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BELJ 2017 4 15 H(2 2T AHBD , i
RIS AR O RTUE IR R 2 4277 [BL
B A R BAME G g R TUE , 228 R 8 ) LA
R, 25 R, FRIAE R JBO K SEATE , 1%
ZRDULEBERL 122 . B - ToR ik, A8
B 173 em , BEEEE 149. 4 em, L B 5 (167. 4 +
4)em, {(RAEFA : ML 96/57 mmHg, £ 100. 5 cm
(97 F530L) IRTE 17 kg( >97 FAML) o Bk R,
Fk L SRR A B AR TTE  BIZEK 3.5 om,
HE2 em A MBAERT fill K 5 em x 3 em Gk, 22
232 ml, AFEDAG A . = K AL IE#
Na* 138. 1 mmol/L,K* 4.27 mmol/L &5 I g % i
¥ Z (adrenocorticotropic hormone ,ACTH) 175 pg/ml,
Jz I ( cortisol , CORT) 8am 381. 74 nmol/ L, 52 ( tes-
tosterone, T)0. 32 ng/ml, ¥ 2 0. 75 pIU/ml,17a-$222
fili] ( 17 cc-hydroxyprogesterone , 17-OHP ) 11. 18 ng/ml,
JfEH — i ( androstenedone , AD) > 10 ng/ml( [, 1),
Peiff .46, XY, H 8 X (FikH & <3 Ao, i
3.4 em) o PERRZ IR B 48 X S 1
BEPEEROR . B AR CT s 3 e b s, w1252
W kg Se MR B B e B AR, S B JE T SR AT Y
At 3 mg, 12 mg, B3 mg M. 1A JE5EHIA
Fh + MLPA BERIN P45 3R, CYPLIBL 455 2% 5 58
75 . Exonl-6Del (Het) . c. 395 + 1G > A ( Hem, denovo
RAR) . WK1, diG Rt gi i, 2 Wl 18- 210
B = HiE (11B-hydroxylase deficiency, 113-OHD ) P4
BVEACBL , BILTEAE 10 F PR A s hu g v
AR e iDL B2 Be T AU R R w4 4R Ja
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FESRAEYT . AUEEREDS 4 RS, LT 2022 4 1 1
26 H(7 %5 D HE) RIS KR2 PHAR,H
JELL“113-OHD (Al B AR Pk i 2 i
ABE o PRKEKES : L JE 107/59 mmHg, & 132. 1 em
(75 ~90 Fo3fic) , KT 32 kg (90 ~97 I 404iL) , T
FIEH  BAZEK 4.2 em, HAR 1.9 em AW AL 4 ml,
TCHRBABA A . FEIAG AT Al W HUAG A 1R, ACTH
179 pe/ml, T 0.21 ng/ml, 17-OHP 6.73 ng/ml, CORT8am
138.69 nmol/L( W3R 1) o LA RO €43 - o 15 1k
FHEA (UPLC-MS/MS ) 46 I 288 [ B 28 /s = 113 4
Jz2 J5E 7. 218 ng/ml 11-ii 48z SR i 56. 885 ng/ml,
113 ¥5-HfEdss — i ( 11B-hydroxyandrostenedione , 110HAD )
0.755 ng/ml( S35 0. 192 ~3.33 ng/ml) , 1%
filil ( 11-ketotestosterone , 11KT) 0. 34 ng/ml ( £ {5 [
0.05 ~0.606 ng/ml) , 11-f ¥ E2H (11-ketodihydroxytes-
toterone , 1 1DHKT) <0. 05 ng/ml, &4 IR i 2 Bk
BB AR A R (LH) I = 3. 45 mIU/ml,
I E (FSH) I {H = 13. 17 mIU/ml, LH I {g/
FSH UEfH =0.26,, [JLER AR KR I L[
EAEEF RN (WL 1) o B ERR CT + PR 2]
B EIRAERLZY S mm,, XU SRR WL 8 S (ZE
2.2emx1.0 cm x 1.3 ecm, Al]:2.5 ¢cm x 1.0 c¢m x
L4 cm), BE:12 % (BERE <3 AL A
fi26 cm), 24 h [ W ~F-34 10 Hs 90/54 mmHg, &
JLHIZIN AR B 2R 8K A 2 MR R L 17-0HP AD
SEME T i LSRR 25 R 250712 113-OHD (H
