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170-F5 Ak Bl B B A 250 1% . (IR E 1 151

gee  ZAWMLHEF, AT, AT, R
1. L7 BE R 24 B 2 3 T w0 BE Be O I ISR, 2. N4k LTS 32 3% 044000

;ﬁgiﬁj: %} mUjE;
PR R B B A i

MREPIMAE;  17a- R BEBRBAAE;  JER

S K kB b R H BT 3% A GiE (congenital adrenall
hyperplasia, CAH) /& Hi T H BT & A i 72 v BT 75 il
F) 21 K BBl B T 0, 2 — ol e AR B s A . A
L IR e Tl 1 Tl S 8 CAH KRB Ry 6 414 21-72 4k
T 1 563 JiE (21-hydroxylase deficiency, 21-OHD) | 11p-#%
AT BB 4 (11B-hydroxylase deficiency, 11B-OHD) | 3B-
2 2% [] Pt M & T R 574 E (3B-hydroxysteroid dehydroge-
nase deficiency, 3p-HSD) . 170-%% 1t Jif§ &k [ i (170-
hydroxylase deficiency, 17a-OHD) | 2t [ i 38 2 2 M
%5 %5 H (steroidogenic acute regulatory protein, StAR)
FEIE B 20 i £5 3R P4S0 %8 Ak 3d Jist g fikt [ AF (cytochrome
P450 oxidoreductase deficiency, PORD) ., IIfi K [ % £ L
f % 21-OHD #1 11p-OHD, 170-OHD Ij/> L, 17-OHD
[l 7 R S Wy K (10 = i o= 1 WA SO 31 N o e 3 40
HE L J5 &V P 2 B B Pk B B M S o Biglieri 45 F
1966 4 5 WX iZ g AT il . H AT, 23K A A
240 421 17-OHD > Z 44 IE, IR [ Ii2 % MiRis %
B LY B R B s BT O BE O I N R
T 2024 4F 3 Adaif 14, BERELT .

1 IR ER

B o GRS ER), 35 %, RUS, <RI
JErr 13 4R, ZE IR B H 21 2024 423 H 3 HA
B o R 2011 4F PR 405 B #E B YT ie T i =
B, 240 & B TA 180/110 mmHg(1 mmHg=0.133 kPa),
fRI B AIC, 25 7 K& & . #MR SRR YT, RiE— P26,
b H TR TC I B A A IR A R, wie Tl
PG = B} R 2 B i 3 s R BE IR BT 2, I R
170/100 mmHg, 17 i i 5246 A il 7« 22 HR A0 o i e
Ik BHLZE (it 78) , 22 AR B BE/K i, OB A T RIS 3
HIEEEIR YT, BRI ZE 4 I, 7512 20 8 R
12, BT O IRIZ S F (20 mg, 1 00/d) | Bl 1P 208
(30 mg, 1 ¥/d)BERIGIT, MR HIAE, B sh+ 135~
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170/93~100 mmHg, [']i2 % HLff 51 10 4F 2.56 mmol/L,
PLeqmy i e | PR B i o I BE o RRCEORS R T, B
1B, BEARIE &, ARE G ARk, K/MEIEH .

REAE . 2011 4F 5 H PRGBS B 47, PR
J7 o 2012 4F K TG H &k Wit i2 T 04 o IR B Az 58 s 2
BF, M T YL @R Ay 46 XY, SEEBA A A S R
Pa s, JRATRASETIBR AR o AN Bl IR« e O .
FEARR . AWUFR L G50 RSB .
ACBEE TR0, ACBR FERDE R4S, R IAH IS

TS R A . MR 36.2 °C 5 B 79 IR /ming I W
20 YK /min; I/ 150/96 mmHg(47); 155/93 mmHg (4 ) ;
R 79 kg; B &5 173 cm; R 1554 26.4 kg/m?; XU
AR BRA fish S oA, WU 50, TEW 5 038 79 IR /min,
B, A S g, MK, TR T A ik S, JE He g S
Bk 5 BT ICTC K s 603 . AR L DO R Il 48 Wi ok
5] B2 2% 8 s AL B X FR, R &, Tanner [ 1, oK E;
HMII G HERY, TR, /NS AN B 2, Tanner [ 9]

ABEAes: mE#L. FiEe. Eohae. IUSEH . &
F 2R v i A1) PR B0 BK 14K (N-terminal pro-brain natriuretic
peptide, NT-proBNP) ., Ifil I, & i 5 51 . i A1 bR 84 Ak
C WM . AR FEIL LT 2 1 . HUR AR E . R
I 2 N TN B2 L SR LN i S VN o U N R T
o A SLIEAM RIS R W 1.

