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500U/ mL . [ & i (B %) 2. 2ng/dL ¥ o 2 [ BEAC i
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Fig. 1 CYP11B2 gene sequencing results
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Fig. 2 Analysis of amino acid conservation of CYP11B2 protein in different species
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Fig. 3 Three-dimensional structure of CYP11B2 wild type and mutant
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Tab. 1 Results of laboratory examination before and after treatment

B H YT A Hyr 9 A HIT 11 ] 7 20 A ERAL
#4 (mmol/L) 120. 00~129. 007 y 136. 10 140. 50 141. 30 135. 00~145. 00
#f (mmol /L) 5.21~6. 84¢ 4.71 4. 40 4. 80 3.50~5.50
%4 (mmol/L) 89.00~93. 00" y 99. 90 99. 50 99. 70 98. 00~108. 00
£ (mmol/L) 2.61~2.77¢ 2. 46 2. 64 2.58 2.11~2.52
# (mmol/L) 0. 75~0. 98 0.79 0. 81 0.83 0.70~1.10
¥ % (i %) (ng/mL « h) =>500.00 A # 33.97 4 15. 124 20. 83 4 1.31~3.95
1 [ i (8% %) (ng/dL) 2.20y 85. 41 66.59 75. 81 50. 00~313. 00
11-J058 480 52 J53 il ( pg/ mL) 1043.30 A 904. 80 A 689. 40 A <2300. 00
J R (ng/mL) 36. 34 A 3.56 8. 46 0.18~19. 70
17-3 2245 B R (ng/mL) 0.31 0. 04 0.35~7.12
17-¥ 21 (ng/mL) 0.17 0.02 0.37 <6. 30
11-Jf5d 40 J I3 i (ng/mL) 1033.70 128. 80 <3 440. 00
J& J E (ng/mL) 142. 10 165. 10 172. 40 50. 00~250. 00
2 (ng/mL) 14. 60y 6.50 y 700. 00~ 200. 00

TE VRPT T2 OO 2 25 SR B3E L = T AT A B 1 R 9 2 B 35~ 139, U/mL. " IG5 AT A1 Bt 198 [ B 9 2 2% Y F 2 3. 0~ 35. 3ng/dL;
B 2T I R 0 O R A S o e 0 A i S T A R M R T R R AW €3 - O I T (LC-MS) i (TR 7 i 2 A DAY A8 AN [l . i = %

WHEARD .
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Tab. 2 Summary of clinical phenotype and CYP11B2 genotype of 11 cases of ASD in China

W PR R i PR % B 4 (mmol/L) #l (mmol/L) ACTH W R K Fifz 5 S P
JIERI 1d et TS g% 130 6. 86 4 N A N Vo e 1121G>A o 1486delC  HARARDE
AR 14d et TG 4% 130 6. 174 N N e 1121G>A o 1486delC B A7
bl 4 7d WKk g% ERK S 132y 6.20 4 N A N N ¢ 1303G>A a4 R AR
404 4 21d 4y KRGS 115§ 6.734 N A N ¢.1200F1G>A ¢ 240-1G>THE AR A R
5000 B 2 H1d [ AR A K 218 120 6.84 4 N A v N 1334T>A ¢ 1121G>A  HHRARA
I ) - ¢ 977C>A _ N
6057 B 11 5d ML G K v N i BARGRE
c. 523-525del AAG
R 4R B 113 6.30 4 Ny A A e 1009C>T ¢ 240-1G>A BAKARAE
i ) ‘ c. 1 294delA .
glel 5 2 A RAMnE IR AR AR 119 5. 40 N 4 v HARGRE
c. 1391-1 393delTGC
o2l 4 4 A 20d REMTE Mt R 123 5. 69 N N N e1312C>T e 1 200-1A>GHEARARE
W00 B 4 RERHGERRE A0 R 115y 5.70 N4 N N e SRCST e 1009C>T  HAKARAE
- % 5H REW ARIEKEY 123 5.824 N A v N e 421C>T e 1360C>T HARARE

T ACTH-f2 ' L JR ¥ 3R J Fi# R (adrenocorticotropic hormone)  N-75 1E # i 1B 4+ A 45 1E 3 30 B HL38 5 v 5 159 {0 HL AR . < Al
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Fig. 4 Synthetic pathways of corticosteroids and glucocorticoids
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1], i A R RS B8

ASD (1 1ifi PR 22 90K 25 47 i 8 Kk s, AR
AR, Hadikil . ASD B ILZY 3~4 2 i K-
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B KT B 7 5. 40~6. 86mmol/ L, A4 8 T (113~
136mmol/L) /K- 5 [ AR —5 . 5540, HHMK
B4R IE ) ASD 8L 2K 11 1 ol F H B [ R K
SR IEE AR SR T AS 2, [E ASD AR LE FE ORI
(76 il 7K S 725 A 15 0 i AR 5 [ A1 4R 3 — B

ASD S8 LIS A 4 2218 32 22 5 RN IL5E A ¢ .
WEFEHE B 2ok - 5030 ) 5 3 1A R 5 48 ML iy pH
B, ¥4 ¥ DNA & 5, M 5% ma MK 19 A4 K &
B LA T LR A R S A B L ik
A o AT I RE T 3501 I 3R AR A K TR 4 R R R
AEREEMERRZ -,

ASD 43 25 ASD [ % F1 ASD [l %4 # Ff 2
R0t O ASD TR 32 R 0 18- Ak i Y 76 L £l
Bz TR B ¥R 3 Ak SZ BH, R B OR 18-F2 5L J7 Jo /i /K - B
E « 8 7 i) 7K P B K S8 AG I AS 1) s ASD IT AU 5% i 18-
SECAL T IS Ml 185 kB T ) AL Ak A2 BHL . R B R
18- Kk K Jo e 7K - . 3 T vy o T ] ) 7K - 1 5 R
fik. SR, BB T K B L ASD T AR ASD [ #
B 2 18-F8 5L Bz R K - B 22 ki iz 25 =
PEXTIG IR 297 1 B UK. L, I IR 1R £ 5K
ASD K 4r#4,

Y-SR A N IR VR YY ASD Wy EE 254, H
H o LA f 790 o B )t R R 7 SR C S — A .
T4 W 5T R A8 L B0 46 3R R 100 ~ 200,/ d . i A7 4
SEH B WA AT K T 100pg/d T AR 5E
H 46 ) O 100pg/d. BEAb, Gurpinar 2507 JIE
S, 9a- AU AT B RS B B ) 5 RS A B TR
B B B TOA OGN . AR ST R 9o TR AT A 1Y
7 2 Bl A IR ) T 04 A2 KT sk 2L, Rl A D PR O il
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14.5 J) 7] 52 936 B AR 4G Bl U7 I ) 28 2.6 4F (0. 8~
14. 34F) AT G B 2. 11 35 58 & 5 I K OF W % R
% AT v T IR SR TIA T S 00 TR (] I 2K P AR A AN
[F] o F0 40 B 98 E 5236 7 R A Ik S5 [ AR 7K PTG 2
AR AR I S A T S T R KO S OE
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