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Abstract

Congenital adrenal hyperplasia is a set of genetic disorders of adrenal cortex hyperplasia caused
by enzyme defect. This paper summarized the etiology, clinical manifestation, diagnosis, treat-
ment and monitoring indicators of it, in order to improve the clinical physicians’ awareness of the
disease, reduce misdiagnosis, and improve the prognosis.
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1. 518

SRR b iR B2 57 384 45 i (congenital adrenal hyperplasia, CAH) % — 41 B GREG, 51 K& & BV b R i s
AL, AR KT gk RV I 2, BUE BRI AE R, R R R R s A g, oML
K, HHAE . Fhs N HE (8] R 2 22 AR R[] [2]. B IR A5 IE 5K 7842 )L CAH &% %4 1/13,000 [3].
KSR TR S T RO X T AR )L CAH KRN 1/20,865 [4]. A 4EFRIELESE N ARG A8 R )L
CAH K %4 1/4000~15,000, R H7 5 0 i) 52 397 5 B N (100355 73 A2 ) L R 17490,

2. CAH 7R X ImR =

B B2 J5i i %% (glucocorticoid) (98D, EUHURIRAN E , 4k AR T EIR R R RO R (CRH) B I 2
B R SR (ACTH)SE I, S 8UE IR B 2B (RTik 10~75 g) [5]. B ERnT & e E BT A9,
PEBCR . BB PR USRS AT RN B, B P IRE SR E A — R AR E . H
U N Z 21-F A0, 5 LIB-FRLEE. 17a-FR10 B, 3B-JS it S B GRS A 0. 21-F2 L
CPY21A2 #4ifith, HRA CYP21 B P450e21, i T bR 5 P Joa I 7 ) — Pt i € 3 P450 1§, &R
2 17-F2 2 R 4k, 11 480 52 S5 5% (11-deoxycortisol , 57 Ji B A RiTAA) , ZA i 4% 4k A i 480 52 5 B (Deseoxycortone,,
W[ A P AT AA) . DR 2120 RERh =, & oRHT ARl AN 17-52 200K, L%l 17-3 22 £,
B R G D o B R AR R B, AR Fe i - e A - R ARRRI GRG0 B R (ACTH)
SN2, FEUCEENEE IR, B REE RS 2, Al X 173 R ER, e iR S
FOBAR LAY, BUREIS T SRR 220 KR — R A R ARG AE -

2.1. 21- 4L EEEL = fE(21-OHD)

CPY21A2 B RAZ W] S H 21- 324k B 5 A1 L2l 55 VAL R IL[6] . ARIBAHCIR KR I, 21-OHD 734
RERTY, BaiE MR, JEL T =R,

2k £5 7 (salt wasting phenotype) i A 8, R5e4 21-F b BB TS, & 0T34 L, BE Bk
BLRAAN, WA EEAE AR S K ARIYERR B AR (RN AR R ALK, TEAR .

g ALY (simple virilizing type) &P 21-FRABEGR R PTEL, & B [ R G RT, SR ERREAR 2 AN
B MR LR IR R I IR R . KRB SAL 55 1 I B S M A AR AE . 17 55 P8 LB LA H S 2
P ZESE R WIS . HILHI R 75 & Ak S e P B R R I

R4 # 8 (non-classic type) RAESE 21-FAL Gk = P 801 — FHEREAE. IMPRRIVEA &, FERI N
T T B 5 B 0 AR R B RS BT, R AR 55 e 2 I S R T v (R AR IR BTG 5E A IR

2.2. 11p-EILEBER = fiF
5 CPY11B1 [ W116C. L299P PAA i L RAFM K, B .
2.3. 170-BEEHZ E

BT NFH Gtk 10924-25 [7] CYPL7 FEPI KA RARE 1Ta- e b Bk =, A00E B BTIR M MER &
JREZRL, AT E BRI S, JREEA TR B RS — R IR R R
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3. CAH KIS H

CAH I PRF DL 2 A A 5 A2 f6 L 5y ARV 9 S R T B e TR RE, 2240580 L 5 5 5 B
PERRMRE . PR PERGIE . 2ROV A L[] TFIRIG . SV ER, Z00R 5 IS, EIRER .
OIME GRS R ARG, AR, FRB. Figl, FiRTRoEE,

3.1 FHISHTREESH

ARG, RS CAH Z2IE R — O CAH B LI LI 298 2.5%, TMidE4 it CAH &
ILRIRZZ1 )9 14.8% [9]. FULE CAH FGE S 20 N ™3 e 25, AT P=arie W, B aj& s A
FERTZ I VA YRS W IR BB B K AU DNA 08T KA = 17-F8 %200 . e e .