+ 3 8 O L ] (2024-03-03 14:28): SE LAY IE
HOOHLE . 03 (2024-02-25 09:22): 20 2
[ 2/ (ARSI S A b = a/ AR1| a
B60%, JE TR M (2024-03-04 08:22): I8 i HF . HIR
B (2024-03-04 08:24): HUAR AR 52 T [0l R 3457,
R A 00 P P 45 4 e [ R R AR B A5 e 5 5 B8
% 4t (Chinese Thyroid Imaging Reporting and Data
System, C-TI RADS)2 2 ], i# M4 % (2024-03-04
08:51): A4 B kB . S BHERHE (2024-03-
04 09:41): E5 OB B 5/ T 1E R GRS 5. B I
Jift CT P49+ 58 (2024-03-05 15:24): XU | I 245 45 ;
JEF/INHE P, DT 1, B % R A (2024-03-06 11:14):
GRS . TAE: HiH-2.6, Wards = £1-3.0, & #%8-3.4,
PR R L IR -4 (2024-03-07 17:42): T AT 25405 ; XU
RG>3R 1 B A2 o
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B 2011 AR IS R B S L AR, TR
NRIR N B R TT 245, AMER L BEIRRIOCR 22, Rk — 4 F
$R 5 00 i B0 DR 5 2012 4F T 7 5T EE B G AR
Al 46 XY, IFATRRESE VIR A . B E IR TR &
I AR5 IR & B S5, AR R SR AR, 42
] e o B AR R R IRV ER o, IR R
Fim, B LR CT 48R B LR AL 5 % B e 45 R B
TN RBRAL , PRI R R B AR R RE R e R M b
Ji R S AR E o IR A 6 R 4 I PR A 56 T A T

FHORBCR KA, 45 2R R $2 78 17-OHD (& 2), [6] i 58
R HE A I, 25 2R (84 5 R 40 i 2 R P450 K
%17 WA A W51 1(cytochrome P450 family 17 subfa-
mily A member 1, CYPI741) 3N (F 2, K 3),

i BiRAse | KA BRI 25 R, e Zas
e (1) Je R bR B B3 A2 ;. D17-OHD; )7 Ifil
JE 3 G (B =5 15 ) s ARER ILAE ; @B b BRES 4o M1 Az
(2) 7 R AL 100 5 e e e ik BEL 2 (iRt B ) 5 (3) A 8l A
SHKBESR; (4) B BRBie; (5) ZE MG BRIBPE 9

R LI E ISR BN S L

TiH iy K g S

iRz mmol/L 2.56 3.5~5.5

24 hR4T mmol/L 3232 25~125

QIR =W St € pg/mL 153.40 7.2~63.3

1M 3 7 J3E il 2 (08:00) nmol/L 264.30 171~536

1M 3 7 J3 il 2 (16:00) nmol/L 199.50 64~327

I3 Rz BRI 2 (00:00) nmol/L 54.62 85~268

MAEEKE T pg/mL 34.09 kM 28.2~52.2
HAA755.3~115.3

M EHRER 1 ng/(L-h) 0.64 IIEM70.05~0.79
B 170.93~6.56

TR 5] ng/dL 1.26 MEM32.9~24.0
HA7A73.1~35.1

I B mU/L 227 fIEM3E3.01~40.92
E7{74.68~47.60

R [ ] 2R ELAEL (ng-dL™")/(ug-L™h™ 455

HRA R U/L 32.30 gRyai2.4~12.6
HEBR14.0~95.6
HAW1.0~11.4
% 2] <58.5

HE pmol/L 18.40 G if145.4~854
HETRI 151 ~1 461
HIRII81.9~1 251
#i2:19118.4~201
Z1R34~ H 789~15 781

Rl = U/L 152.00 SII3.5~12.5
HEBPiH4.7~21.5
HRWI.7~7.7
YHA <1348

28T nmol/L 50.00 §RY23110.18~2.84
HEFR0.385~38.1
HA]5.82~75.9
% 2110.3~2.5
ZE 36 ~150
Zfal52.6~158.7
ZHI01195~642.6

WFLE ng/mL 31.00 3.34~26.72

ST nmol/L 0.09 0~2.9

254 KD ng/mL 6.30 >30

HERIME ng/mL 1.84 0.126~9.88

FARS MR R pg/mL 79.10 12~88

FE: MRS B R B 1 pg/mL=0.22 pmol/L; ¥ [ B 1 ng/dL=27.7 pmol/L; W FL % 1 ng/mL=21.2 mU/L; 25¥2 4L 2D 1 ng/mL=2.5 nmol/L;

