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Identification and functional elucidation of novel causative genes in patients with
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The purpose of this study was to identify genetic defects in patients with disorde
rs of sex development (DSD). We performed next generation sequencing and array-based comparative genomic h
bridization.
¥he results obtained from 257 DSD patients included the following findings. 1) Of 47 patients with the sev
ere DSD, 8, 29 and 4 had causative mutations, candidate mutations and submicroscopic chromosomal deletions
, respectively. 2) Of 150 patients with the hypospadias, 7 and 23 carried causative mutations and disease
susceptibility polymorphisms, respectively. 3) A patient with_hypogonadotropic hypogonadism was shown to h
ave a frameshift mutation in FGF8. These data provided novel information about molecular basis of DSD.
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