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[ Abstract] 17a-hydroxylase deficiency(170HD)is a rare autosomal recessive disease of adrenocorti-
cal hormone and sex hormone synthesis disorder caused by mutation of CYP17A1 gene encoding 17-a
hydroxylase (P450cl7 enzyme). The disease characterized by hypertension, hypokalemia and disorders of
sex development. Due to complicated manifestation and untypical early symptom, the misdiagnosis rate and
missed diagnosis rate are high. According to the latest research evidence, the epidemiology, etiology and
pathogenesis, clinical manifestations, diagnosis and differential diagnosis, treatment and prognosis of
170HD are introduced, which aims to better guide clinical work through the profound understanding of
170HD.

[ Key words] 17a-hydroxylase deficiency; Congenital adrenal hyperplasia; Hypertension; Hypokalemia

Fund program : National Natural Science Foundation of China (81860091 )

DOI:10. 3760/ cma. j. ¢nl121383-20200201-02001

- 323 -

R LR B B AR AE (CAHD) 2 —4llh ' 1 RITRZE

I M J IS A T 4% B B A A £ e, 5
AL UL B 2 [ A B A 32 1 G e IR e PR st A%
PR o 21 FRAL BB B AE (210HD ) 2 5 UL i
K, 5 0% ~ 95% 7 1Ta-33 1k B Bt K 4T
(170HD) & h T CYPI7AL % [H 5 7% JiF 54 ) 55 L
CAH, 1% 4 401 G L 700 (1) s PR 22 B, 2 LA I
JE SRS MRE Bk % B L, 88% W E HE T
HWA L 6K EiRis R MR RE"

170HD % 4= Bk & 9 2 K 24 1:50 000, 24 (5
CAH 111 1% ) 7 )4 1K 14 52995 248 R e it 1
PR T 57, 170HD 76 B pg 00 rp R R
ffy CAH, Biglieri%F'™ F 1966 45 & Y X% 5 6 HEAT
i, HHEr 2K 240 435 170HD 4~ 5 4% it
STERRES
2 mEFEFLE

170HD J& CYP17AL JL K 5 745 FIr 800 25 0 Y



- 324 - R P4 IR i 2R s 2020 4E 9 H %5 40 #4555 ] Int J Endocrinol Metab , September 2020, Vol. 40, No. 5

AR LN , % IE R T 10q24. 3,605 8 -4
BEMTANE T, £ T H LI AERS .
CYP17A1SEH 4t JE B 11 PAS0c17 fiff £ 524 AL B I
K [P T 22 1) 4 1, TR B EL A 17 -2 40/ 17,20
YT P 17 oS5 TR T BE 0 s 2 s T 1) i 22
FREEAE R 17 o-FE 4205 TR AN 17 o-F2 2421, 17,20 284
fife P 17,20 (B itk 240 , T BE S8 2 AR B 22
A T TR RN MR WA (& 1), 170HD i 3
CYP17 AL KL R 5875 3 SR 43 X 42 5 P450c 17 fiff 17 14
He2k, 51 S B AR 2 A A o T S ok
PR R e B A0 T AR 0 A i R AR B R S
2 (ACTH) \BRYfBER (FSH) (B4R (LH) ,
SIS AR B A I e AR 17 o3 Ak ik 42
P 11- 20 TR ( DOC) 2o 2 7= A, HLAE O s [
T A 400 S LA 8 A 10 3 B TR R e, (AL
A HE B I AR B IE | I 3 ER O
17,2024 i i 0% M 119 12 2 2 BEL 1k P 2 [ B 1) 6 i,
FECHELHE, WS K I, 17OHD 8 35 1A P K2 5 7K
F-RI fE I IEH B 50 ~ 100 £%, 1 DOC 7KF-A[ A 1F
OB 100015 o w5 7K - Bz JoR IR ] R b g R A
A E17OHD B & R A & B B O R AR
LR DRGSR, B R LR i R
SRS o T2 S FE R | S e Y % A s
Mo LE % LTCYPITAI IR A
RIZJE 1 OC R i A TE 2, B E H an i g 100 #h
CYP17ALSE PR S AR P Hl , (46 s 28748 /M A Bk
Brode BT A A O KBRS R ek
TR, RO6W R347H/C I FA17C 76 )7 B 54 Hy
LI AR SR, WA06 R FIR362 C %€ A8 75 5 74 iy [X.
WATIE Rz, p. H3T3LIEARLE P AHE o 2y
DL 170HD 2 3R [ 45 % WL CAH, 3% [ 58 28
RAIPIERR GEAE + BRI AR A &, Ho
p. Y329£s FI1D487_FA89 2 ¢ [l F o LAY 28 A5 250 8
1 80% f Ho AT S PR X P R AR BT S I B2 Y . BF 5
% B, p. Y3291fs D487 _FA89 ELAT “4H Sk ir” , B
P BRI B 24 & FAE, th TR A5 IR i 51
AR g, S T s R R N, I rfrp. Y3201 58
A AT 2003 4F py Hahm 45 & 1L, B 5 AE T D32
Gl . FENAMIGESS 6.8 54M i T2 KL N 5748 1 )
KX FENG R T AE X2 g T R e e kel
3 IERR

