(®)
2019 2021

The role of hydroxymethylation in imprinting diseases caused by abnormal
methylation

Yamazawa, Kazuki
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The purpose of this study was to elucidate how hydroxymethylation is
involved in the pathogenesis of imprinting disorders caused by methylation defects. In the course of
our analysis, we identified a previously unreported methylation abnormality in a patient with
growth failure and reported it as a novel imprinting disorder. In addition, methylation bead array
analysis was completed in bisulfite-treated specimens from 430 cases of imprinting disorders. In the
future, we plan to carry out methylation bead array analysis of oxidative bisulfite-treated

specimens to elucidate the actual status of "hydroxymethylome".
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