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Determination of Pathogenic Variants in Inherited Arrhythmia Syndromes and the
Realization of Personalized Medicine Based on Genetic Information
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A comprehensive genetic analysis was performed using next-generation
sequencing on 92 cases of congenital long QT syndrome (LQTS), 73 cases of dilated cardiomyopathy,
162 cases of hypertrophic cardiomyopathy, and 32 cases of early-onset conduction disorders, all of
which are significant causes of sudden cardiac death. As a result, pathogenic variants were found in

115 out of 359 cases (32%).

In type 1 LQTS, about 30% of variants of uncertain significance were found in KCNQl. To clarify
their clinical significance, the role of the zebrafish cardiac arrhythmia model was investigated. It
was revealed that this model is useful for determining the pathogenicity of loss-of-function
mutations.
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