170HD f8 345 (W I K R M E 42 Z 0, ik 2
46 , XXIA 246 , XY FH 1 Ok Lot e A0 vy 1 e L VY Jie
TG 138 F X A B R G 5, K2 90% (1 i

e
At LR o e > 5 e (DHEA)
lSBHSDZ 3BHSD2 l3BHSD2
g TP R i
lzl-%{tﬁé 21-% AL B
LA (DOC) 1125 1 e 5
l 1B L 1B fL
e e
l%ﬁ%%ﬁ%
i

7 3BHSD2 ; 3B- 4 5k it &L il
B 1B R R G s

HB2 B Il AR (B0 ARER e , H2 AR 10% ~
15% B B 255 00 TE R DT KR T O T G R
170HD43 R (1) 58 42 B, 52 4 %4 17T0HD % A
17 -2 A0 RN 17,20 24 il 1% 1 56 42 12 0K, 2 o B
FVER 2 6 A2 B, ACTH 23 W AR £ Pk 7 v =2 3
DOC %545 5 5z B 2 V8 F i ik 5 R, A A
HE MR R S ARME LA, P2 ]
P R A R PR R IR R T IE R TR
NG PR MRS R M KT R M R =, kAR
PERDFNBE PO RS . — T B R TR =
RCFEWE FIRAESR LA, Yt ik a6, XX B
SRR R 2 B MR B R A,
l3A T A 455 DI 55 i 4 o e 245 G A 46, XY
B R AR SR S (B sl ROV 45 ) R B AN R
B IR L 4 HE R S A P PR I | B3 g
(2) #B 45U B 2> B 170HD i 5 17 a-52 4k i/
17, 20 24 WG PEER o0 12 2%, RO B 1 340 T 2%
FUHES R TIRE, & 10 I I AE i) F 3 A 50 4 7
#2346, XXH F 1T BN [R)RE B2 0 38 R AE R E
46, XY [ B E T A R BHE
4 LERERSH

170HD PR SRR LAY | H & 1%, 540
W EA — WM, ST 2 88% 1 i LB 5
W EFE A S22 0 B W E BRI R
BRI PR 3% B L 288 181 B B 43 43 A S ACTH 2% A i 4
HIAS AR 22 8 T — IR E N - 2E AR 2
W AE B2 BT AR AE (2012 4F 8 )00 (1) 58 4
17 - 3240/ 17,20 466 BEIE G Bl FaAE - 5B ik
TRV A A S AR = R R R 4 i AR
B E AR I, B T KPR T2 % {E, ACTHIK
S RG s PR R (M i 20 B R AT 2%
{H MR PERR I 2R (LH (FSH) K iz, (2)
BT 17 - F2 AL/ 17,20 S5 BFIDE A BB AE : AR 3



R P4 IR i 2R s 2020 4E 9 H %5 40 #4555 ] Int J Endocrinol Metab , September 2020, Vol. 40, No. 5 - 325 -