G ) LB AR DNA BEAT =Tz, Rl LB a7 SIS ) LA S22 i G ) L. AR/ 5
LD TEZA = A R (74 2 DNA # A I, AH AT ASE R R y2i6t CAH B8 LT = A2 W KRy 7 [10] .

21-FRUEEIE AL T28 6 S YLt iR HLA SR IX 3k, 5HMA C4 FIRFITIRE X FERIARAE. 21-F84k
BEE Ay B ANEERIAAL, &8 10 MME TR 9 NN E 1. B BRFEINAEIER, A BEFONEER. &
WHRAE, wTfE C4 Ml A BRIBVREE R, HUCH KB BEEN, REEAELH, NETF-2
R 6 FMNE TR AR (PCR) K ATAE AR Ay Ak i J2: DR SR I 77 72 e 3k o A ot
CYP21 B[R M IRATHEATRT I o B il R o K25 B i T 3t 8 00 (R fE ot - g a8 56 [ 1) R P 4 3 TR B 0 3
AT 21- L EERADIE [N CYP21A2 R4S, HNL T BEA IR0 4T 2 B ES IR ET 1 (multiplex
ligation dependent probe amplification, MLPA)Z>#7 FIAL s 45 S 1 PCR-EEY) 22 2520 M7 1 3L 112 W 45 0%
MLPA 73BT B [ 55 CYP21A2 JE R b 1) 22 AL fUEAT 5 DUEORT I o 30 J0E DR 4 R o A ) R AR N
K S B ARy M PCR SRAF K FURE, ek 770 BRd 3 IVS2-13A/C > G & RAZ X B v] g~ A=
SR LR F RIS, HERR TR R (E) ik & R T4 . B RIS R F & ol CYP21A2 %
DS Wik o 7%, & —FhRE T BRI A 12 T B [12] [13]. FEAL SR Fi2 W, 21-OHD 3
DR W7 A2 P — P 1) 7V [14]

3.2. FEILIGE

HArE RN, 20320 Z 5 RIS W2 R BAE L &, ERDNZEARE SRR, ERETAR
JTZ R TR TG 2~5 OB AE ) LR BRI THEmIIE A0 b, 25 A) 73 9% e e 722 (TRFIA) R
B2 1L (ELISA) S e 17a-OHP MR B, 123K 70 IR BT A2 ) LA L2 S R WS b e 5 ol 388 A i 21-F2 AL il
2R B AT A E[15].

FAh, WA B T VA S [ R, W R K T CAH TR PR MR, i T TR
Yo EORFSENBE 53 A A 2 LS8 A UG SR Ot S o iiridk, SR, B mT DMVE N — AN T EE ) — 4001
B E R RIE A HTIENTS 17-OHP 7K 8T A L, R 17-OHP ZK-F-3E 34 iy 1) 57 ) L[16] .

3.3. BRFICH

S RPEE F R R BTG AR LR E AR R IEOK, BEAE MRIL CT MBS 2 M, A B
FEATLLA CAH Wiz it 1 = 221 B AR -

34. XWERE

CAH F38 2. KA. mBFIE, &7 R N, il 17-3 %206 (17-OHP) &z ACTH 5. 73
01-24 25 IR R R (ACTH) BRI 2 45 51 21- 3840 BB = RE 55 oAt 2 [ A Bt i =2 8 (R38R 4
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WE[L7]. IS ERE LRI RIEMX, FERNEZHEESFENGRK.
4. &7
4.1. FFHNATT

PRI IE K AR VG TT CAH T T\, e e R BEAR 1AM B &% VAL R (18]
FERINBIT IR TR LR S 6~7 DRI E R T2 W WA . (277 B R (8] R T 3 28 KAR VR T 1 55 1%
RIVME L ATy, HREHEE CAH P Rlia T ik #ebeiE, BT HREEZ 0T, R TR
H, DMEIRAR TR e bn it J 2 L5 o E PR 4518

4.2. ZNpiaTT

4.2.1. $ER % (Glucocoriticoids, GC)

GC BAUTEIAT L Ih 4D 50 4R, BLAEC 2 CAH M HAIT k. GC 1 ZiEid #h 7o AL F 75 B R 1)
B R LB, AT i R AT 2 CRH % ACTH, M BRAR B B P 3EE 70 i KT

BB B R (GC) BT H AT N T/ CAH B3, T ARZ dio KAE W b R84 (NCCAH) B R i%
AW, NCCAH /D4 RNAZARYE LA I PR IR A B AT IR . X T A AR R 5 8
Za[f) NCCAH & il GC BB IT[19].

