©
2019 2021

WPW

Exploratory research of causal genes by whole-exome sequencing in patients with
familial WPW syndrome
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We conducted search for causal genes in 8 families with familial WPW

syndrome by whole-exome sequencing. Only one family identified a pathogenic variant of PRKAG2 gene,
already known as the causal gene of familial WPW syndrome. A missense mutation in a causal gene
(gene X) of hypertrophic cardiomyopathy was confirmed in one family with WPW syndrome for more than
3 generations. There was no report of WPW syndrome caused by this gene variant, it was considered to
be a novel phenotype. The causal gene couldn®t detect in the other 6 families.
We planned an experimental functional analysis to prove that the pathogenic variant of gene X
presents with WPW syndrome. We planned to create a model mouse using CRISPER-Cas9 and detect
supraventricullar tachycardia caused by WPW syndrome with an implantable electrocardiograph, but we
couldn®t realize due to equipment and financial problems.
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