AP |, B TR AT AR 115 mg/ (m® - d)
HRXHEIRTT (53 mg, H1 2 mg, B3 mg) . 2017 4
11 715 HEE# S SR8, 46 T EREERBIT,
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AEIE 2HTAH TH5AH
ik 8% 2%
B (em) 100. 5 132. 1
ACTH ( pg/ml) 175 179 0~46
CORT8am ( nmol/L) 381.74 138. 69 145.4 ~619.4
3H~3%1.7~4.0
17-OHP (ng/ml) 11.18 6.73 3108 0.07 1.7
AD(ng/ml) >10 2.62 0.6~3.1
T(ng/ml) 0.32 0.21 0-~0.11
11-JJ5 4Bz S A ( ng/ml ) i 7.218 0.09 ~0. 34
11-J5 4812 JR B2 ( ng/ml) S 56. 885 <1.22
i [ ( pe/ml) 76.77 55.7 70 ~300
% (pIU/ml) 0.75 5.92 4.2~45.6
I EKE 1 (pg/ml) 83.39 59.37 50 ~ 120
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2.1 113-OHD 25 KM B b IR B B A= 5 H R
F 21-32 4L Bl 5 = #E (21-hydroxylase deficiency,21-
OHD ) B2 % WAL (i 5% ~8% ) , KINFLI N
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1,200 000 ~1/100 000" | 795 i 465 113-F2 4Ll
(1) CYP11BI BE[R 2875 S8 11 B-F Ak = , i pU
PRSI P LA AR T 1 R ST e R 7 A
11 JJ5 40 Bz B R 11 - AR O - o , i — 25 3 B
THE RGPS I JLAR, IR R 21-OHD #1477 IK
AT 28T, A% 113-0OHD A A X R R, H
HT | AR 20 2209 o3 e b B 118-OHD Fy 3T & R R 4
KL AR T RIS LA, 118-OHD
Ay MR AR RS Z 800 118-0HD £%%
BRANEMEE R A AN E T AR AL 3T 273 1R
HRNZH R S i . JESLRL 113-OHD [ i [k
B BN KZIER A, 11-5
A B2 T 113-OHD SR v] S 1 R AR bR, A<
AR AR B ARG R R, (H R B S i k2, A it
FEGESWT . A SR ZE SR YT RA DI B, Ak
RTINS

2.2 11B-OHD J&f CYP11BI 5345 8| 2 () —Fh 5 e
EARBR M , SR i 11 B-F2 1L, B = 1L 2>
UK 11-1 SR o AT 11 - SR R o i g R R
2, 11 A B T 2 SRR B E s s, T
11- 5 S8 R SRR B T B M B R i 4%, 5 R I R
i KRS R R 1B 2
3 AN« (1) Ak 1Ll 40 A o A A I [T
R R (B 2 I, 29 2/3 IR m i s
(2) Al 11 - A Bz Jo e e Ak Ay e o 1, 7 ACTH.
R MEBCE A B I B M R A 5 (3) 23 3
4k AD F1 T %4k >h 110HAD F1 118 F2-521 (118-
hydroxytestosterone, 110HT) ., 110HAD F1 11KT'"" |
XOUFPE R R AR 112N R, 25 8 LS 1
WMERNEHE . AL 1 -FEM R KA E 5
AR

2.3 LB-FRAUBEE LR S R B BT 5 Bz B, 11 -
B8 S B S 11 - 58 4 B B L 17-OHP (AD | T S ij 4
FEHER . WA 17-OHP (AD J2 T, BiRi2 A
21-OHD"™ , Wi A %03 154 : 11 3-OHD S IGifn
B R IR L B TG PR 5 I 10 - S R S
T1-P SR TR T /R 1T 21-OHD 2 iy B AL A 1 i ¢
BRI AFIEEVHRSET ILE | ST e R
HILEN, B R ACER AL, 17-0HP 11. 18 ng/ml, &
AR 11 - 40 B2 Jo ) 7K -, Tk B A 12 W i 21-OHD
I 118-OHD S AL A 2 A LI 2 . BRI LBR &
PRUASI A, 4G 11 -J358 46 B o it S 11 3-OHD 12 W i1
OB, AR 1 YA TN RE AN M 3 A% B TS i) &
2 [ B R KO, A R Fi2 .
