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Epigenetic analysis in patients with pubertal disorders.
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We performed epigenetic analysis in patients with pubertal disorders,
including central precocious puberty (CPP). CPP is a rare multifactorial disorder and can occur as a
result of monogenic mutations. The association between epigenetic defects of MKRN3 and CPP has yet
to be determined. We performed genetic and epigenetic analyses of MKRN3 in 24 Asian patients with
CPP. We identified an MKRN3 gene mutation in one of 24 patients and epigenetic defects in no
patient. The mutation-positive patient exhibited CPP from 5 years of age. This study revealed the

frequency and phenotypic consequences of MKRN3 abnormalities.
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