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A Case of Male Pseudohermaphroditism due to 17a-Hydroxylase Deficiency

Keoung Ah Park', Youn Kyung Chung', Jung Ryeol Lee', Young Min Choi'2

, Gyoung Hoon Lee',

Hee Seung Kim', Byung Chul Jee', Seung Yup Ku'?, Chang Suk Suh'?, Seok Hyun Kim'%,

Jung Gu Kim', Shin Yong Moon'?

, Seong Yeon Kim®

' Department of Obstetrics and Gynecology, “Institute of Reproductive Medicine and
Population, Medical Research Center, *Department of Internal Mediicine,
Seoul National University College of Mediicine, Seou, Korea

Female phenotype of a 46,XY male may originates from male pseudohermaphroditism due to 17a-hydroxylase deficiency.
Lack of cortisol increases adrenocorticotropic hormone (ACTH) and mineralocorticoid production, leading to low renin
hypertention and hypokalemia. A 41-year-old phenotypic female presented primary amenorrhea and hypertension. In
the hormonal profile, the levels of serum estradiol, testosterone, rennin, and cortisol were decreased and ACTH and
deoxycorticosterone were increased. Laparoscopic bilateral gonadectomy was performed, and corticosteroid,
antihypertensive drugs, and estrogen were administered. We report this case with a brief review of the literatures.
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Figure 1. Frontal view of the patient without secon-
dary sexual characteristics.

|o
HU
4z

ﬁ

o
38

o

B

o 2
=
=

rir

=1
R

A,

N

g

B2 G

ol
-

&2

30

o3

i

i)

o

[

o

rir
ol w

(=}

5

i

o

oo

[0

o

2
o I e T
ox o i, &

ol
-

3, "1'g (blind pouch)S

U715 HAHS alkaline phosphataseﬂ 170 (@’8‘%%
30~115) TULZ “dssHo An & dUFie
02~12) mg/dlE 55l ik
7*M2 L2 EHE o] gt JAA A
ol

8% FAFHAHSEE (luteinizing
hormone, LH)T: 6.8 (24 AJHH 1.0~5.3) mlU/ml,
YEAFTE2E (follicle stimulating hormone, FSH)
2 378 (84 AAEY 13~8.1) mlUmlE F7}E
o] Qglen, d2ELT)E (estradiol) 12 (84 7
’H9 9~53) pgmlE AAHSAA). 1 FF
2 Al2EE (progesterone) 16.5 (A AdH S
0.13~1.26) ngml& F7}=o] ANer, 5 €A
EAHELS 01 (34 AAEY 2.7~10.7) ng/ml ¥
o2 ZhAaE] Stk

Figure 2. Lack of secondary sexual characteristics. A.
Underdeveloped breast: Tanner stage 1. B. External geni-
talia showing absence of pubic hair and infantile appea-
rance (1) and absence of axillary hair (2).
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Figure 3. Abdominal computed tomography Strict
arrow: adrenal hyperplasia, Broken arrow: atrophic testis
(upper: left, lower: right).
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Figure 4. The section of testes shows immature and
patch atrophic seminiferous tubules but no spermatogonia
(H & E stain, X<400).
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