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2.4 HETENSMIIC 4 Bas i) UPLC-MS/MS il
20 Pl BT [P BOE— BT, L
UPLC-MS/MS H:il L2 [ W 32 /K s < 1M
ARSI (11l 2R B SR 2 T R L 28 11 B-FR AL A
P SR 0 B2 S e, T el 1T - A B e
V1Bt S e et P38 3% 52 FHL; AD K T I A2 T
i, (HJL R I 1TOHAD (TTKT {7540 75 1E A AR K-F
A T AD 28 118-F8 A0l 11- S BE R 1 i
SZRHL, X P IAF 118-OHD 3R, A 11-Jli 41
Bl T2 Wi e a tr . BEVIE AR gL
V1Bt AR S i L 11 -Jid 4 B Joi e 5 17-OHP 1) 311
AR, X 2 IR RE AT AR A Fabn S e LiRT 7
Bte AR (10 ~ 15 mg/m”) A AL AT A AA RS
FIATTREIM ] ACTH 7335, Wi #0011 50 B St il
LMERER A BE s, H AT 4G 118-OHD 296
8/ . AIRYT EESHRYT 21-0HD {2 118-OHD
AREMTAIER B G YT o AL ) T 2R
Dy MR MUAE B R AT B e UL T
SALFTRORA 115 mg/ (m® - &) BAGAYT . HE IS
1 T E AR, PN AR B e /N T 3 A, N
T AR o7 A ARG 50 (ke e ) o fa i 2R
KR IHT 2 4F AR L S A% 10 em, {HIE 51
AL AT R & A R EIR TR 2 AR B IR I
AR BRSO A 1255 3 AR LIEBRAE IR
SH2AH HEREHER 10 2, FRSmU 8%
Ja (<3 FIEL B3 o iAZE 8.6 em) R RIZK
DU I 5 FH 24 R SRR i P A ph v, I 93 e 6 I
BTG . AEIL S5 AT, BOLI B SR 22
MRS 5 4R REE N 4 4R, Bk B 3 11 0
HIFIZI 19.4 em [ 6 cm, W] P36 1 0% B e 19
I WEKCFEART AT WA G . U IR 220U
RZE 4 ml” 22 0B ARPETE R 2, 58 %
PePE BRI R R WA B F 7 AR PR Al 1 R
SEA Bl B A IR IRECR BGH ER FEh R
I7 L PR GE AR O BULIR A W R EGE . (Hli T
BILIZWHEDR , B BT 2 B B 2 40U™ 36
I IRERCE M ANRESE 1B TV Ja 1 I B . LI,
XTI B RS SRR, RO AR R S R
WA I B A S TR L A B i S
g5 LT A B LAESE BRIZ IR 6 S A Rl Y
PR A AR IR DR HTEE) Tl 5 4R, LA R
e W MG, M P E 7K, T AN RSN
R IEEEIRIT IS 11B-OHD 2—Fp iy 24 5
TRITIIPN s 245 5 I R R B K P8 112

Wr, H% 5 21-OHD A% 11-B4 B R T2
WA BT bR , (E0 T RE VIR T Hh 1148 B 4%
il 7E ] B K S 1 TG W 4598 , W]t — B WFF0RE 8L
VL SR Joit e 42 il 72 AR OK A )7 RO B = AT
WIERZBHERR BGRT T AN, 2T AN E PR 2 Ak i
HORPEPE 3 R /N PR PN B AR R K A B )
REZAR SR, N 28 6T
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