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I L AR R AR AT B 2 S N LR
fiE SEALE b R B 45, 43 Al 22 OB AT TR IR
FEAR o FIRYT AN T 5 O A B RN A
CEOAE EE 1T B Koat S5l Ny RESE () R, G
AR Bt R B AR LR A )T, 21-0HD Bl Ak
EHH 2 B EM . SR, IR EAE 21-0HD 191297
SIS AEAE 1 2 PR, 38 0 1 DX A L e R 7
& RE W R RIS AR AR S
2018 4E [ Pr |k 26 T 21-OHD i Ifi PR 52 BR 45 1 , T
AR A R R T 20 I RS IEE , Ry itk —2
ACIZ Y7 R MR AL T8 IE B AR PE ™ . ik, A d
FIVCAE Tk B 2422 RGN £ 5, 35T BB e
e 2EiEaE SRR RIT T2 1- B AR BB 2 4 16 R4S
FRAE e (2026) 7 (RIFRASHE RS ) , B 7EHE SN 21-0HD
BRI A4S B, BRAIK T A 1Y & AR % s R K
90 R0 AR T AR, DA T A ST RN S 14 fRE B A
N

— JERHIT A

A HE F S % G B 38w T R A
“rp [ HITAE T IR K 2 97 35 O 4R S R
(2022 W) " #5719 B AL T AR 5 T e HE AR, I
AT T 51 T B RE A AR & T A=
PR BRFE R A5 H MR AR A5 2K .

L AR B A M E bR ARE: TZEH TH A
%25 21-0HD i 4: LT & 23R . WBh M (e e 48
BRAYBEIT N B3 o B AR R R B T A 812 5 EE
21-OHD A4 .

2. 36 FE TARL S F 25 vh o 38 . A FE B TR
MR TR 5 ks KL RA . A
RIS 4 P AR5 LR E S N oy
WS AE AR 2R A AR T B 2 2 th AR R T 5
il &l 22 0 2B A L BRI il A 2 2 5
HlIT o MR L R L mm 3B LiE LR
NN AR AL AR AN LIS IR AN (R 2R L2 |
AR5 2 AN, AE ST I % 48 mE T AR 2
DT R 25 wh 205 SR EFIVEAL , 15 B & R ALk bt
LA LI NFEAE SR TS R AR R A 25 P 2

3. IIf6 A ] 50 F1 32t 36 TG 22 - 38 mE T A 4L st
2AF il 3 M BT S 458 R S, %
21-OHD Ifs R R P i SCHE [ A T T 25015
WIE , Fe 28 78 T A48 m UL D 1) 14 A R0 I R
[EFT

4 GEPERE B A PORHERE R LY B - 48 R R
K 7 % T PubMed. Embase. Web of Science.

Cochrane Library . H1 [E 1 % . J3 J5 Al CBM %8 95 /2
(REZ20254F5 7). MR REGESERIERE FIR
B AR R 2 1 - PR A PR 2 AE A L A
PRI A" LW LB R PR Ok R
“CYP21A2 FEIRAGIN ™ “ Bl B R U mT A9 A ™
“BE IR B R AR G R SRS R
Jii 7 “congenital adrenal hyperplasia” “21-hydroxylase
deficiency, mnewborn screening” “second  tier
screening”  “diagnosis” “ACTH stimulation test”
“CYP21A2 sequence analysis” “glucocorticoids”
genitoplasty”

“fludrocortisone” “feminizing

“clitoroplasty” “testicular adrenal rest tumor” %5,
57 Lo R AL DL T e A v A S8 2 A SR, 2B
AR B SR A HAEIE BE 2 o0 23 90 2011 IR
PRUEEAT BT AN 5 20 9 A GO0 B s 4 4R B (4
HEL ), BN P AR B (R HE2 ), C 40
RO B (A 3~4 90) , D Gkt o R AR AR B (28
590 MR WAIE LS & TR g0 A
BV R EDUL S AS B AR L K Y5 GRADE 15 5
JE UL K R 500 B 43 Sy iR AR A SR A A (2
FESIHELE) " IR, Il /R FE I 5 1Kl
B IR (ERAR>80% )

5. 96 M RO R | St SR AN BB

BTV BT AL 1T £ K T )1

FI 45 22 R IE ) SE 0t , IR AR O U B~ 2 i )
.