BEIMETE AT PIVE IR B & T A
TR R T KA 2, B R A AR KOS E R 25 A A
PRI Y 17 - F2 40, IF HLXT ACTH AR50 A
REAI T LAS W X T e I ARER e I 1
AMEE R RIS RIS LR B, X
AR IR TE T T TR A 1Y) BB B R IG PR B R
) 5 5 T, PR EE 1T OHD 0B AT SE DRG] pf
T 5 I R TS [T 384 229 | TurnerZ3 45 fiF | P450-48 4k
i JU g Bk = 5iE (PORD) LA Ko 17 3-8 24 W] Fist Jit & iy
3 (17R-HSD3) it b i 25 5 ) 200 o 5 P s [
B 220 R O JR 3 I R I e BT I B AR
CT R4 # B0 M B - R AR, TRk & 5
o Turner ZEAEEE H BB/ ReERIRAE, B
e N Y LN 5 =S T B AR R N |
Al L% 5, PORD ] S (LU & 3 CYP21A2 I
CYP17 AL FE M HEHAE I PORD, J& CAH 1y —Ff 2% I,
WAL, PORD U A P PR MR & R AN
RO B W Ry A R B, I R R LA 46,
XX i JLAT H BB 35 I R G W Y, 5 & 1 R R
BB R A P AN R B R B R R, 46, XY
JLH A R TSR ER R , Bk /NI 2R ek PR R 2,
Wy LA TERR SR BR T IR M 356l , Z5(PORD
BRE A AN RR S B T | 32 B0 46 5 1 I
A[5170HDAMI % 51, Horh PORD 7 Lo A
52 M B BB , BR N Antley-BixlerE A 1E
17 3-HSD3 B FiE 2 h T+178-HSD3 it = A 2 fir 2%
V18 25 DL e (o PR Bk 3ot A 55 , 17 B-HSD3 1] 7 52 0
LUK A T A B S Il 2 R O o 2 kSR
KSR T, 46 , XX AR R AR B AR IE #,46, XY
HH R BE AN 4 B P T k5
G R PEFRAY A B IR AR A s P
Uity , S U0 28 ARG A I A K v AV K- S2 1, 4
BIRAEPERS Z AR A B T2
5 BTG

MR BARITOHD R E B IRIT %, | TR
I7 AR TR YT A R rp R 2 T R KT
BTKF KRR LT WO W5 &R AT i
ACTHFVIE B - % Bz S5 i 28 Bl 3%, 1k I o 6 e
TR ZE B 0, (0 FB 3 I TR ARG, M P T o R
WER LL/NRIGRSR 3 B ATHE T 25 9046 Hh 28K |
SR AGFA AN AL AT B . FFE A EE,0.5 ~ 1.5 mg /Y
M ZEK A AT DAL IE i3 0 ARG ol o 45 £ 7 M R
FHSEREAR Y o A0 L #9520 4F i 4R A Ak
ATEIAAT o AR B — I TP K O B R

£ HE KM R BT i kLB R SR
BLTE , TR R 2 A TS o e B % i K b 7
B o R 2B 0 ML FEBE B B AT L I
PRSI L /= 15 9 S R N E RS ik & WA
AN, T 0 3k B 3 sz AR S o S5 BhiR T
DA BELORT £ Bz Joe ik 28 %0 | SRR BT A T SR
DRIEEE IPE . 50 ~ 200 me/d Y IZ PTG 1 ~ 2
WG 25 R ARG TT 7 58 (R B MR E S Bl
T BE R TR FITL B K B S5 B , e £k i J5
W2 A BT ) R PR AR B 2, T AE S B
P F BIAIT R R, DISE R, B R 1 ~2 10 mg
SALTT BFAE A SO mg M2 PYTEIA YT, 1L A I 40 Kk
SRR S T LR 2 SECR S A o 10 ) A L gt
fEG W) & A5 BRI A U0 2.5 ~ 10 mg 2 54 Hb-F-
T Bl ) oL (R HC A A SR R K R B R BL B
R , A T I A A 22 B8R HUHIA YT 1O
T A2 Hh BRI I TR 45 1 22 S8 — R0 B IR
S R B I S , BIG H AL A PE LA B AR UL 5
S UV R B 2 A B Ay, R R TR Sk
ey

IAERA MR, R R T g A AL
ALK (CSHI) 7] AR 25 ) ik Je R LR R, 5
1R X L, CSHIRE — 22 4 ELTi 32 B 1) 1 TR
B RIT I, WA R B AL e 97 ik 4 oS AR Y
17OHD f 3% H T iz S 4330, R O¢ T CSHIF i
A KSR 25 1 5 T 220 S0 A, th g
AITOHD B E R Z M EFEWIFELELEE R
W, MR ER 2 DO ANB A A AR | A B B
OB R B A £ 4 R BT A AL M R A
I7 HES AN TE AN FAR T3, [T LA A 2k
(.0 BB S, A DR TR, LUK B0 BRI A B
RS . 46, XX JLT-JoAE & Al Ak, 1T 22 0
ZRMITEE ST &AW, 0] % A )
2, 46 XYIBEH T 12 ~ 13 % F UG H & 1 g
FHNFE o UL 0 R S PR R S , A1 A
R % B R B A HLAh, 46, XY 35 I 4 HL24
TP AR FI B AU 2 LB A . F170HD 2
— PR E AR A, T A M 2 S TR B R B T
PR R AR R e