A K E | ng/mL=3 mU/L; HR 55 B3R # 3 1 pg/mL=0.11 pmol/L,
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TE: £L Sk BT XU b R4 3
B W AR

WRIT L, /N R R B R AR YT R LA
il 02 B MR B IO 3 3R kA3, AT 9 2 O 4 T
], AT 32K 3] 24 T 8 1l S AR IS i 0, DRI 457 i
PR b ZE KA FT 0.75 mg, 1 1R/ SRR ARIBIT, B R A Ie
#0.5g, 1 R/, A3 D, BUBHE 0.125 mg, 1 /A IRYT
B IRE A, 3 d J5 2 A AR T, I B A B T s R
H AR, E IR 22 Bhi2 G, IR 12
W 1A H IR BT IR 1247 SCHR A g 5% AR JES 1l 7 1
52 MR IO BEIR T, bR &2 A LA 4.9 mmol/L,
Wi A 120/90 mmHg. 14~ H J& TIRBHMTASGGIT, &
2 149 3.65 mmol/L, M IfiL & 117/84 mmHg; J& 22457 &
S W0 o A R A% T R KT, I R i G SR R
FER

2 W #®

A BE A AT AH A A B R AZ B Oy 46 XY 1 B 1,
P 1 9 T AR O AU S . R SR T L, R R
R AR TR AN UL, KA ke A RS, BT AR T
FARYUIBR, Ttk M 83 0 L B 5 A A
R, B G TIEW N, BEE SNtk FEm
T3 58, B SR, 456 5% A b
NEJEF B, FESEERRZ A, 17-OHD &
— PP DL R G R BRI AL, R CYPI7A41
N RAR G, S50 P450c17 B Bk o g [m) ik L
A 1To-F2 AT A1 17,20-24 ff Bl 06 M, %15 b IR Rz T

BRI R NG B REE, CYPI741 B T4
Lk 109243, (5% 8 MM F AL T AN E F, Rk TH
AR . R FE A CYP1741 NM_000102.3:
¢.685delC(p.Leu229Trpfs*4) A5 5, HFi %A 1448 5 1 HH
RHMIE o IR AR, 12 Y R DRI Ry o D
T, HACEEARAT A G AGI ,

17-OHD £ H CYP17A1 £ H %748 T BUH 4 8 4
T P450c17 BEE PE 2 2, 5| S B Jon W AP R 5 IR
T, T T S 5 b ) T e P R e S 6 RS 1) A1
| iR B 5 8 (adrenocorticotropic hormone, ACTH) | B
03 & (follicle-stimulating hormone, FSH) . & & 4= i,
# (luteinizing hormone, LH) , fi& fifi 15 [ Jif Jz B 4=, It
L AR 170-78 3 AL 6 72 42 A 11-2% 40 K2 5T A (deox-
yeorticosterone, DOC) i #t 4= Jif, . DOC 1 Ay [ [# il 11
R ot ELAT 5 R A 3 e B3R 0 M, (LA s 3
I ARERILAE | 102 B 3T PR 5 17,20-24 fif 1l 1%
P 2 2% 25 BHL I R 2 T B 0 5 0, FBOPESIHE ™ . %
FROE L R SRR 00:00 1I%, 5 17-OHD % 45 JZ i
P 7K SF-AK T A AE, {5 08:00 1 16:00 ¥4 76 IE % M fl, 5
17-OHD ANAF, A 5 SCHk & B4 8 v, K 2808 it
B T 1E 5, (H A B — B 220 Bz T K P E Y
T B AT SR PR AN O3 PR 5 A8 43k 58 A P B AR
St PEGE, AN e TG IS LR A A
SEARGE, M BEAS B3R 170-32 AL BE 4544 , 1% P IR
R SE Ak, IR B oAb fie 1, SRR 1 o
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WA AL, QA I MR AS A8 3% AE 6 . PLOEAC TR 3k T R IR 58 SRR (A Jz I 96 ) 1 ik Bz T ek
A AR 2 AL B DR BR ARV IS I R AT R PRSI IE T DR R R KT 1 R B R
T3 M0 5 45 2R, A 285 2R 1 B 22, 8 ) 2 £ P f g 17-OHD (12 .