AR T R R AR L

I K 1B & 1: J& & N R 175 22 T
(17-hydroxyprogesterone,, 17-OHP) #17 21-OHD [
Az LA 7 B ARG 8 7 A= J LAY 17-OHP
PHERZ D7

A L MR FH B IE] 43 B 0 G g 1k
(dissociation-enhanced lanthanide fluoroimmunoassay ,
DELFIA) K35 A= L 1L BEH 17-OHP #£47 21-OHD
—Zii e, ARG R A 17-OHP BIVEDIE (B2,
SRS ) o HEISCT A S50 A AR R HIAY 17-OHP A
W77 EESL BTG 73 JZ K 17-OHP 7K 11 733 4
ILL Py, MDA A VIE, = U 21-OHD fifi 25 fH
PE(B~C 4, 25 PHIEHERR )

EHE S - 2L A B 17-OHP /K-l 3
B R AR T BCH U T R R R A L A R
R R i B A AR R 2~7dY . K 2 R
DELFIA 5%¢ 't i 15¢ 5 95 125 46 0 3 2E L 1 1 B v
17-OHP 7K 547 21-OHD — 25 i 4, 7] i 46 4 SW
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R K RERGy SV BB 7 . — g A [ 785 J7 Hr
A2 LI ZEFE AT B , CAH )57 FHAE %6 1 0.60% ,
FH 4 761 0 {5 (positive predictive value, PPV) 4
0.72%"™ o H1F AR BB R S ) R o A K
AR R, = LA AR R E LAY I 17-OHP 7K
PR R ET T AR R B AR T R E )
8, A B TR & 0 A 10 PPV, % T 17-OHP K 5
U 118 P O 1 B Sy B A, A S SR R L T IR i 1)
YHEARHE ", AN [R] 1 G b DX PR 2 AR o
KK S 6 A [, 17-OHP VI {E 77 18 88 K 2%
Sl ENTTMB X RS A s
DELFIA 746 48 592 538 A= L, 3 LA Py, I E M
% 43 )2 1) 17-OHP YIH , H 1 <32,32~35.36 1>
37 JE 9 BI{E 53 ) K 60 nmol/L 35 nmol/L . 19 nmol/L
F1 14 nmol/L, 3 PPV 1 1.56% ', Ak, HA K 5T
#BHERE e H L 17-OHP YIE M 15 nmol/L, 7= JL A
60 nmol/L"™*' ., MR 4% 2024 4% 8 5¢ T AL fil R Z3 I IR A
5 2 8] S PP A I PN 2R 2 00 A S 6 % R
FH DELFTA 32 46 0 = 1fiL 3 17-OHP 7K S 347 1 2
PR R e BRI 5 AN [, 45 S 56 2= 4 5 1 D)
(B8 24 10~30 nmol/L, F 4> [ 8 430 F & R H
YHEZEE T T 11~15 nmol/L™,

Il K 18] 8] 2 - 51 % 21-OHD — 25 i 2 BH 4 8 58
AL, g B 7 SR A £ - I R O R
(liquid chromatography-tandem mass spectrometry,
LC-MS/MS) 47T 44 i 2

HEFEEL 2 M7 S HL X R FH LC-MS/MS
R 21-OHD — £ i e BH M T i ERE AR (il Z2 b
KIEWER VBN GO Jms , ISR = i A 1) PPV,
AL A 17-OHP . 21-Iit 5 Bz 5 st (deoxycortisol,
DF) . 11-DF  JE4% —F (androstenedione, A4) | 7[5t
Pt J2 (17-OHP+21-DF )/ 2 Ji it (17-OHP+A4)/ 57 Jix
2 11-DF/17-OHP %548 05 (B %, SR HERE ) o

