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INTRODUCTION: Sertoli-Leydig cell tumors (SLCTs) are rare sex-cord stromal tumors of the ovary. Het-
erologous components may be present, most commonly in the intermediate differentiated and poorly
differentiated groups. Because of their scarcity, SLCTs with heterologous differentiation represent a chal-
lenge in both diagnosis and management, with limited available experience.
PRESENTATION OF CASE: We report a case of a 27-year-old, Tunisian woman, followed in the Derma-
tology Department since the age of six months for xeroderma pigmentosum, with a history of basal
cell carcinoma of the face operated on several times. The patient presented with abdominal pain and
bloating associated with a medium abundance ascites on physical exam. Ultrasound showed a large left
adnexal mass associated with an elevated cancer antigen 125 on serological exam. The patient underwent
unilateral salpingo-oophorectomy with resection of two omental nodules. Microscopic examination con-
cluded to poorly differentiated Sertoli-Leydig tumor with rhabdomyomatous differentiation. Adjuvant
chemotherapy was performed and there was no clinical evidence of tumor recurrence during the three
years of follow-up.
DISCUSSION: SLCTs with rhabdomyomatous differentiation on the setting of xeroderma pigmentosum
are exceptional, microscopic diagnosis and management is challenging, considering the tumor scarcity.
CONCLUSION: Further case reports and retrospective studies are required to more understand the patho-
genesis of SLCTs and to determine their optimal treatment regimen.

© 2020 Published by Elsevier Ltd on behalf of IJS Publishing Group Ltd. This is an open access article

under the CC BY-NC-ND license (http://creativecommons.org/licenses/by-nc-nd/4.0/).
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1. Introduction

Sertoli-Leydig cell tumors (SLCTs) are rare sex-cord stromal
tumors of the ovary, accounting for less than 0.5% of all ovarian
tumors. SLCTs are divided into well-differentiated, intermediate
differentiation, poorly differentiated, retiform, and mixed tumors.
Heterologous components may be present, most commonly in the
intermediate differentiation and poorly differentiated groups [1].
Because of their scarcity, SLCTs with heterologous differentiation
represent a challenge in both the diagnosis and the management,
with limited available experience [2].

In this article, we report a case of ovarian SLCT with rhabdomy-
omatous differentiation in a 27-year-old female with xeroderma
pigmentosum and a review of the literature.

This work is in line with the SCARE criteria [3].

* Corresponding author at: Farhat Hached University Hospital, Street Ibn Eljazzar,
4000, Sousse, Tunisia.
E-mail address: bchirahlem1@gmail.com (A. Bchir).
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2. Casereport

27-year-old Tunisian woman, single, has been followed in the
Dermatology Pathology since the age of six months for xeroderma
pigmentosum, with a history of basal cell carcinoma of the face
operated on several times and without any family history. The
patient was presented with abdominal pain and bloating associated
with amedium abundance ascites on physical exam. The patient did
not have drug allergy or psychosocial history. Serological studies
showed elevated rate of cancer antigen125 (CA-125, 328.5 U/mL),
whereas, rates of fetoprotein and CA19-9 were within the normal.

Ultrasound showed a large left adnexal mass, solid and cys-
tic, with anarchic vascularization associated with ascites. At
laparoscopy, the exploration was difficult due to the multiple adhe-
sion of a large abdominal and pelvic tumor of ovarian origin to the
pelvic wall associated with two omental nodules. Considering the
young age of the patient and her desire for fertility, she under-
went unilateral salpingo-oophorectomy with resection of omental
nodules. A professor with 20 years of experience and the head of
Obstetrics and Gynecology Department underwent the operation

2210-2612/© 2020 Published by Elsevier Ltd on behalf of IJS Publishing Group Ltd. This is an open access article under the CC BY-NC-ND license (http://creativecommons.

org/licenses/by-nc-nd/4.0/).
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A

E: Inhibine expression in the Sertoli-Leydig component (HE x 200)

Fig. 1. (a) Rhabdomyomatous component (hematoxylin and eosin; magnification 200x ). (b) Desmin expression in the rhabdomyomatous component (magnification 200x ).
(c)Sertoli-Leydig component (hematoxylin and eosin; magnification 100 x ). (d) Sertoli-Leydig component (hematoxylin and eosin; magnification 200x ). (e) Inhibin expression

in the Sertoli-Leydig component (magnification 200x ).

without any complication. The patient left the hospital after one
week.

On macroscopic examination, the ovarian tumor was solid and
cystic, with a thick wall and intact uniformly smooth outer sur-
faces, measuring 21 cm in large. The sectioning revealed gray
to yellow fleshy tissue with areas of hemorrhage and necrosis.
Microscopic examination showed a tumor formed by two com-
ponents separated by fibrovascular septa. The first component
was predominant and was formed by rhabdoid and spindle cells
showing many figures of mitosis (Fig. 1a). On immunohisto chem-
ical study, these cells displayed desmin and myogenin positivity,

confirming the rhabdomyomatous differentiation (Fig. 1b). The sec-
ond component comprised Sertoli cells arranged in islands or in
ribbons (Fig. 1c), associated with isolated or small nests of Ley-
dig cells (Fig. 1d); focal retiform pattern was observed as well.
Using immunohistochemistry, the Sertoli cells exhibited inhibin
expression (Fig. 1e) and focally cytokeratin staining. Furthermore,
omental nodules were composed only of rhabdomyomatous ele-
ments.