EE@@ 77777ﬁ7777f7777777§&;§g§ 777777777777777
| ® BHE ; :
V| ozmmm | Q| veesem | | memem | O | wEmmawem |
i 5765.8 pg/mL 1 0.05ng/mL i,—; 0.03 ng/mL | 0.6 ng/mL | :
i ; ‘ |
| 5 ; N | Q. 1-mEm ;
! ! i 1.0 pg/mL | 0.4 pg/mL | |
] 1 | |
| o) o) i @ ®) ®) :
| ; : M-$21E M R M- j
! ! i 22pg/mL | 16.4 pg/mL | |
! H : * 1
! | : | ! :
1 1 i 1
| B @ 17-B2H : : HH=E 9@ 5 £ ‘
E 1.22 ng/mL 0.01 ng/mL ! —_— 2.0 pg/mL | . 6.7 pg/mL | 1
L ] = |
TTTTyUTYTTTTIUT T : RN 1
| i PO | ®m=m @ :
® ® . [5.25 pg/mL < P1.33 pg/ml |
| 1k ¢ \
i 3] e :
,,,,,,,,,,,,,,,,,,,,,,,,,,,, » ‘ 3.73 pg/mL | 0.8 pg/mL | ®
| | 1
@ | — :
| vmEREER | o0 | M-BEREE | | 2-MEREE | 1 R W= :
; 2562.2 pg/mL f|=———=» 38.4pg/mL | 7.8 pg/mL S 0.0 pg/mL 1.5 pg/mL ;
Te il Te & -
. R R AR un Ry RS A . = :
: 134.51 ng/mL ¢ | | 57ng/mL ||" G | 0.6ng/mL | | | 1.69 pg/mL i
: l® b | lo SN . DD
|| emrmm | 1| 1eruEm o W
' |2390.72pgimLy| ! ! 16.0 pg/mL X
: attind] ¢ PP OSAR FISERIMSERNS; @3B A X EEBE; G21- L1
| l ® = l@ .  @1B-21LES, ©18-#21LEG; ©18-F1LES; D17a-F1LES; ©17,20-Z4 1R,
| o | O17B- 2R KERN SEG 5; 017p-#2 HAE B SAG 2/4; 17852 R
| B E o | s EmERE | BB 1; Q5 TR, OFE (A W11B-ELE 1, 511p-E R
' 0.0 pgimL LR 5y pg,;;L | EEBEE 1 ©1p-FRXERBEE 2, 0170 R AXERBEA;
(o] e A e ! 4 et ] OB EXEREEEBE O XEBRLEES.
E= Ve 11-$2 1% B/ % — B 11-B e — /0% — B 11-$2 2/ 22 11- B =2 B/ 22 A
8.38 1.10 0.50 2.45 0.06
2 SRRV bR BTG AR R R A
F 2 FEHRINEE R
SEAS B AR
e owH gepkir O RIRE e mmm s HEBR A T
(IR L)
1 CYPI7AI chrl0:104593861 NM_000102.3:c.685del EX4/CDS4 AE EXe] 17-02 ARG = 1 Se PR B I Bz o
C(p.Leu229Trpfs*4) B8 A fE(OMIM:202110)/AR 17,2054 fif
il f5 =2 P S R B R R O AR
(OMIM:202110)/AR
2 CYPI741 ¢hrl10:104593830 NM_000102.3:c.716G> EX4/CDS4 e FEMIEOR  17-oF R AREREZ M S M B AR R T
A(p.Arg239Gln) B IE(OMIM:202 110)/AR17,2054fi#
Jt e 2 M S R AR B R A
(OMIM:202 110)/AR

FE: CYPITALN 17 KM AR 1, ARZE TR 5 U a1 Fa i 38t 4% , chrly Y a4
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TTCCCCAACAAAACC.TGGAAAAATTAAAGA

T T CCCCAAICAAAACCTCTG GAAAAATTAAAGA

CYP17A1;NM_000102.3:¢.685delC(p.Leu229Trpfs*4)

T'lCAGCAGATCATTT.GTATTTTAACATGGC

130U027282-01-24D0405-A10_CYP17A1_EX4_1R1_A10 \ T j , i {\ _TE
R—

TTCA GCAGATCATTTEPGTATTTTAACATGSG G C

CYP17A1;NM_000102.3:c.716G>A(p.Arg239GIn)