TEHE B4 - (P % 0 S e v A SJS ] st 3R v
PSS X o A5 T S0 A A PR 2 K A
R A FP, LC-MS/MS £ AR LA = 2 U A =
JE AT ) s G 0 22 o 2 i 9 3K . 2007 4F Janzen
SE R LC-MS/MS A6 I 1 if B 1 17-OHP A4 %
i BE . 21-DF. 11-DF &% (17-OHP+A4)/}7 i B .
(17-OHP+21-DF)/kz Jit st 55 48 b, 45 1 7w, D
17-OHP % (17-OHP+21-DF)/Jz 5 B 7+ e v BH P b
e, R IR 100%, 55 5 BEH 98.1% . L ifg 7 1¢
= B Xk 707 {549 i BH AL A 4T LC-MS/MS — 2 0
A B BH R R AR T 89.19% . Z T 5T F W,

LC-MS/MS — ¢ fifi £ 7] K¢ PPV A #0952 5 Ol 15 1)
0.5%~4.3% T+ & 17.09%~45.8%"" , % /> A
WAEL [l 21-DF i 17-OHP £ 11B8-# 4k A4 i,
1EF N KA, Z 558 8 2 21-0HD
(A2 W HLA A e 1) R AR SRR S 8 T A Sy
SR R AR bR o 17-OHP F & R ] UL T
11B3-OHD 3B-F2 2% [ Bt it & i ke = i Az P450 Ak
i J B Bl = 0 L B4 11-DF & 11-DF/17-OHP 4 Bl
FU R

Il A< i3] R332 % 5 A= L i A BH 1 A IR %€ oL
21-OHD F B, I AT IR E A ARG 2

EFEER 3: @ h TR B IPAL B AL L A
BH P TG R BB 18l 21-OHD H 35, AR 405 17 ™ a7 Jir
PEBEEVEAT I 17-OHP A4 2 | S2H | B2 R 4
B b R B2 i 3% % (adrenocorticotropic hormone,
ACTH) B2 EEE R L (40 | A0 SEAGm , 254 il
AR T LC-MS/MS 2 [ B R 1A I (B~C 91, i
HEE)

TE 3 B 45 « 25 [ B o 3R 1 A 2 12 B 21-OHD
B B ELARYE, 17-OHP Fl 21-DF J& 5 5 YLk 1)
W bR . LR R CE W A A4 SRR L 22 B
ACTH KT 5, B 0T B R 40 B I, o vl IE 6
SW 2 £ A A ILAE v B0 IAUAE | VB 3 vk B T i
e [ R R AR B8 o 43 SV ZR R 26 B U £8
JR P AT AEAE Y0 . 21-OHD B35 5 sk 5 1 e
WET &, REEEMKRIK R 17-0HP 21-DF | A4 152
fiil , H:rp 21-DF 55 17-OHP M e fe AR 2 W7 KR YT
WA . A4 KRS RS E , 5 17-OHP IR
R AFAROCE o 2RI AT T, R W i e S
AR B R M S I T (dehydroepiandrosterone
sulfate, DHEAS) 3 & , (H R U8 B8, R UE N
LW AR . LC-MS/MS 25 [ 5 i & 3% /0 #r A Bl F
21-OHD W2 W FLEE 2 Wi o Ye 46 I 7 7k
45 A Logistic 7] I 1% Y 1] A5 &% 45 5| 118-OHD
17a-J2 AL BB = E A1 21-OHD . A5 F& RAHNERE
XFEEL 21-OHD 835, 75 L FF B I PE AL Al -, 2
A 8 2 o v i I (ARSI, - 2 e /s SR
LC-MS/MS Z3H7 2% [ B i 3R %, LA 42 5 12 W 468 531)
ZWiEE T .

Il RS i) R 42 F1 2 1 50 F % 54T FRE ACTH 3%
KAk 7 il I E 77 ACTH, ., JF B ACTH 34K it 5
B, n g S I 25 S 2

HEEE I 4060 TR E 2 MR B 43 SV ALY
21-OHD &3, #E77 R AR HE ACTH 3 & il 40 47
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WAL . 7EFRE Z R PR HE ACTH, |, 9 % 355 0 min
KB KI5 60 min SR ML, #ILS%5 ACTH, ., K )5
60 min 17-OHP & FH ¥ VI E (>30 nmol/L) 1 ) &
FIWHRKYE . AT [R] B A B o it A4 22 \DHEAS |
21-DF  11-DF , 11-DOC F1 17-$3 2 5 Pt Fili 45 245 [ fi
W AE R B2 W RS B2 Wik 35 (B~C 9%, 251
PEHERE) .

