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kg H . R 36.8°C, FFEWZ 18 YK /min,
Jk 48 108 X /min ( PU B PKAEXT R ), DU AL IR
4 b 146/90 mm He. /2 I % 146/86 mm Hg, 47
B 170/89 mm Hg, Z& F Ji% 170/80 mm Hg, &
B 47kg (Pyyps) ., B 5 156 cm (P, ) , BMI
19.1 kg/m®, HAEVERE, Kiphlr, Bkamgsi, ppk
WL, BRIRE, LA, WE. €. X
FRpk i 2s, ARIGIC/KM, HRESCIEE, 1R A
MR, WHICFEI, WAk AT, R LSS,
RIRTCI R, STCHST . FURR LR, WU T &,
LF 108 K /min, 5T, LEA T REAE,
JEaK, ToHEIR, TG fih Ko, RN s R 8) A ik %
Jh#, HTTIARWSEH, ABAT KBS, & WL/
P, B35, BIGE SAb Lo, HA. DU, &9y
HRULSR, SUN BTGRP . Lsk 1Tt
SEH, OB =S L. BE =S L, R . R
JE R TE SR, ORAE | AR ECAERAPE, B IRAE B .
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C R EXGREF. PR ER I 5
W, 24h JR 3- 3L 4- BRI AR L 17- B 17-
P g Jo 288 ] ok UL S, RiMG: HER 0.03 ng/mL

(Z%Al: 0.05~0.79 ng/mL) , MAFTZEKEN . B
R A DL S s S R <0.10 ng/ml ( Z%1A
0.93~6.56 ng/mL) , ML ETKEK Il 43.75 pg/mL (
F{H: 55.30~115.30 pg/ml.) , [ IR A DL SR o 5
JREE: 0 AM<1.00 pg/dL ( Z#1{H: <5.00 pg/dL)
8 AM1.30 pg/dL. ( = # {H: 5.00~25.00 pg/dL ) ,
4 PM<1.00 pg/dL ( & % {H: 2.00~10.00 pg/dL) .
fi2 B b R 2 B 3 R (adrenocorticotropic hormone,
ACTH) 77.70 pg/mL ( Z%fH: 7.20~63.30 pg/mL)
T MR 25 & 5% M i <15.00 pg/dL ( & % {4. B 1
76~382 pg/dL., P 114~486 pg/dL ) , e & — i
<0.15nmol/L ( Z % fH: % 1 2.8~73 nmol/L, Z
P 2.8~8.8 nmol/L ) , 2 <0.69 nmol/L ( Z%1H.:
B M 9.7~38.2 nmol/L., 2z #£ 0.9~2.9 nmol/L.) , #ff
Tl 168 pmol/L ( Z % {A: 9 1k <180 pmol/L. %
£ 110~220 pmol/L ) , FEBPILAE K ZR 96.20 mIU/mL

(B %M. BM2.60~11.00 mIU/mL, £ 1.00~
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T BLTCH R TR o B b, e R KR
REAR, I 17- FRZEHR . FR 17- F%. 17- B2 [ B
RILSEH , A2 . @ 170- FALRGER Z 5E (170
hydroxylase deficiency, 170HD ) : i RISk i =1
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DL R A S LI P e B s S, Wi M e R
T RR R B AR 170- ARG = 5E (170HD) o
s (1) E SRR SR EETE, Jo5
TR, BRYEE; (2) IRE R, KRB, &
ACTH, REEFE, SRR E; (3) A3l
B E R oG A K S A 1) DX B S8 1 S AR A ik
s (4) FEEYM)TFIESE CYP17AL [ 4 i
FIXEAEAE 2 NG 5728, HEHGERBEURRA

5 lgKRET

7 EBILEAL TR IR, B H 20 mg (2
10 mg, -5 mg, N 5mg) . 697 24 HE B4
MAEMRE IEH, ACTH B3RY7HT R, BBk e
B, WLER 1 LA R BRI S IR YT
95T MERCER IR AR UIER XU 3 52 LA B
AR WU B S B 1 AR PN AT DL S A A
AR VLAEAG AR () BT A A kR IG A

F1 BILBTRIERRE. RELBEREE. PiEE
RE. REKERZRIEETL
. -y o 7 S R 5 N
B AM MK WK R ﬁ@%
(ug/dl)  (pg/mL) (mIU/mL) (mIU/mL)
YT 1.3 109.7 96.2 514 168
BIT)E
1A 21.1 3.6 102 59 113
21H 21.4 6.1 86.9 44.6 111
31H 20.7 3.8 94.9 44.1 139
41H 21.5 4.7 104 44.9 153
51H 15.7 53.9 97 37 184
7M1 22.1 92.4 116 492 184
91MH 15.1 40.3 50.7 17.8 262

