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Elucidation of pathogenic mechanisms of disorders of sex development using
systematic molecular analysis
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We performed systematic molecular analysis in patients with disorders of

sex development(DSD). Remarkable findings as follows: 1)ldentical NR5A1 mutation was found in 2 of 8

patients with testicular/ovotesticular DSD. As the results of functional analyses, we showed for
the first time in the world that, this specific mutations in NR5AL was likely to causes for
testicular development in genetic female. 2) GATA4 gene analysis was performed in 119 patients with
46,XY DSD. As the results of functional analyses, we found that a mutation identified In one case
might be involved in the onset. This study demonstrate that GATA4 mutations are rare in patients
with 46,XY DSD. 3) In addition to the above, principal investigator contributed to the preparation
of eight scientific papers.
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