IEHE) < BR300« 40 110.8 mmol/L
(135~145 mmol/L), If154.75.6 mmol/1(96~108 mmol/L.) ,
14 6.65 mmol/L(3.5~5.5 mmol/L) ; AT ShfiE & D fig
IR LS 5 M PRAC I 07 A A DL S 5 HHCR IR g R 7 30
AR ILFH 5 KR 252.5 nmol/L, ACTH 18.26 pg/ml.;
PE 2 F2 <18.35 pmol/L (41.4~159 pmol/L) , 2
1.86 nmol/L, 52 [il 11.94 nmol/L, PRL 1 270 mU/L
(86~324 mU/L) ,FSH 3.19 mU/mL(1.5~12.4 mU/L),
LH 7.42 mU/L(1.7~8.6 mU/L) ; 30l 17o- 3222 i
1% M S0 ) e s — ) 12 TE R Y B 5 0 R R
PE: 1.3 ng/(mL-h), M3 EHKE 1 :0.828 pg/L, M4
EKakZE 1 :77.51 ng/L, B [E i : 95.86 ng/L; Y& o {4
46, XY, WRESTA R B SC R 2. I AkiE
W B, OmE SO E IR
Bt : ORI FLA AT, OO DIREAR UL S o MRS AR
TG LR ) B - AR LS o B ) S AL B R
RIS . B B CT 4 WIS AR RS .
PR MRIPAA AR LS5 o Sk i MRT P43 < 045 1503850
HMR AN ] B G (2200 BH ) 5 PR G = 15 £ 55 0k
b AT 5 A Mo A 5 A g s (11 2) .

R B, &K B BRI E )G, 4
SR ECEIL T BIL T ACRERI SR B S B L2 B L2 AL

E1 fmHl1EILl

B2 fwBI2EIL

BEFUAAH B A1 8 AR AR 4% 2 mL, EDTA $téE . DNA
FEHC PCR =4 sk alifk Uy 2P 5 oA b e
LR ER S T T o FEIN P25 S R - L1
MC2R % H A 8 F KA e A 2 A R A8 .
c433C > T (p.R145C) #l ¢.712C > T (p.H238Y) .
MC2R JE F 55 145 5 2 3 0 p RS 2R 28 2 e
Fik A1 2F 238 5 G KL R vh 2 R R AR N IR R R, 4
Sanger T AHIA (1 3) , 32728 S s 43 3R F AR
FEoE B CRE U A 5, LB R i 51
FARI AR SRR, L2 CYP1IB2 LKA e+
DI AT I 5 A5 978 + ¢.240~1G>T (splicing)
M ¢.1342C > T (p.R448C) . CYP11B2 %t [ 1 4
1 342 55 1 R Pl i i W 725 O I it s g 55 448 5
G RS AR AL N Y 22 , 485 Sanger MU JF
N 4) A8 A S5k A AL R RTBER SR A
FHOCHE | B LIA G A 5 1 2% A0 [ A AR 5= 56
.,

BT BBt BOL 1A B G A7 B IR R R
U wsals , 45 7 § kB H R A Ak T A B ARR
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Az FBILACHE c.433C > TR S (i 3k iR ) s B [BUJLEEE e.712C >
TAE 5 (i 7R ) o
B3 &6 KRR RMERZEILMC2RERSMNEF
REGFEESERERT




FA3EE 1
202341 A

BEE NN, R, 45 Rk RRER 2 GRS (1],
P R A (B ARR R L 2023,43(01) : 141-144 + 143 -

300 310
CAAGTTGTACCTGTGGGGTCCA

A\

120 130
AGGCGCACTGGCACATGCCAAAG

i

N

. A

AWA! [
VA AYA

Az BBLAL 3 ¢240-1G > TAS 5 (i sk Fran ) 5 B: LR %
¢.1342C > TAE S (Fik s ) o
E4 fwGI2EEERREKEEGRZESR)LCYPUB2EREINE

FREFEEGRERE

7, 02 i 20 e T IR BER R YT, TR U o
B ACTH S 2 JoT e 0 5y, (HL R K F- IE
T 9a- A AT (I 0.05 mg B K 2 W H R, &
AR TR bR E R, RO R IUE W W A5, 7 LAl
5B, 3 BE B IR I R S A AT RS 10 mg 5 8 h
1R[#Z)31 mg/(m*+d) ], 9a- G E T AUHA 0.05 mg B K
2. HHBEIG BT, B 25 AR RN B B R
B LR, OB HIER K PR, H TS AR =LAk m]
HIFA ] 2.5 mgfE 8 h 1 R[£17.5 mg/(m*-d) ],
BILE IR ARSI AT . BIL2 A U B
CEh i B 2500, 5 IR B IRfE R, TR IRk B
BRI S AT AATRYT , I IA) 52 A W A BA A
(B 3803 vt g AR b O B AR, BB L
ACTH Jo Jz Jot st 7K P — BL7E TE 3 L, oMK
SR B ARG I S [T T 2K ST AN AR LK R 1 I
PRI 5, H MRS TR, SO HERR 28 L
I HE R T PR B, 0 9 80 T BUAS 0.05 mg R K
2 U AR, 1L H i o 25 LA TE AN, i & 9a- 9
A RTHIHN 0.1 mg 55K 2 YU HRLAR T 4 MK 52 31 E
0[], e DR 45 SR AIE S 1 [T )5 A P, 2% 3 T il
Bl e BB R A5 L B e S L TE KRR, &
PR ARG, &2 A R LR BUK AR E