W B K 8AM 5.00~25.00 pg/dL; {215 -1 5 5
W 7.20~63.30 pg/mL; BRA B I 2.60~11.00 mIU/mL; i
BAA R Z . Bk 0.40~7.00 mIU/mL; M —FEH 4 <180 pmol/L.
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SE RS R B B ARE ( congenital adrenal
hyperplasia, CAH ) J2& 5 4y {0 1A g 1 35t 4% 14 B2 Joit it
HHICHI B RE SR, 4% 21- B bEEB =% . 11B-
FeAb BB = JE & 170HD 4E26 80 10 170HD 8 F
W, #9d CAH 9 19", 170HD &% %%, H AT
e FAARGE 160 230, FEHNAREZ 60 2], K
[l R B K 2O AR BRI AR, B
RZE L CRURYER T his, o R
Fe . R R T2, A8 L 3E R T2 W
Bl A . 170HD & B T 4 5 170~ 240 1Y
CYP17A1 BERIZZ 8, B E AL T 10q24.3,
{45 8 MM F M T AN E T 170- ARG
B R R TR R R B R A P i DG
—, CYP17A1 JE A G IA T BOZ RS 2, R
B R T R R R A A
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(-, TR, W SRR s ALk
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Mt RA, — B TR, TTFARVIRK
s A N R B AR BSEIL, IR S ILEAR,
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LAY AR U L B AR AR, DU AR B ok = B
AU A TP ME R B ARIAYT R LUK R
HH GO R R B LR, SR
REARMEAIRLT, HAREHIAAELT ",
X FYe el 46, XX LA HBE, AT LI FH MES
TR IR B RO W A &AW,
BT BOGHERYT Y AR UL Ak aT
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170HD S5 KA b M B S A i 5 0L 2 A
iR, AFEILF &I RS2, s L
MPERB FH; LR AR UE R IR T
B ACTH, IR . mfetE iR, Sa 5N
Mres s, #0528 170HD, @ IiE N ILBH 12 % W
FEAR, AEJLEE & LR A S B2 Wy I, AN R
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XPAR 2 M v LR A R T S I T R )
IR 170- FRABREHERE = 5E

14%, WhBWEIME 11d AR BILLEHZkME, Ak, i)k

146/90 mm Hg, fREMEEE, FURA LT, oI WK, £IL/NHJE . BAH | BHIE AL Lo, 5208 s a6 2 B 2
OB el . e DAR M R, IO . S e AR R, . EREIER R WL AR IR
TJCOREL . FE, BRI A XU B X e e, e RAE R 46, XY . A REE AT iR . CYPL7AL
AR X 2 DA RS, ¢.985T>C ( RNRMENE S AR Jp RIS ) T ¢.987delC (RRZRAS ) |, ACRRETE ik 2 4
PSR RAE . WIS NI RAIE S _E R RIS AR AE 170- JRALEEBZ A . 24T S AT AAIAYT 2 A A TR MUER
IEH, ACTH TR, GS:EbrTmiayy, JERBILRASCRZORG L EIRTT , IR, FARUIBRESE,
JLTE L B S RS W v i LB R B0, A ACTH MR FREE, DIl ; sHEE e st %
BV G R A W% 170 B LR = E [ hESRILEIZE, 2018, 20 (8) : 675-679 ]
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17a-Hydroxylase deficiency with severe hypertension as the initial symptom in a child

WEI Hong-Ling, LU Shan, WANG Xin-Li, LI Jia-Wei, CUI Yun-Pu, YAO Yan-Sheng. Department of Pediatrics, Peking
University Third Hospital, Beijing 100191, China (Lu S, Email: shanlul010@126.com)

Abstract: A 14-year-old female (social gender) patient was admitted to the hospital due to severe hypertension
for 11 days. The patient had primary amenorrhea. The blood pressure was 146/90 mm Hg. The skin color was slightly
black. The development of secondary sexual characteristics was poor. The labia majora could be observed in the vulva.
However, the labia minora, clitoris, vagina, and hymen were absent. The levels of renin, cortisol, and sex hormone
were low, while the levels of adrenocorticotropic hormone and gonadotropin were high. The levels of blood potassium
and aldosterone were both normal. Radiography indicated retardation of bone age. Ultrasound examination revealed
that the ovary and uterus were both absent. The patient had bilateral adrenal hyperplasia and cryptorchid testes located
in both inguinal canals. The patient had a 46,XY karyotype. Whole genome sequencing revealed two homozygous
mutations, ¢.985T>C and ¢.987delC, in exon 6 of the CYP17A1 gene of the patient and heterozygous mutations in the
same sites of the parents. The patient was diagnosed with congenital adrenal hyperplasia-17a-hydroxylase deficiency.
After treatment with hydrocortisone for 2 months, blood pressure returned to normal and the level of adrenocorticotropic
hormone was reduced. According to the request of the patient and the parents, hydrocortisone was replaced with estrogen
to allow the patient to live as a female. The patient also received surgical excision of cryptorchid testes to prevent
gonadal malignancy. It is concluded that in the differential diagnosis of pediatric hypertension, sexual development
should be considered and the levels of adrenocorticotropic hormone and cortisol should be evaluated. The rare disease

Vol.20 No.8
Aug. 2018

170-hydroxylase deficiency should be considered for patients with low-renin hypertension and gonadal dysgenesis.

[Chin J Contemp Pediatr, 2018, 20(8): 675-679]

Key words: 170-Hydroxylase deficiency; Hypertension; Congenital adrenal hyperplasia; Child
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