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Elucidation of the pathogenic mechanism of congenital urethral anomaly by
comprehensive genetic and endocrine analysis

Nakamura, Shigeru
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Testicular Dysgenesis
Syndrome, TDS

Male genital abnormalities, including azoospermia, testicular cancer,
hypospadias, and cryptorchidism, are caused by decreased androgen action due to testicular disorders
during the embryonic period and are called Testicular Dysgenesis Syndrome (TDS). This study
revealed for the first time the frequency of known causative gene mutations and chromosomal
structural changes in patients with azoospermia. In addition, new causative gene in patient with
azoospermia was discovered in this study.
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