©
2013 2015

Molecular biological analysis of genome wide paternal uniparental disomy
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In uniparental disomy (pUPD) of the 11 chromosome with Beckwith-Wiedemann
syndrome, we identified seven cases of genome wide uniparental paternal disomy (GWPUPD). GWPUPD was
complicated for tumorigenesis, mental retardation and congenital heart disease. We whole exome analysis
and performed methylation analysis about GWPUPD 4 cases. We detected many mutations of autosomal
recessive gene, and cystinuria developed in one subject. In addition, methylation abnormality was
detected to multiple imprinting locus including 11p15.5. We revealed that GWpUPD influenced both
autosomal recessive genes and multiple imprinting genes.
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