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Identification of a new gene for 46,XY disorders of sex development
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The purpose of this study is to identify the responsible gene for our human
family cases with disorders of sex development, which is presumably a new entity with 46,XY and
ovarian tissue. Known genes for disorders of sex development were denied as a responsible gene by
using next generation sequencing technique. There are two 46,XY patients, and two non-affected 46,XY

adults and two non-affected 46,XX adults. Assuming that persons with a mutation develop or do not
develop this DSD disorder in 46,XY or 46,XX, respectively, three genes were candidate for the
responsible gene based on the whole Exome sequencing of all the six family members and on the
results of In-Silico analysis. We confirmed the expression of the three genes in mouse fetal gonads
and knock-out /variant knock-in mouse are being created.
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The purpose of this study is to identify the responsible gene for our human family
cases with disorders of sex development, which is presumably a new entity with 46,XY
and ovarian tissue. Known genes for disorders of sex development were denied as a
responsible gene by using next generation sequencing technique. There are two 46,XY
patients, and two non-affected 46,XY adults and two non-affected 46,XX adults. Assuming
that persons with a mutation develop or do not develop this DSD disorder in 46,XY or
46,XX, respectively, three genes were candidate for the responsible gene based on the
whole Exome sequencing of all the six family members and on the results of In-Silico
analysis. We confirmed the expression of the three genes in mouse fetal gonads and
knock-out /variant knock-in mouse are being created.
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