TEHE B2 T SR AL 28 B 70 w35 4 SV AL ()
21-OHD B3, HEFZ AT AR ME ACTH P A iR B #1712
Wi, HB 4 SV AU K F 28 B A 3 Y SE Al 17-OHP
IRz K ST A IE R s B T AR SRR R K
SEHELAE 2, BRI 8 AR ACTH 3R 50 Al
B RR R T RE . B PR R 7 ik o kO G
250 pg(25 U) AR5 - BR K2 Bifi & (ACTH, ) , 0~
2 % ) LA i = 125 pe, 3l T 0 min Al
60 min >R MUK B B L 17-OHP A4 22 \DHEAS
AR EI LR |, L2 B 21-0HD 45 HoA 17-OHP
THERYEERR . LC-MS/MS F A ][] 446 I 22 Fh 2k
[ B 2R, U HR 21-DF | 11-DF 2548 b3k DL 3a i 5
By 2 o 0 e R I, A BT 4 v 2 W v
PEP EPRR K E AN Z G, ACTH, L, 3%
& J5 60 min 17-OHP 2 Wi 3E £ $07 21-OHD 1Y YA
930 nmol/L> ', FRifE ACTH ## & % 56 i ACTH 7
TG AR R o, T e R e R T R
A3, X 17-OHP 7K AT 38 2] d5 R AR ) 98
PN JCIE SR B ACTH, ., I R 52 B v 22 % T Sh W ik
ARSI ACTH, L, TE MR, EIAME Sk iE
fdi F ACTH, ,,, [ ACTH, ,, #EA T & X560 F T2
Wi BN B RR 2 R RE AN 4 [ N RS R R
ACTH, ., /] B A8 ACTH, L, I T 3R IR, R
ACTH, ,, 1 AT 353 fe AR B2 I 17-OHP 7KV i 4
Mo H, 8 E2% ACTH,,, B 56 1 B E VI
(>30 nmol/L)VENWIZE S, (HFH 1B R UIMEAF
FE R BRA , 12 Wit 45 A Im R 30 L FL A A= A48 s DA
o B R R DU 25 45 40 B, ) B 3 75 28 5 351 At
17-OHP Fh = BB o Wit & il 45 I T UEE
I DR o B P88 , i tE— 2 A 7 S R

Il P i8] 831 5+ o £E DL 21-OHD Ay ARE 2 75 1
BRI SRS IN 7 Ry R Aer Ay vk R A T A 2

EHFERL S U BEL 21-0HD & 5 B i
AT CYP2IA2 SEA KGN . 5 LK WS A Sanger I 7 1k
G £ & OE BB H P OB R (multiplex
ligation-dependent probe amplification, MLPA) .
CAH K I 7 B2 A 5 e 1 RIAS I 77 32k 1) Jg B

PE S SRR AT S B (B 9, B EE ) .