Adjuvant chemotherapy was performed and there was no clin-
ical evidence of recurrence during the three the threeyears of
follow-up.
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3. Discussion

SLCTs are extremely rare ovarian tumors. Heterologous ele-
ments occur in approximately 20% of SLCTs and are reported in
all SLCTs subtypes with the exception of the well-differentiated
SLCTs [1]. Heterologous elements include epithelial and/or mes-
enchymal tissue and tumors arising from these tissues, such
as mucinous gastrointestinal epithelium, hepatocytes, skeletal
muscle, cartilage, adipose tissue, mucinous carcinoma, carci-
noid, rhabdomyosarcoma, and neuroblastoma. The most common
heterologous element is mucinous epithelium of enteric type;
whereas, others are rare and only 5% of SLCTs contain mesenchymal
elements [4].

Our case is peculiar, since rhabdomyomatous differentiation is
exceedingly rare. Among previous reports, around 23 cases have
been documented, almost as a case report, except the study of Prat
et al., reporting nine cases in 1982 [5]. Rhabdomyomatous differ-
entiation has been described in women between 12 and 70 years
with a mean age of 21 years. Clinical data are not specific and are
the same of poorly differentiated SLCTs, including abdominal mass,
virilization, metrorrhagia or amenorrhea; ascites are observed in
cases with peritoneal involvement [5].

On macroscopic examination, the tumor is solid and cystic,
with a size ranging between sixand 30 cm in diameter and usu-
ally exceeding 15 cm. Hemorrhage and necrosis are frequently
observed [2,4-10]. Microscopically, rhabdomyomatous differen-
tiation can be isolated or in association with other heterologous
elements, most often cartilage and intestinal glands [5]. The rhab-
domyosarcomatous component can range from only microscopic
in size to 50% of the specimen volume [5]. Although in the majority
of cases, these elements were intimately admixed with the Sertoli-
Leydig cell component, some reported cases have large areas made
up exclusively of immature skeletal muscle, as described in our
case [5]. The spindle cell type, pleomorphic and embryonalrhab-
domyosarcoma have been reported. The SLTs component can be
of intermediate differentiation, poorly differentiated, or retiform
[2,4-10]. In some cases, the primary neoplasm did not contain het-
erologous elements, which were identified only in recurrent tumors
[4,10]. In our case, omental nodules were composed only of the
heterologous elements.

Most reported cases are at a localized or locally advanced stage
in the diagnosis time; however, recurrence with peritoneal involve-
ment is frequent [2,4-10]. The recurrent tumor can be confined to
the pelvis, involving the contralateral, or generalized within the
abdomen. The recurrent tumor appeared three to 15 months post-
operatively. In the 23 documented cases, ten patients died of tumor
a few months after surgical treatment [5,6,8,5-10]. However, six
patients were alive with recurrent tumor and four patients had no
evidence of disease at 11 months to four years after diagnosis.

Little is known about the pathogenesis of ovarian SLCT. Never-
theless, some previous studies reported a 60% prevalence of DICER1
mutations in SLCTs, whatever the degree of differentiation. In cases
with rhabdomyomatous differentiation, DICERT mutation has been
found in one case reported by Plastini et al. [6].

Our case was unique since SLCT was occurring on the site
of xeroderma pigmentosum. xeroderma pigmentosum is a group
of rare autosomal recessive genodermatoses, resulting from gene
mutations in the nucleotide excision repair pathway. It is charac-
terized by an extreme sensitivity to sunlight, resulting in sunburn
and pigmentary changes in the exposed skin. xeroderma pigmento-
sum occurs worldwide, with aprevalence estimated at 1/1 000 000
in Europe and USA, and 1/22000 in Japan. Affected individuals
have a more than 10000 fold elevated risk of skin cancer as
well as a 10-20 fold increased risk for other internal malignan-
cies, including leukemia, sarcoma, medulloblastoma, lung, central
nervous system, uterine, breast, pancreatic, gastric, renal, and tes-
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ticular tumors. However, association with ovarian tumor is rare
[11].

Susceptibility to ovarian cancer in patient with xeroderma pig-
mentosum has been studied and the results were controversial.
Zhao et al. found that some variant genotypes of xeroderma pig-
mentosum had a significant association with the increased risk of
ovarian cancer, but this susceptibility has not been studied accord-
ing to the histological type [12]. By reviewing the literature, we
found only one case of Sertoli-Leydigcell tumors on the setting of
xeroderma pigmentosum. Interestingly, the tumor includes rhab-
domyosarcomatous differentiation and the patient wasa young
Tunisian girl [8].

In SLCTs with heterologous elements, hysterectomy with bilat-
eral salpingo-oophorectomy and staging, including omentectomy,
appendectomy and pelvic lymphadenectomy should be performed.
Maximal tumor debulking is recommended for SLCTs with extra-
ovarian spread [4]. Adjuvant chemotherapy has been suggested for
cases of stage IB to IV, recurrent SLCTs and poorly differentiated
SLCTs with heterologous elements. However, the value of adjuvant
chemotherapy has not yet been determined. Grove et al. suggested
that for moderately differentiated SLCTs with heterologous ele-
ments, the percentage of sarcoma and its cellular differentiation
should be evaluated to decide whether or not to use adjuvant
chemotherapy [4]. The National Comprehensive Cancer Network
(NCCN) guidelines recommend adjuvant chemotherapy with a
platinum-based regimen such as the association of bleomycin,
etoposide and cisplatin, even in an early stage disease when consid-
ering poorly differentiated, high-grade, and heterologous tumors.
Nonetheless, these recommendations are not based on any large
randomized studies due to the rarity of these tumors [7].

4. Conclusion

Ovarian SLCTs with rhabdomyomatous differentiation on the
setting of xeroderma pigmentosum is exceptional. Microscopic
diagnosis is challenging for pathologist, considering the scarcity
of the tumor. Further case reports and retrospective studies are

required to further understand the pathogenesis of SLCTs and to
determine their optimal treatment regimen.
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