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PR EFLEARBAG SN LERSHELFREFA

TRRFHSFAMES S LEAR S BAEHSA
P REFLIUHFES L AN RAERMFE

e RS IR B R 8 A JE ( congenital adrenal
hyperplasia, CAH ) Jy# 3 8 (& Ba o 38 A2 AR B , |
TREBEEE SR PR FE (0 2121088,
L B-21LE 3B- R L E R S/ ) R,
FEE EREEIEERGR , B BILE A R E
AEAEREERE. 21- 2 LB 6= 5 (21-
hydroxylase deficiency, 21-OHD) 3y CAH &% W.A%
B, 5 90% ~95% "2 ; A AMRIE R B2 1/10 000
~1/20 000" >, 34 LAERTAE LB AT IR B b A
BRThREfE R mfE A,

EPFR ¥4 )L CAH ffi#x (B 21-OHD i) &

AT 1977 £, 2450 H 30 EANERFRTHEIL
CAH fig!" . RE CAH fig i F 20 42 90 4F
KR¥L, BT BER BB RFEILHEPLOFRT
CAH fidr, HFrA4 LR B e %, o PR 4L
FET-R /b2 SO E T A% B AL T & AR H)
WEAKEZTD Wik, e EE K& CAH 4 LI
BECRALARES, ATHERERE . 2H AR
BRIT, B B2 S R A B B SR %
WEREFENREEA FEENDSEFFHE
F 2 E R SRR EH R PREES LB
SN WLREREFH AR L RIS, £
JL CAH FfZ& IR L T 4R,
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~—CAH ffii#s iy 73 & 21-OHD 4 #Y

21-BbEEE Z 52 Y IR R A R TR EE X
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£, 2FRRHSHT L IREEE K EmRENE;
B R A B R R R AR E R R R
( adrenocorticotropin , ACTH ) 43y 38 1, ® ¥ 'S L 1§
B4, IR L 21-OHD 4 A& 807 (5 ki
RE R FEHEAR) 5ELHA (BRRRKBEL
#)2 Hrak )L CAH 525 5@ i I E T s 4R i B
W 17-F5 22 ERYR B 4T 21-OHD iy , & i ik 4
et 70% 2 $L % 21-OHD S L7, midE 2 5
21-OHD ¥ LU 3 & R B

1 REFER20-BUBTELBRZR(ER),
75% 54, BILHAE 1 ~4 Bz A B IRt B85 &
HAKE KRB RTTE MELAA IE AR I8 . 5
mé REHmRPE.EERE, FHIEFE 4% ~
11.3% 1% 5 3% %0 B LM 30 5 2 B AL AR ™
&',

2. Bai H AR 21-BEETE M IEE AW
1% ~11% ¥ 215 25% , ZE B ILIKRAE & 1R
1], AR A 1 W M PR T AR B AEHR , (X' AN
HHERE, BRBARIIMERBLER, D
PR R, BHK/DMNEE LR BANLEF I
WEAFRBREBE(HFER, HEME); HE
IR, KN B AT, AN

3. e gAY 218 1h BE TS P K 20% ~
50% " s ES R BILEILEE R EER HH
MR R 2 RAE

= .CAH &k

P LA T P4 R 2010 4E PR FaE L
BRI AFE R AT, 5t CAH MEFEHIx
FELT LA

L FEE 0 Z AR E SO A LA R
B 5% CAH fi#s (B 21-OHD s ) BB A9 ik
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FRPFEILEER, LR M AERE,

3. ARE  EWH AL AR 17824
HPEEE,12 ~24 h ATREEIER . N 49 M AR
ARREAET R, LIS BB,

4. 0 & BOK: R B[] 4 B 9 06 A 0T ik
(dissociation-enhanced lanthanide fluoroimmunoassay )
SRR S BE VA U E T IR 4RI Fy H 17- B 22 WYk B
A5 - 28 B R (LC-MS/MS) i R AR R M
BRHED,