IEHE B4 3070 21-0HD i (0 HAR 2 gl Rl )
SR S = T o N IR U s W V= S - S B
CYP21A2 BHHf 2 Wi . K 2%k 21-OHD 17 75 B i 1)
JH PR R AR S, S PRGN BY T2, 16
AW R I8 9697 . CYP21A2 Fl5 Hos i [
TR RFE R CYP21IALP #4145 F 6p21.33, 1 # 43 5]
55 HLAR AT 174 35 DR R R B 9 1> RCCX AR B
(STK19-C4-CYP21-TNX)"", CYP21A2 7 5 F %
A4 225+ 24 85% 2 FLARIE PR G A 40 T B0 i AR 57
S5/ B S BN A A 4 BU R R Bl A ik
AR5t 15% AL DL S AR Y Rl e AR Y
TV AR FR T 030 ER 0 S R G T e 0 AR PR (1) 485 7 I
RCCX MR ANGE S48, 1 P B A Rl 58 B G
DIREM L RCOX AR, H WA RCCX il &A% 55
MR AE E LTS B0 CYP21A TP FICYP21A2 2
] () it 2 Bl e 15 S (CYP21A 1P/A2-CH-1 % CH-9) &
TNXA Fl1 TNXB 2 [H] () il &5 72 5 (TNXA/B CH-1 &
CH-3)"", J5 7% Fr Uit IR B FR y CAH-X, A fig
FEREZE LT Ehlers-Danlos 4% & 1iF B 45 45 2H 21 0% i
RS 21-OHD A9 FIEE RGN 5 %k Sanger I
A MLPA {HAFAE LA Jm FR4: : Sanger Il 7 5 47 4
S Wys BT AR R 22 S o7 a5 (E 2R 5|
Wt X S8 & A AR I PR A s e b AR S, T4 3 3
LR 0BRSS A RE 5 5 MLPA 358 524
X CYP21A2 4h 1 1~7 %31, ELAG I AY & A48
RG-S, 50 S RN AR PRl 5 B 2 o
SRR PR 5 R B, PRt = R AR L (8 (A OK
SRR RS . CAH KK P BAR AT 5w Ik bk
AN ARSI 2N AR R R e DUBU R XA A
N AER O HR . R R E R AL
RIS BE RS (35 1 701 183 ) B, CAH K32
A R A S L8R 15,649k
AR 6w HE AR A% 1 Ao Bt R R R A A AR
S675 BRI HE PRGN SR s

I PR ia] 88 6: 21-OHD & & (9 If PR 43 % Al
CYP21A2 5 A5 AH 3G 7 PR U 01 36 8 AH OC vk
XoF il A S5 e A T 2 S 7

WEETG6: 2% 21-0HD 5 & 1778 B 1) 3k
PRI 0 -2 R AH S H 7R I R 3R B 4% 1) f8 3 P A
KA P Hs o EEISCT HR 8 KL PR AU ) 2 TR i R
FR AR T Rt R B S 5 (B~C 2,
PRIERE) o

IEHE B4 CYP21A2 48 57 v] 8 21- 55 AL Bl 1%
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PET R, MR 58 A il 15 1 43S R (0~19% ) v ]
R (2%~11% ) F2 R (12%~50%) » K2 BUR WAE
5500 IR 2 B M B R A R4 A O, L
CYP21A2 J A 72 S (14 it 3% 4k B 3 U XoF iy ¢ 3R
Fe 1o R AR S 2s G HUAN [ R AL i 4N
¢.293-13C/A>G AE 57 220 SW A 43 A SV A, J
PRI AR T e o P B AR AR R BaR R i
TR N AR S 14 S5 R R R AU AH G A
5e8 1717 () 2R R A S rp A AR S b

Il PR 18] 8 7 = AN [R] AF % B B ) 28 LAY 21-OHD
R AR 098 B2 B R (glucocorticoid, GC)
A J ) ey 2

EEER T HHH A & Z e 4 i
21-OHD 3 1 % 4k 7] #9425 (hydrocortisone, HC)
TRYT, FLRIE AR & L3 2, 38 B 2 B 5 S i AT iR
Hrl R KA GC A5 HC B (C 2%, 71
HEXE)

IEE B4 . 2 i 21-0HD 4 /Y GCIG YT H
PR B QAR B B BT o AN 2, T A R ) L
P VP U 2R ok A B AELYRY T R AE I R MV R
i 5 R GOt R A A R R AR XU ] B
FRPA , BEARE L B ABEAN . HC R |
XK RN R LE N A Y, (B A H 3~
4RGN R LR R AL F B R fE SR
AL HERE HC AR B )5 25~50 me/(m?-d) ™, 154
2 il J R PR B 2 4 4 R i 8~15 mg/(m?-d)™
#r 15 DLSL HC A K T 20 mg/(m?-d),
B T35 G E bR fE 22 9F ) (standard deviation score,
SDS) TR, sEmm2e B, B4 JLAEFE & 10~
15 mg/(m?-d)™ o 15 F W LR R BE BRI
HC 77 R AH 3G hn, 1557 & 2 17 mg/(m?-d) AT fE
RGN B MR /NEY AR o — T XS 92 {1 25 LAY
BB SR HC A i M T 17 mg/(m? - d) BF B
MEEINE T 60% . AW BN, TR
W Ge A& 54 B 5 SC, R B Y