R &4k AT fFA (Hydrocortisone, HC)E3 /4G, STAEK KR ERHM/N, B BONIGIR E L2590 W67
Fh 50 mg/(m?d), 22U 25 mg/(m*d); ZEFE7E N 10~20 mg/(m?>d), 2L 17.5 mg/(m*d), JLE. F
/MER 15.0 mg/(m*d), EA M 13.75 mg/(m?d), 2~4 YR/d, 25470 & RS K[20].

4.2.2. T i (Mineralocorticoids, MC)
P> GC H &, IGIR B RE T BIAS, agdis] ACTH /EH . AW REE 6 NHMA
FPAEA KA R R, WU AT AR IR SR A R [21]

4.2.3. HEHMEENHF

A (Flutamide), @ EFMAEGEMRESED, FIERERE . AIIE22], 897 CAH &
H, I EARE, TTRRBTES R R A M R, MR K IR, AR LR IR I AR K R
At
4.2.4. EKHR(GH) RIR BB RBFRUMR2MHM(GnRHa)

B Rz R B ARIBYT — EAE N CAH ISEREYA YT (EH A K AN HIE F -5 K 1 e 2% v ik P — [ PR il
T CAH LI & . MR T R A K BEE /TR R0 I GC B ARAYT B )LINAKEE, GH 5 GnRHa
I I FH AT o5 AR PR R LB M B & & =1 [23]

4.3. 1L RATHIAST

CAH fJLTE ) L2 ot P I 1 w0 B VR b 22 R VR R BRI . 23l om0 im, DA i e e
o RFPLRGETR S CAH B LA A% KN K INREARMANIG, A L [l 7 47 7 26 ) SO 5 b g AN 4
B3I CAH X S AR 520 3 200 BLE) BESE 275 T A HE RS R [24]. BRI, OBRAT ST TG T AH

4.4, FRET
XL SR B MR B ARIT TCRUR) CAH B3, K e R ERT, UmE IRV ERA 2 —Fh & & iR

®
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S EARETRHIE EIRE R, KA Nelson ZREIESEH AR,  HON B R i % 2 F R [25].
SEAh, X AR PR O L, I8 R R AR T R s H AR B R

5. CAH j&IT M X R 28

CAH B LR YT H b A 18 i S W s 5 A G 10 1A B AR 17 A T B A 2R KO/ [26]
ﬁﬁ%%ﬁﬁﬁ%@ﬁﬁ%%%?h‘m%om%ﬁﬁmmfngﬁﬁ%%M&WEﬁﬁMQM&mﬁ
fIThm, T RE ARSI AR S O LI A0 2 1 2 R 3R [ 27

HIE L4k, R CAH YT 77 REAWTEE, CAH &L BT & m R T8 £ 50 5 (28], T
B R 2 ARy TG A, i PR A LAk 38 R o e A R 2 R P T4 P B AEUIR S

PEHED, 3 A BUAE IR L8 8 oA T R RSB B 1 e B DR PR T S A0 D) LA i AN A
S ] B TR 6 T S B 4 2 JE RANK-L/osteopr R38R IS A AE F (291 1 R Ik
I BN PENE B IR ER G LA R PR RARE , L 3G I WSO 22 AL 3 30T E T R s IR cl

] REASY TR A FEIEAY 5 T B4R Ak FUIR S5 AR Thse T, SR M S . BRRE BT,

CAH 250 B J5 B 73 Wh AN A2 » T B2 S5 I e 490 1] L ] P ) 5 2 L ] P DA 65 A 7T 246 Dy VitD3 T4
VitD3 {2 s, SEUMHES . BRI H 8T R,

PTULE S MEINES . W BRI BERRAE . VitD3 S5 W] LAXT CAH i) LRSI BT AME i) A A 3 Tl
TER, X TR TR R AA ERE L.
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