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Application of long-read sequencing technologies to investigate
epilepsy-associated genes
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To investigate the presence of a variant that remained unrecognized by
standard genetic testing, we developed an analysis pipeline for long-read sequencing data. Using
this pipeline, causal variants were newly identified in a difficult-to-sequence region characterized

by GC-rich and repetitive sequences, suggesting the utility of this methodology for medical
research. We also revealed previously unrecognized variability in the repeat size, configuration and
composition of repeat expansion mutations that cause certain type of epilepsy.
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