5. FHYEVIME: i T CAH Fi & A 88 i R
R REARH B, LR R LSk E L,
= N E T A5 ) AR U =21
FHMEYMER & B BUE £ CAH AR XRE, E¥E
A4 LI 1722 EWE <30 nmol/L, B JLK
R AE L MoK BE R A R FR B 2e
HAERE S 1752 2000 9 BE A7 72— 8 B9 S 56, A
FREMELDS A AR 2 AR B R E RS
PR DB PT B A i et B ORI 2
HAEREREEREEDN, WREHERER
=LA R R

HAEAZHMELRES RN GREN
1732228 1E % 30 nmol/L {E A FRHEYIME , #4335
BEUASHIME, RE—ink, F8ENLRE
RIZK % E A LBEREEIL(=2 500 g) 1
17-2ZFA P TME N 30 nmol/L; B 7= LBk &
JL( <2500 g) 24 50 nmol/L, # 72 H.0o 1 AT AR 2
LT A LA SR S A GO ORL I SR
BHMUME, USERE WS SRR,

6. fER Fl. FfEh.OX FERAE AR, M 17-
RAEMRESTHEDNENFEILSTERESE,
VEMNESOASBT RGN BE R, MBAEERE
17-B 2 W EAN S TUME, FEMBILEFARE
WA ILEFE .0 BANILN S B B E R T R
T RBEEH, @ CAH B LML 17-5 2 m K
BEREE R AR AR T8 E A )L
17- 22 BV B R A T B, U B Ltk
LM PRICHE AR B AR AE & AT 4 SE B 17, B 2 JA] ~
I ARE V- RZ2WKE, UHER B, B E R
MEEMCHHERE.

7. MELRBHYE:CAH fig s R EMAEM E
BRI A IR R | A 24 ~48 h USRI B
JLAREEILCE ERRIhBEAR BB S MR L fE
BB (NP IR e WA F ) (B K & 17-
BT ERE MRS BAE R

FEB ERBEM, IR KR DB R,

8. JRAELE B AN 3 T8 4 Lo & BE LR B
WF (ZBEHE )R RERRITES) , FEH
G2 ABREEMY HIREL 30% CAH BILK
BeRm A S TS m 17- 2R RERAE
SRERAX, BXHEERE EKEERUENTE
HTektEREnE",

9. LXFEEH . mFERMHAEILFHETE,
A i#1T CAH AN LR EHFE SHTIR
FEEFRIFH .

10. — %2 ( second-tier screening): B T8
SR 17-5Z2 MRV B 4T CAH Fi# 9 R FH R
5, FH M B0 B A, 6F CAH 7% 2 1@ s 5 Bk
O B, EBR L AR B0 R R E AL B
BT R E, LARE M MR Rt R PR
18, MR R

ZRIREF BT 17-52 Z0 W6 5 2 B A 5 R AR
2k A LC-MS/MS H; A [F] B i =2 .} 7 17-8 %
B A ) 11 - S B TR R 21 - R R L R
B THEEE RN R 54 L (17-B 20/ + i
He R / B SR L (17-32 20 R + 21 - S8 B e ) / ¢
TRBEEHATHINT % A B R R R AR,
AT P E TR ME 15 30% ~100% "7 ehh %
TR A A AR CAHY T & 4m
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Xt#i4 L CAH fig BHYEE , BN PR 5 R R bl 28
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MU T SBERZE URi2 . MRBEFEK. A
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—., IHREKE

1. MmARAREE A ACTH, i REELELA B4
WL, ERSBER, TR EBR, BERRE
AT PTRE(R ACTH K 17-2 2k, Fik, A TR
B M B IR R 8RR B R E IR A
—E\-ﬁ%m[tt-S,S,lO-ll,ZO] o

2. HBHR R BRBOTE.: KA 21- B b=
iE LRI R R ey & i 48 RIS, &
i 5B P A Fe S R o e A R R B S I

3.17-F 20 . o 17- 22 MRy B Fr sl s B 21-
OHD M EE L Wit tr, BH 178 F MW >
300 nmol/LAZ HHI 6 ~300 nmol/L FE L FIEZ
A 2-BUABHRE AT, RBERE, <
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6 nmol/ LK E L Y A F B I H S H il F 17-
B2 R R (W05 N B R 1 R
A IR ZG B ) R 5 iR 5R) AT B, IR R R B
EMER R EIAR R, 17- BB E 2 R BR A, R
BE B 17- B g T AR,

