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Pathologic clarification and development of new medicine for imprinting
disorders in terms of hydroxymethylation
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5-hydroxymethyl cytosine (5hmC) has been noted as an intermediate metabolite
in DNA demethylation reactions. The purpose of this study is to elucidate how 5hmC is involved in
pathogenesis of imprinting disorders caused by methylation defects. We analyzed patient-derived iPS
cells for disease model and placenta to clarify the dynamic behavior of 5hmC. The overall 5hmC
content in iPS cells was increased compared to the skin fibroblasts. In addition, placenta had a
higher content of 5hmC as compared to blood, and in particular, 5hmC was concentrated in the
imprinting control regions in placental genome.
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TSS: transcription start site, UTR: untranslated region
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