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The aim of this study was to clarify novel causes of pubertal disorders and
disorders of sex development (DSD), through systematic molecular analyzes of clinical samples. To
this end, we employed various molecular technologies including next-generation sequencing (NGS),
array-based comparative genomic hybridization (array CGH), microsatellite analysis, and
pﬁrosequencin .

The results of this study include the following. (i) We clarified the contribution of each known
causative gene to the etiology of gonadotropin deficiency and non-syndromic hypospadias. (ii) We
determined the role of the backdoor pathway in the androgen production of eumenorrheic women. (iii)
We identified a novel missence substitution of NR5A1 that induces testicular development in genetic
females. (iv) We identified a protein truncating mutation of NROB1 that underlies precocious
puberty.
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