H: CYP17A1 J9 17 W55 A 51 1
3 BN

g L | RBR AT | PR R E S 4F O 17-OHD &
BRI, TP IR R J2 2k, B FIPAER
AN AL G IR BRI R M2 R o X T L
ISR AT A8, SIS W 2 00 B2, RIS R B IR
SRR GO (737 S S0 e 1 = I 01 SO 0 R 2 LA R S S R
B, IR ARE R E B IR BB A DL e X 2R
INEIRVE G B BB A R I R IS A N 45 T e
AL, PREE 17-OHD, B EAT AH G ER K A, b 2L ik
Ay R R I o [A)  SR R ME E ER S ZE
Turner £ 5 fiE . 2 ] (5 3 P450 % 1 38 J5L B sk 4 4
(cytochrome P450 oxidoreductase deficiency, PORD) Ll k&
178-HSD 3 % (17B-hydroxysteroid dehydrogenase type 3
deficiency, 17B-HSD3) i B4 AE S 4501 ™ . 1A97 HARZ IR
ES N AR P uNi Rl UE AR § AR E TS
Z, USRS SR 55 — VEAEIF ARAS A L A 25 Ak o 9%
R MUE 17-OHD e EEMAYT I %, i TIRY7 A
B, W67 AR R L A I AR EOK L R K
PR REF WO . REBUEE R IBE K PR
W07, MU IR AE IE S, 00 2 B TR K TR
FR ML AR AN, 5 0P B R ER S MG B ) A Al
BBy, DABH Wk B BRGR X0 L i SRR B R R
S B, /0 48 2 E AR o 50~ 200 mg/d 18R P i
1~2 W& 25 N B BAR YR 7 7 48, (P i
P I REREIG TP K H A BB, Pk Eh B o
TCER S A BT A A R PRI AS R s Rz 2D, T A Ay 5
BAEMRIT RS . YT 46 XY BRI B, N L%
JEHEAT TR T, DIBR AU 52 40, LA B 785 7 1) 8 A2
AU

Zi L rik, 17-OHD & —Fp 55 WL B0, 78 H % i
IR TAEH 3 R /0 0, S804 22 M TR B2 I XHZ 0 AR AN
J& . 17-OHD & 1 CYPI7A1 F[F 2725 Fr Ui CAH, H
FE AR L . R AR | PR B SR ORI R ARAE,
R W BRI 2, Wi R MRS R EY . kKL
X R B O L AR IR A B AR R R B B R
WA TR R I A e R A AT, WAL
AT HEDIAG I, AT 4 v 12305 B AE A2 5, 4k i gk A 7 1E A
MR IT

5% ik

[1] El-Maouche D, Arlt W, Merke DP. Congenital adrenal hyperplasia[J].
Lancet, 2017, 390(10108): 2194-2210.

[2] Biglieri EG, Herron MA, Brust N. 17-hydroxylation deficiency in
man[J]. J Clin Invest, 1966, 45(12): 1946-1954.

[3] IR, BORGER, W, 8. 17a- 2 ALREGRIGAE 1 I ISk > [].
Ak I 24 R, 2020, 28(6): 592-594.

[4] B¥k, £, £, WRE M. 10 bt dbat: AR TA: bk,
2024: 717-720.

(5] IVRE, Z25M, 22, 55 S KM EARIK UYL 170- 2L B Z
$iE 1 BIHRGE (V). Z#IEZY, 2014, 18(11): 2144-2145.

[6] Zhang M, Sun S, Liu Y, et al. New, recurrent, and prevalent mutations:
clinical and molecular characterization of 26 Chinese patients with
17alpha-hydroxylase/17, 20-lyase deficiency[J]. J Steroid Biochem
Mol Biol, 2015, 150: 11-16.

(7] B, 22 JAE, B4 55, 4. BBl g A sema b 2R (1], [ Prks:
BRI, 2015, 36(7): 976-978+1009.

(8] This, FLAkmN, £ AL, 170- 2L BB FEAE 21 W ST BRI (1], [EBR N
SRR, 2020, 40(5): 323-326.

[9] Cera G, Locantore P, Novizio R, et al. Pregnancy and prenatal
management of congenital adrenal hyperplasia[J]. J Clin Med, 2022,
11(20): 6156.

15 B #8: 2025-01-09 EERE: BT


https://doi.org/10.1016/S0140-6736(17)31431-9
https://doi.org/10.1172/JCI105499
https://doi.org/10.3969/j.issn.1009-6469.2014.11.041
https://doi.org/10.1016/j.jsbmb.2015.02.007
https://doi.org/10.1016/j.jsbmb.2015.02.007
https://doi.org/10.3969/j.issn.1673-4130.2015.07.047
https://doi.org/10.3969/j.issn.1673-4130.2015.07.047
https://doi.org/10.3390/jcm11206156

