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Abstract :

We report a case of severe hypospadias and unilateral gonadal hypoplasia, diagnosed as mixed gonadal
dysplasia. The infant had been identified as a girl based on fetal ultrasonography. Born at 39 weeks
and two days of gestation and weighing 2948 g, the infant was delivered at another hospital. After
birth, the infant was diagnosed with external genital abnormalities and was referred to our hospital for
sex determination. Examination revealed that the glans, penis, and clitoris resembled the genitalia of a
boy ; the scrotum was bifid and scrotum-like, and both gonads were palpable within the scrotum. The
external urethral meatus opened into the scrotum, confirming severe hypospadias. A multidisciplinary
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conference concluded that a detailed examination would be necessary for sex determination. Chromo-
some analysis revealed 45X/46, XY mosaicism. The results and relevant disease information necessary
for sex selection were communicated to the family, and the decision was made to raise the infant as a
boy. At one year of age, a gonadal biopsy was performed; the right gonad was removed due to hypo-
plasia, and the left gonad without a white membrane was preserved. Pathological examination showed
ovarian-like stroma in addition to testicular tissues in the right gonad and testicular tissues in the left go-
nad. The diagnosis of mixed gonadal dysplasia was confirmed. The formation of external genitalia was
performed in two stages, and the patient has been progressing without any complications. When severe
hypospadias is accompanied by non-palpable or underdeveloped gonads on one side, a careful examina-
tion should be performed. (Nishinihon J. Urol. 87 12-17, 2024)

key words: Severe hypospadias, nonpalpable testis, gonadal hypoplasia, mixed gonadal dysplasia, disor-
der/difference of sex development (DSD)
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