4. ACTH R J& JiiBZ: R #h R /8 )L 1l ACTH £ 3%
B, P R TR BRI {E B 3B M b RU R S g A i L
H ACTH BB IEH o

5. M 'SE BEEE. G R REEEERE
i, 3F3E 2 21-OHD $: Rtk Wik , H k3%
FE RERNEAR M AHA A R EMEEE
mato% IR A LR SR LR S R R R R A
W, Tk E Y, R RIS A B
MBI HBRKEEARBENS, —L8LER
7 [ T T A e T 5 B R KRR
(EIR R JE 2k ERAEAR 110

6. HEE_F M SR EmR:. HERTE L
F i E ,21-0HD LA H B K FA RARRBE
MR, M R E R R, VR R R
5 17- 520 B B A 5t 5 T B R i L R it
B AU, R B UE S W B EHR T

7. BZW.ZEREEERBETELLSW, DR
B AR —EZ 178- R R E AT R, 21-
OHD #JLEFM/KFIE., HHES/HMTANBER
FAad MR SR &, REEYEAN 21-0HD 2 B
WiE.

8. P RIS . Xt FAME P2 B A B R
LT E M R 2 LIRS AE HE5

9. EEKEW . HELWRE CAH B &R,
BUUHE AR, JU X T I PR 5% 10U T A= £ 12 T PR X
# WA HE AR R EETE A RS
WA BIHE . FEiEd R AL EE R BB A i AL at b
AT ERA T CAH RERMF=HZH,

(1) F7%::21-0HD 2 F CYP21A2 HEME
ASH, CYP21A2 i FHeflk 6p21.3, 5 ARG
AfEZA CYP21A1P 4148, EBEFEBEH 104
BT, BA 98% HIARFSI . CYP21A2 EF %
A E R K K B PCR ¥ 18 S04, LU R &
HiEEHRE T B AR (multiplex ligation-dependent
probe amplification ) BE-G-43 4T, LAE [A] A G S 22 5 o
ARG &/ ERED PP,

(2)FEER 5FHE . CYP21A2 EH R A 4K
SRHRREPTI. DERY, FEREDAS
0% ;QKFBEMERGEMBERESR, A4

20% ~30% ;@B KRE, LI, 4% ~5% . HEH
AEERN(REAERNRARBRE) ABRTFHMHEX
HE2 R ERSHA SRR R RRBRRAME
HER N REMEE, MK EEE R/ FHRREE,
p- Q318X .p. R356W E6 cluster Exon3 Del8bp & I2G
NEHBEBEEO ~ 1%, £ 5% HA XL,
p. 172N RESBORFEEH R 1% ~5% , 258
ol 58 ¢ 4k U M 5€ 5 p. V2811 p. P3OL Fi p. P453S &
BERGFWIEER 202 ~50%, £ 5 3F # 2 4
;&[8,10,22,25,30] o

. BBERE

1. ¥ & CT 5¢ MRI.CAH &8 )JL'¥F I & CT 5
MRI Al B/R'E IR R, BT )L R
BB/, KR M, AT AME A E AR AT E .

2. EFRBEEM X &R HTE®TE, B
HEILRBILAE R ERRET B,

[ £50i287)

FEHHAD 17- 522 WE ¥ CAH %51,

1. 11B-EfLEB Z i . & CAH 5% ~ 8% ;%
Bz A BB R A RS 172 M R
TR 3 B R R AR AE ; (B R Y 2 i Bk = P 3
BE ERRERRE AN A SR R EEA
AR B R R o, W R R LA B It R IR
MF, 55 21-OHD %31,