20 mg/(m?-d ) ¥ i ZREAK B 55 SDS™ . X T4 H 7
AL, 1% JCF0 L UEHE S 47 R R o R i
IR 25T G RSE e, nT AR B o e 1)
AR B AT R IR B E R AR
SRR S N BGETRYT HONPE R B R R
B, AT e KA GOk Je A sl ik e A e
HhZEK AN LSS HCB . 2 2 Hh 45 R AR
I BB B L S 25 B B AR o, (BT R
BEAR AR B 7 R RN BE DT HR bR A T A A A
e, KW CCR i Wi -a 2 Y. iR IN,
G ol FF T 3 e I 25 A ZE Ry, LAY D X fi L
=]

Il A< 1) &5 8: 21-OHD £ 35 1) 980 &L T 19 A8 H 17
F et S PR AR = AT A7

YETE B T 8 HEAE AT SW L 21-OHD £ 1 FH 98
A AAIRYT , AV R 0.05~0.20 mg/d. 22 L
FTRAIMD FEE AL 1~2 g/d . )4 5 7 3 T i)
LS A AV T K 300 1 R v B L Il A I A
PREEATTAL , H AR B 2500 B 45 il 7 1E 73 L RR
o R T (B~D %, 5 R ) o

TEHE B Gh  SW B A5 35 DR T 1 ) 45 B B Ak 2
PR = B B IR e S AE R R B ZR LR
& KA fi o N T Y B 7 o 28 U & mT A F mT
AR A A SO RN B ) HE T B R A R R R
F G505 Pk TR 32 08 20 ACTH 43 36 M T 08 /0 GC
w7 B IR AT AR YT B SW B iR
H LA TARM A MU S = & i
RIS TEE , 750 H 47 SW Y 8 250 P 00 ] A A o
B 2 KOV IE H o 3 = 1 SV B R R T
FH o 6 5 LLPY B LX £ K2 o i 38 R0 A%, ik
A ) = AT R R 4R R R 0.05~
0.2 mg/d, 73 1~2 K Iz ; B T REFL P 84 & IR
] i b 78 S AL BN 1~2 g/d™ . BEE AF IR IR T R
T 3R 1) R A AR R R E 6 T R R X LA
AT A R T A, AR A T B i F 0 1 5 2R

1 CYP2IA2 KL R WAE 5060 1) 21-F2 ARG K 21- 35 AR kBl = i s 2 nd 2R A8

B A Tl

S T B FEHE(%) A H AR 5 (NM_000500.9)
Pk g 0 SW c. 332.339del; E6 Cluster: c. [710T>A. 713T>A. 719T>A] ; c. 923dup; c. 955C>T; c. 1069C>T;
CYP21A1P/A2-CH-6; CYP21A1P/A2-CH-1; CYP21A1P/A2-CH-2; CYP21A1P/A2-CH-7; CYP21A1P/
A2-CH-5; CYP21A1P/A2-CH-3; CYP21A1P/A2-CH-8; TNXA/B-CH-1;TNXA/B-CH-2;NXA/B-CH-3
<1 SWEL SV ¢.293-13C>A>G;e.[-126C>T . -113G>A .~110T>C . -103A>G .92C>T]

ERIEER 2~11
U] 12~50 NC

SVESW ¢.518T>A;CYP21A1P/A2-CH-4;CYP21A1P/A2-CH-9
c.[-126C>T -113G>A . -110T>C ] ;¢.92C>T; ¢.844G>T;¢.1360C>T

TE :SW oA RERAL SV oy Bl I8 P A R s NC o 4R 22 Y
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K2 21U BR 2 AE W B TR B R
KRl I o7k
ERLT LNV

Rl apil ki L
YR A LE 4L

25~50 mg/(m*-d), 43 3~4 X
8~15 mg/(m?-d), 73 3~4 1K
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