2% FRriAR, 170HD & f CYP17 AT 3[R 28 7% flf 3
1) CAH , B35 % LLS U RS0 L RE M % B S
S PRAEEAE , PRI PR 28 I HL 3 B 2, IS R AL
o e R X B I AR I AE B A
MER KB R BRI TR I E | e 6 A 7



- 326 -

[ Ry o3 AR A 2020 4F 9 H 45 40 45 5 1)

Int J Endocrinol Metab , September 2020, Vol. 40, No. 5

OIMT ARG AT , W B A T L DI P LA B2 Wi, b T
2 N 17TOHD YR ST AR EAGRTT o IR
AN BT B o o 32 AR, B2 W, B R
I7, ISR 2 E R, AR BRI B2 05 2R 5
P, 4 e R A R, G B

[1]

(2]

(3]

[4]

(5]

[6]

[7]

[8]

[9]

[10]

[11]

[12]

[13]

& % x #t

FAR B g2 LRV R 2 N s AR E 4. e R b
B BT AR AT 21 -2 BE 26 LR [T ). AR LR,
2016, 54 (8) :569-576. DOI: 10. 3760/ cma. j issn 0578-1310
2016. 08 003.

El-Maouche D, Arlt W, Merke DP, et al. Congenital adrenal hy-
perplasia[ J]. Lancet, 2017, 390(10108) :2194-2210. DOI 10.
1016/50140-6736(17)31431-9.

Hinz L, Pacaud D, Kline G. Congenital adrenal hyperplasia cau-
sing hypertension; an illustrative review[ J]. J Hum Hypertens,
2018,32(2) :150-157. DOI:10.1038/s41371-017-0002-5.
Fontenele R, Costa-Santos M, Kater CE. 17a-hydroxylase defi-
ciency is an underdiagnosed disease : high frequency of misdiag-
noses in a large cohort of brazilian patients [ J]. Endocr Pract,
2018,24(2) :170-178. DOI.10.4158/EP171987. OR.
Espinosa-Herrera F, Espin E, Tito-Alvarez AM, et al. A report
of congenital adrenal hyperplasia due to 17a-hydroxylase defi-
ciency in two 46, XX sisters[ J |. Gynecol Endocrinol, 2020,36
(1) :24-29. DOI.10.1080/09513590.2019. 1650342.
Costa-Santos M, Kater CE, Auchus RJ, et al. Two prevalent
CYP17 mutations and genotype-phenotype correlations in 24 Bra-
zilian patients with 17-hydroxylase deficiency [ J ]. J Clin
Endocrinol Metab, 2004 ,89(1) :49-60. DOI;10. 1210/jc. 2003-
031021.

Zhang MN, Sun SY, Liu YL, et al. New, recurrent, and preva-
lent mutations : clinical and molecular characterization of 26 Chi-
nese patients with 17alpha-hydroxylase/17, 20-lyase deficiency
[J]. J Steroid Biochem Mol Biol, 2015, 150 11-16. DOI. 10.
1016/j. jsbmb. 2015. 02. 007.
Biglieri EG, Herron MA, Brust N.
in man[ J].J Clin Invest, 1966,45 (12):1946-1954. DOI. 10.
1172/]JC1105499.

Laura H, Daniele P, Kline G. Congenital adrenal hyperplasia cau-

17-hydroxylation deficiency

sing hypertension ; an illustrative review [ J]. ] Hum Hypertens,
2018,32(2) :150-157. DOI;10. 1038/s41371-017-0002-5.
Lam CW, Arlt W, Chan CK, et al. Mutation of proline 409 to
arginine in the meander region of cytochrome p450¢17 causes se-
vere 17 alpha-hydroxylase deficiency [ J]. Mol Genet Metab,
2001, 72(3) :254-259. DOI:10. 1006/ mgme. 2000. 3134.
Aydin Z, Ozturk S, Gursu M, et al. Male pseudohermaphrodit-
ism as a cause of secondary hypertension; a case report [ J].
Endocrine, 2010, 38(1) :100-103. DOI10. 1007/s12020-010-
9357 -x.
FM, KHENS, IR, % 17 - ALEEBGAE A RIS S
FHi[J]. v E 4R BE%, 2013, 16(23) .2738-2739. DOI.
10.3969/j. issn. 1007-9572.2013. 23. 022.
Kardelen AD, Toksoy G, Bag F, et al. A rare cause of congeni-

tal adrenal hyperplasia: clinical and genetic findings and follow-

[14]

