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What is your diagnosis?

Quiz

A 29-year-old well-adjusted male presented with complaints
of cyclical hematuria and pain for 6 months and a loss of
libido and erectile dysfunction for 2 years. Although he had
a predominantly male phenotype as evidenced by the male
body habitus and normal virilization, he had gynecomastia.
Hormonal analysis revealed low levels of serum testosterone
(170 ng/dL) and elevated levels of luteinizing hormone (13.1
mlIU/mL), follicle-stimulating hormone (FSH) (12.3 mIU/mL)
and estradiol (85.5 pg/mL). On ultrasound (Figure 1a, b) and
magnetic resonance imaging (MRI), an undescended testis
was observed in the left inguinal canal. The right testis was not
visualized, but an ovary with multiple follicles was observed on
the right side. A rudimentary blood-filled uterus was observed
in the right hemipelvis alongside the right ovary with abnor-
mal communication with the prostatic urethra (Figure 2a, 2b).
Intravenous pyelogram was normal. Chromosomal analysis
revealed a 46, XX karyotype.

Figure 1. a, b. Ultrasound image showing a uterus-like structure
with an ovary on the right side (a); ultrasound image showing
testis in the inguinal region on the left side (b)

Figure 2. a, b. T2-weighted MRI images showing a rudimentary
blood-filled horn with ovary on the right side (a); T2-weighted MRI
images showing testis on the left side in the inguinal region (b)
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Figure 3. a-d. Laparoscopic findings showing rudimentary horn with the right fallopian tube and ovary (a); laparoscopic findings show-
ing left testis in the inguinal canal (b), right salpingo-ovariotomy (c), and left orchidetomy (d)

Answer

Laparoscopy revealed an ovary and a rudimentary uterine
horn on the right side and inguinal testes on the left side
(Figure 3a, 3b). The patient underwent laparoscopic rudi-
mentary uterine horn excision with right salpingo-ovariotomy
(Figure 3c) and left orchidectomy (Figure 3d). Histopathological
examination revealed a small uterus with an ovary on one side
with normal ovarian parenchyma and testis on the other with
testicular parenchyma with marked tubular atrophy and hyalin-
ization with Leydig cell hyperplasia.

Ovotesticular disorder of sex development (ovotesticular DSD) (ear-
lier known as true hermaphroditism) is a very rare disorder in which
an infant is born with the internal reproductive organs (gonads) of
both sexes (female ovaries and male testes) (1, 2). The gonads can
be of any combination, ovary, testes, or combined ovary and testes
(ovotestes). The external genitalia can either be ambiguous or can
range from normal male to normal female. Here we describe a case
of ovotesticular DSD who was raised as a male and who presented
in adulthood because of failing testicular function.

In true hermaphrodites, it is rare to witness a well-adjusted
adult male presenting so late with hematuria. In this case, gyne-
comastia at puberty is indicative of a functional ovary. The male
external genitalia, sexual orientation, and intact erectile func-
tion till the early twenties are suggestive of a well-functioning
testis. Testicular failure due to dysgenetic changes has been
reported in true hermaphrodites (3). In our case, there is a pos-
sibility of failing testicular function and a dominance of ovarian
function resulting in loss of libido and initiation of menstruation.
Most of the reported cases have ambiguous genitalia with a
uterus, cervix, or vagina; however, complete male phenotype
is scarcely observed in patients with ovotesticular DSD. In
one of the reports by Dutta et al. (4), a 15-year-old phenotypic
male presented with three episodes of cyclical hematuria and
biochemically normal serum testosterone levels with elevated
gonadotropins levels. In another report (5), an 18-year-old male
patient presented with bilateral scrotal pain with scrotal swell-
ing and bilateral gynecomastia and a 46, XX karyotype.

Because of the rarity of the condition, the most appropriate
management remains uncertain. In our case, the patient was
raised as a male and presented unusually late at the age of
29 years. The decision for bilateral gonadectomy was taken
in view of subnormal testicular function as evidenced by low
testosterone and raised gonadotropin levels. This was later
confirmed by the histopathology of the testes. Furthermore,
the patient was very apprehensive regarding even 4%-5% risk
of malignancy in the inguinal testes and preferred to have it
removed.
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