2. 33-BAEBBR AR ZE . ZEAN'E FIRE
EREESIIRE 8, R0, EERZ]
SERMN =R AR & BRI
HP(FFAE) B — R IREN, M 1752 22806 ok B2 1
ERERIASNERE, IMERTRIA L ESR
PeAk, 5B iAok i i AR 3R A IR Y R L AR R
KT % 5 F 21-0HD,

(&)

21-OHD J&4y7 B M7 T 21 1B % b IR B2 JR Th BB
BES, g tUAR IR % M BACHE, FRIRSE T3, 1
WAk ACTH 4330, AT & E L AR R WS B
W, EEERB, FERERIIEENEREEER
RE,BEEERED , MHE 17- B2 B
&, RSN 21-OHD #i4: L, 78 58 B2 B s il
JESL BN FI597 . IR CAH B2, Mg
KIBITEL  BBRITERA M, RN 258
(FA LR R4 AR R ANELSE ) R B
7 X FRiBE LW R EZIRITE , TR BV TE)
B B,

22 17 21-OHD J497
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1. BRI ERIRIT

(DWEIT RN 374 LI & 512 )5 R Sz BIIEYT,
BREW/IT . CAH BT BAB KBS, 16
FEAR S BAYT S YT SBUREH RN B,
RV BREMEE TEER B HERE ST
HHAE K, BB E RN ERE ST,

Q)Y RN R B ETEN ST
HIRA R, AHEFE S AL AT AR B (RUR RAE) , th
AR AR LB AE KNG E BRIk e MR B ZE K
M FRHAEILABEEE RS WET ~
9 mg/(m’ - d), BILEJLE6 ~8 mg/(m’ - d)**,
LB/ LA (L AR BILFHE
AT AR B TR A[25 ~50 mg/(m® - d) ], AR
PEHRAHESL, RN EAE RN E, BZBEEL A
JEFING RAE IR 555 | B A B IE % 5 TR sl 2> B4k
AHRAEZEFES  BILPEHFEZS ~
12 mg/(m® - d) ,EEFMAFNER[6 ~8 mg/(m” -
d) 1P, BULBERE R R R RES R &,
— G H ST MR B B4 3 R (45 8 /M)
O™ BRATAR 8 S B 7 30, 38 4 VA B B b el pd Ay
ﬁjﬁ[s,al,ssm] .

() RBRASLTE . EEMHEL 38.5 C . HE
REEFK 2RFAR EEIMIFE R BB T, I
B b AR RINRE AR KA, T E S AL Rl 45
FIBNERER 2 ~3 £5, RZ 5 IR it , W #E
et S5 30 min #p AR 2547, W0 A 88 O AR T R A AL
FECLEEEA TR MEATHRRNRES
50 ~100 mg/(m* - )P, WEEFREH, TH
BEFARMA/ N RKALGHEEMNE, Sk
ARET1 ~3 d BKREESATAIMN 50 mg/(m® - d),
A2, FABAHEIME 100 mg/(m® - d), RF
1 ~2 dA[HZE 50 mg/(m® - d), ZJEBELRILELR
RHEBOHE, FRNOR, REHEEE 1 ANEE
ERAERFHE,

2. B ERIT: BRI (KRB R pa B i
L&) CAH, i HAE#H £ LA KB ILEY, WTFER
A THEREE, URFERERE, hEREE
WA TR M (BE) BE, A TR SR
BRI R P IR e 9a- LA AL TT IR
0.1~0.2 mg/d, %2 KA, BEIRITH A G BE
FAKFE#TER, 458 %50.05 ~0.1 mg/d®*
MECRET , BEATEM 9oa-F ST I/
?‘fu%[ﬂjs] .