[15]

[16]

[17]

[18]

[19]

[20]

[21]

[22]

[23]

[24]

[25]

[26]

[27]

up characteristics of six patients with 17-hydroxylase deficiency
including two novel mutations[ J]. J Clin Res Pediatr Endocrinol ,
2018,10(3) :206-215. DOI;10. 4274/ jcrpe. 0032.
Han B, Xue LQ, Fan MX, et al. Clinical and molecular mani-
festation of fifteen 170HD patients: a novel mutation and a
founder effect[ J]. Endocrine, 2016, 53(3) :784-790. DOI:10.
1007/512020-016-0957 -y.
Miller WL. Mechanisms in endocrinology ;rare defects in adrenal
steroidogenesis[ J . Eur J Endocrinol, 2018, 179 (3): R125-
R141. DOI.10.1530/EJE-18-0279.
Wang YP, LiJ, Li JX, et al. Three novel CYP17A1 gene muta-
tions ( A82D, RI125X, and C442R) found in combined 17c-
hydroxylase/17 ,20-lyase deficiency [ J ]. Metabolism, 2011, 60
(10) :1386-1391. DOI:10. 1016/j. metabol. 2011. 03. 008.
Kota SK, Modi K, Jha R, et al. 17-a-Hydroxylase deficiency ;an
unusual case with primary amenorrhea and hypertension [ J].
Indian J Endocrinol Metab, 2011,15(2):127-129. DOI; 10.
4103/2230-8210. 81945.
Wu CM, Fan SS,Qian YY,et al. 17a-hydroxylase/17,20-lyase
deficiency : clinical and molecular characterization of eight Chi-
nese patients[ J]. Endocr Pract, 2017, 23(5) :576-582. DOI;
10.4158/EP161610. OR.
AT T 17 o A I Aok B A 1) I PRBFF ST 0k Jre [T ] B M A
Wi, 2018, 17 (12):1391-1394. DOI: 10. 3969/j. issn. 1671-
6450.2018.12.024.
Rubtsov P, Nizhnik A, Dedov I, et al. Partial deficiency of 17 a-
hydroxylase/17,20-lyase caused by a novel missense mutation in
the canonical cytochrome heme-interacting motif [ J ]. Eur J
Endocrinol, 2015,172 (5) : K19-K25. DOI. 10. 1530/EJE-14-
0834.
FEBE, TBE, BRI R PASO S flide J L PR 58 A8 5
PSR IR B A — [T ] A e R Ak
2018,21 (12) . 825-829. DOI: 10. 3760/cma. j. issn. 1007-
9408.2018.12.007.
fiti, LY, BRIGIE, 45, Antey-Bixler Z5-5 1k 14 I AR WF 52
HEREL)]. hAREE A gt f 2 2R Ak, 2018, 35(2) :280-283.
DOI:10. 3760/ cma. j. issn. 1003-9406. 2018. 02. 031.
MR, XVER, X, 48 17B-FR 25 [ W Bl S R 3 AL B pa I
—@I[J]. N RLE, 2019, 58(8) :604-606. DOI:10.
3760/ cma. j. issn. 0578-1426.2019. 08. 012.
BLLFe B, TR, A U™ MRS 1 17 -2 LA
BRZAELT]. hE LR ,2018,20(8) :675-679. DOIL:
10.7499/j. issn. 1008-8830.2018. 08.014.
Auchus RJ. Steroid 17-hydroxylase and 17,20-lyase deficiencies,
genetic and pharmacologic [ J]. J Steroid Biochem Mol Biol,
2017,165:71-78. DOI:10. 1016/j. jsbmb. 2016. 02. 002.
Nella AA, Mallappa A, Perritt AF, et al. A phase 2 study of
continuous subcutaneous hydrocortisone infusion in adults with
congenital adrenal hyperplasia[ J]. J Clin Endocrinol Metab,
2016,101(12) :4690-4698. DOI:10.1210/jc.2016-1916.
Ruiz-Babot G, Hadjidemetriou I, King PJ, et al. New directions
for the treatment of adrenal insufficiency[J]. Front Endocrinol
(Lausanne) ,2015, 6 (70) :1-8. DOI. 10. 3389/fendo. 2015.
00070.

(ki H 9 :2020-02-01)

(AR SC 2 - X1 k)



