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A case of bilateral Sertoli cell adenoma in androgen insensitivity syndrome
Androjen duyarsizlik sendromunda bilateral Sertoli hiicreli adenom olgusu
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Abstract

Androgen insensitivity syndrome, previously referred to as testicular feminization syndrome, is an X-linked recessive
disorder that is characterized by a mutation in the q11-q12 region of the X chromosome, which results in a deformed
androgen receptor gene. Patients with androgen insensitivity syndrome may develop testicular tumors, especially
seminomas after puberty. A 35-year-old female patient presented with the complaint of primary amenorrhea and had
masses of approximately 4 cm size palpated in the bilateral inguinal regions. The masses were excised and the
histopathological examination was reported as bilateral Sertoli cell adenoma. Although the risk of bilateral gonadal
tumor development is low in patients with androgen insensitivity syndrome, such malignancies should not be
disregarded.
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Oz

Onceden testikiiler feminizasyon sendromu olarak isimlendirilen androjen duyarsizitk sendromu androjen reseptér
gen lizerinde lokalize X kromozomundaki q11-q12 mutasyonunun bulundugu, X’e bagl gecis gbsteren resesif bir
hastaliktir. Androjen duyarsizlik sendromlu hastalarda puberteden sonra testikiiler tiimérler, 6zellikle de seminom
gelisebilmektedir. Primer amenore gikayeti ile basvuran 35 yasindaki hastamizin bilateral inguinal bélgede
palpasyonla ele gelen yaklasik 4 cm1ik kitlenin, eksizyon sonucu histopatolojik degerlendirilmesinde bilateral Sertoli
hticreli adenom olarak rapor edilmigtir. Androjen duyarsizlik sendromlu hastalarda bilateral gonadal tiimér gelisim
riski diiglik olsa da bu tir malignitelerin de gériilebilecedi gbz ardi edilmemelidir.

Anahtar Sézciikler: Sertoli hiicreli adenom, androjen duyarsizlik sendromu.

Introduction Many authors have reported a maternal inheritance in
androgen insensitivity syndrome that have affected
many members of the family (3,4). The risk of
testicular neoplasia development is 3.6% before 25
years of age and 33% at 50 (3). Therefore, if
androgen insensitivity syndrome is detected before
puberty, gonadectomy should be performed after
pubertal development in order to support the
development of feminization (3). Herein, we present a
case of bilateral Sertoli cell adenoma in a 35-year-old
female with primary amenorrhea in the resected
gonads.

Androgen insensitivity syndrome, previously named
testicular feminization syndrome, is an X-linked
recessive disorder that is characterized by a mutation in
the q11-q12 region of the X chromosome, which results
in a deformed androgen receptor gene (1,2). As a result
of androgen resistance, patients exhibit different
phenotypes according to varying degrees of feminization
(3). Patients affected by this syndrome are at risk of
developing gonadal tumors depending on the degree of
virilization (1,2,4). Testicular tumors and particularly
seminomas may be observed in these patients after
puberty. Malignancies such as Sertoli cell tumor, yolk Case Report
sac tumor, embryonic teratoma or non-classified sex
cord stromal tumors are rare in this group of patients

3.

A 35-year-old married female patient presented to the
gynecology clinic with the complaints of primary
amenorrhea and inguinal pain. The physical and
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axillary hair growth was observed and the bilateral
mammary development was accepted as normal. The
vagina of the patient with a normal vulvar and perineal
appearance had a dead end and the vaginal length was
6 cm. Cervix was not visualized. The masses excised
from the bilateral inguinal regions were sent to the
pathology department.

Macroscopic incisions were performed on the
approximately 4x3x2 cm sized gonads having 4 ductus
deferenses on them with 4 cm length and 0.2 cm
diameter. Grey nodular areas were detected on the
testicular section surfaces, the largest having a size of 1
cm and the smallest having a size of 0.4 cm.

Histopathological examination of both gonadal tissues
revealed adenomatous lesions formed by the nodular
proliferation of immature seminiferous tubules without
lumens covered by immature Sertoli cells. The extra-
nodular areas included immature tubules and Leydig
cells (Figure-1). The patient was diagnosed as bilateral
Sertoli cell adenoma and hormone replacement therapy
was begun.

Written informed consent was obtained from the patient
for publishing the individual medical records.
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Figure-1. Adenomatous lesions formed by the nodular
proliferation of immature seminiferous tubules
without lumens covered by immature Sertoli cells.

Discussion

Androgen insensitivity syndrome is a rare form of male
pseudo hermaphroditism. It may be classified as
complete and incomplete forms. The incidence of the
complete form has been reported to be 1/20.000-64.000,
which is 10-folds that of the incomplete form (1,3,5).
Complete androgen insensitivity syndrome (CAIS) is a
condition that results in the complete inability of the cell
to respond to androgens. The unresponsiveness of the
cell to the presence of androgenic hormones prevents
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the masculinization of male genitalia in the developing
fetus, as well as the development of male secondary
sexual characteristics at puberty, but does not
significantly  impair female genital or sexual
development. Partial androgen insensitivity syndrome
(PAIS) is a condition that results in the partial inability of
the cell to respond to androgens. The partial
unresponsiveness of the cell to the presence of
androgenic hormones impairs the masculinization of
male genitalia in the developing fetus, as well as the
development of male secondary sexual characteristics at
puberty, but does not significantly impair female genital
or sexual development. Recognition that patients with
complete androgen insensitivity syndrome (CAIS) have
profound resistance to the action of androgen came from
studies in which affected women were found to be
resistant to the virilizing action of exogenous androgen.
This hormone resistance was found to be due to defects
in androgen receptor (AR) function as a result of studies
of women with CAIS who had no detectable AR binding,
qualitatively abnormal AR binding, or decreased
amounts of qualitatively normal receptor binding. Similar
findings were described in patients with the less severe
phenotypes (1-3). The phenotype was complete female
in our case.

Symptoms such as primary amenorrhea, inguinal
swelling, and inguinal hernia are observed in patients
with androgen insensitivity syndrome as in our case.
Related to the androgen insensitivity syndrome, many
types of tumors have been defined, especially in the
post-pubertal patients. The origin of the tumor may be
testicular germ cells, testicular stromal cells or other
mesenchymal cells (1,4,6). Benign neoplastic tissue may
be observed in approximately 20-23% of the cases. A
form of this is multiple or bilateral well-contoured
yellowish hamartomatous nodules including Sertoli cell
groups and defined as Sertoli cell adenoma (1). Due to
the low risk of gonadal tumor development before
puberty, many clinics recommend gonadectomy after
puberty or in early adulthood in patients with androgen
insensitivity syndrome (1,5,7). Gonadectomy was
performed in our case. Slijper et al. (8) detected feelings
such as surprise, anger or guilt upon the first diagnosis
in these patients and relatives; thus, the diagnosis
should be carefully declared.

Bilateral Sertoli cell adenoma and concomitant serous
cystadenoma or paratesticular leiomyoma have been
reported in the literature, but no such co-existence was
the case for our patient. However, it should be
considered that different lesions may be observed on the
histopathological examination (1,3,8,9).
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