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Elucédation of role and mechanism of untranslated region on genome in arrhythmia
syndrome
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Genetic analysis is usuallﬁ performed in the coding region and the
contiguous sequence. However, patients with arrhythmia syndrome who identified some mutations in
causal genes are rare. In a recent study, about 70~80% of the genome was shown to have biochemical
functions. In the present study, we resequenced the promoter region of SCN5A, which encodes the
cardiac sodium channel alpha subunit, in 1298 patients with various arrhythmias. Functional analysis
of the promoter activity of identified variants decreased compared with the wild-type sequences.
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