2 Wi

JLEEE IR IR 2 2%, il IR B2 AR AL
i RS Wt S 50035 W DRI, i 5 22 A 1 23 T2 I
BN o ASSCRGA S _E RO BRI, R
RH N B P IRCR =, SRR UL LR
AT, i R

AL 1l R LA B ik B8 Ay 32 SRR, ToRK 452K
SRR, TN R T R, S8 A R A R LR
LB bR A BGE S RS R B R A
SH EERRE BIEHIZ N FCD. IG5 &—F
UL H G o AR B M 38 1% 9%, B Shepard 45 TR
1959 4F B R, EAMRE R % | F i fiE .
B LR B2 ) ACTH AR, 5 35 ST MM B i
RO, I3 B BRI ACTH B 3 &, I R
RIOMAR MY IR R AR DTS B R R
SRR ORER R, ASCh EBJLA AR RS,
A 5 KRR R (R TOAR b &1 M
YL s, SRR IRGE AN —B, BILI B S 5
K, — 77 10 AT E 5 3 5 A ACTH J) 4 B8 0 25 52 /K 7E
B R 2Rk IR e AR K 55—
TS50 B U R B =, BRI T RS AR A R R 145
A4 M 5(insulin-like growth factor-binding protein-5,
IGFBP-5) X & A K A il E A O 78 1993 45
U RGE FGD A3 I 248!, H i 2L 4 38 19 AH
I B TR 22K (MC2R) R ITER 2 %2 14K
B H (MRAP) JHBERAZ 1 B 5% 20 (NNT)
INGeEIARIE S B 4 [ IE R (MCM4) B A 3 A
i 5 2 (TXNRD2) | 26 [ B 3R 2P 8 7 245 1
(STAR) L 2 PASO(KIE 11, WREA, Z K1)
(CYPL1AL) J Rk B = A ZEGHE (AAAS) A1 563
o AR SCHGE SR MC2R 228 TS FGD 1 % 4, 1%
FEH SUFR ACTH Z AR FE A, % 7 T 18p11.2 (OMIM
607397) , & —F G & FARBIC B I AZ (K7, 5 ACTH
SO HIE R YA . H AT E ARIE 40 AR E
i 9EAE  Fer LS A8 O 32, T8 LR A F B i 58 AR
UL R RS L MC2R ANRERE 15 B AN, /b
A FEHMC2R ANRES ACTHZE &, fil 1 2L
ZeFL ARG IR K IR AR 5, HEOR M R E R
HRIE, AR 2015 4F 36 [F] PR 24 s (L 25 5 SR 4 2
(ACMG T8 , 178 57 R P REBO PEAE 7 o

L2 DAMK Sy =2 R I, HAFTE S AR
B R AR T ZE AL, R B O OE R, T R R K COF S
o FEVRYT L FE R BE B TR A S O B
e AR, 7 1 MRkh T ER B B R S L K
YR IEH , 25 R [ T AT B A7 A A AN 2 ol ]
RS (B2 @ =2 < 4 A I/ O N =" /e L
Fe] ) 7 B T T, S 3 R PR ik R
. (aldosterone synthase, CYP11B2) A 7EE A4
RAR ¢.240-1G > T(BIHE5AE ) Fll ¢.1342C > T (5 XL
AR ), HLE AN CIZAL S RS, 55 240012 I [
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TG BBl i 2 0, BN B LR SR R A
ABERS o IR e CAH A — it o 25 DL B 4 sk 2%
ROk Yo ARBR AR M, R A T 8 5 e
PR 1 % 1 T - B CYP11B2 3 R 298 A5 Jir
S DTS SO T S P il = s, 52
M 1 [T 1 A A& R o IR IR R IA i R X
e ETE K AR NG S R R TR B = 1A
AR, 250 2 A A A AN I B i, AR R b
Bt B 2 AORTES T B IR o A A 8 /)N PR e A
i, BEE AR G, — 7 T N B P R Eh G
T, 55— 11 B /N R Rz O R A2 1 T R I
IR ZH a5 BRI IR W T S5
AP TS T T A A TR 1 R i A 4 ] ok

XFF B BRI IR YT YR R AR
I7 o B 1 B L R TR R BT R A B BARE
Y7, T AR AR AL SR, — T b e R B K
o JLE g BERS TR S AL AT BAS , IRIE L I # 4
KEH,FHE N 10~12 mg/(m*-d) . 2 FE 2O
I B KR B R e BT ER (9o S AT A ) AR
BT, RN 0.05~0.10 mg/d, = H Ak Eh #H TG &
0.20 mg/do A7 1t A v 7 W ) R g 5 B il R R L
Kot i3 FH 245570

Zr LR B BRI g, KRB 2
FE IRSE M — i 2 B 2 I IR 00, B A AR I 1 PR
FEI A LG R A — XS, B2 18 75 AR 2k R A
Do s R B A 5 38 T2 06 AL, DA S
W FENEYT .
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