3. AhFEEACH: KRR B LR LR Sk R

FHE ARSI ~2 g7,

4. AW IR IR R AL

(D SIEBIK R RER. kBMBILEH
7% PEEBK, PR SR AT ZESL 2 h IR 5% ik
FEAEFEELK 20 m/kg 54, DU AR HE LK 2 E1E
BYAMNEYIE, MWRMEH. BmeE L LT LS T#
BRAM, M (mmol/L) 3 (135 - WABME) x0. 6 x
KEHE, L8~ 12 h ATRBM—%, REEHA
BB AMG RIS T O IR Oa-FSALTT ROFA, B
MRRIE R G E e an, S mEHE, 4
F10% BEER RS K (4 ~5 g AR 1 BALE
HLIE S 2 ) B BRI , B 10 JIRARE B 8 K 1L 459 o B o

(2) W Bz BRI - # KB T K0 2 v Ak TT Y
4 50 ~100 mg/(m’® - d), 4% 2 K, B4R R % 1l S 4%
BEERE, Tk D REMTHN, 42 AEARES
Yeisg,

5. SMEFEARSSFIEIATT - 3B % AR KB B 4
BE ERBELERE  MRRESRE3 ~1214
i, B — AR K M R AR} B I S A7 R 4 8 7
FAR, MAHFREREK EEFEBEASIEEEE
EMAMKBREE, TEEFARCS,

[ BE )

CAH 87 A Y 53677 i BE T S BB/ R
HOEZERBSERE. FHIL, BITEE TN
Vi, BB R SIT B R, BRI B A B BT
R, BB 2 RIE R, B RER
B

— . KA

PR ELWE AT, BN, 8
2@ ~1 A ARED L R RS, <2 % 834
A1, >2%: B3~6 1A 1K,

—HE

L A RER RS A KR R B R R
MR BRI, 187 B 8L & B
F7E R AERS R B IE % LA R & A i - 4
FPIE Y, A K E R bR B R R VAT R B R
B AR A8 R 0 B 158 8T
B, BlE3~6 N AMBEE,H6~12 4 AT
%ﬁ%[zzgs] o

2. ERRITHEEAR. LR EHRROED G
WA B T 250 B RS

(1) B RS ER B SRR
VTR 172200 % 8 /., %
— 52 17- 2B LR BT B RS, B S
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HApbE bR 4 BRI 17 R R E R
12 ~36 nmol/L, M — KT <2 ng/L%*, A
AN AN 17- 2 7K 58 240 il 3K 1 % $ = 7]
BECIRYr L, 1 17-2428 >40 nmol/L /R 7] B
IBIF AL ACTH /KSF- th mf 2 3R 6 R R (a1 45 %
B A ARAR R R B 26 56 ) e T I B, AN REAE
HEGRI BT B EERED SN, B )LE
Fra: L BLE A B 7 B ) o I AR A o B 1
I, AR I 2 EKEE AT RIRYSE .

Q) REENEN R 7 da-BIATH
FAIGTT A (E], o A S5 K 3 B BB AR E AR IEE K
X TS £h U R 7 T W e A R 5 AR T A R AT
SBOKM O3 E LR, T R mE
EIEH LA RED

3. ZYRIfER W . CAH BEFRELR S R
BRI B € PIIEAE IR W BIVE A - IE B
BRE BRGNS SRS, #i
A ~ 1 AR SR B S D RE 5 8% L B
B I A, AR L E B B B A & &
E%[B,M]

B2, IR e A LR A I AR A R AR
NGNS oy g Am&ﬂﬁﬂi%ﬂ@}fﬁ%{,\
CAH 25 (215 BET R R W A g il , (EFETE
ﬁﬁfﬁ*%@i?ﬂﬁﬁﬁ#éﬂﬁ V&%ﬂ*%“ﬂ
WHE, BAERGBEMNEREZHEFEA,
DAREA CAH fizE M fHE , IR S #hi2 %, £ F CAH
AN

("tE 24 54 #H8% BE)
S MA KRBT R (et REEHT) - IS 55 R BB AL B
FE(FH) BN (SUH) ; LA R EE SRR
B EE B LB A0/ SR (o T BB SCHE Rk IR B B
B ) s BRI ES R BT P B U D (W) ; B T T
KR (AR  TPR BER o2 B B L BE R B ( 43 5 I P IR 40 1R
B JLEE P4 IS A5 AR RY (BB ) 5 8 op b K2 0 0 B 2 B
SR I BB LR (B /NE RIE) s Tk B2 B W R L B R B (%
EF) 5 ML LB BT b i A AR R (K 22)
& % 3 o
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