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Elucidation of pathomechanism for vascular Ehlers-Danlos syndrome using a
comprehensive approach
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Ehlers-Danlos syndrome (EDS), classified into 14 subtypes, is characterized

by tissue fragility. Vascular EDS can cause fatal complications such as arterial lesions and sigmoid
colon rupture. The aim of this study is to elucidate pathomechanism comprehensively for vascular
EDS through innovative genetic analyses based on next-generation sequencing (NGS).
A patient with vascular EDS caused by a pathogenic variant detected by copy number variation
analysis using NGS data was published in an international journal. No variant was detected either by
long-read NGS structural analysis using whole genome or CRISPR/Cas9-based products, or by long-read
NGS analysis using long-PCR products from skin fibroblast-derived mRNA or genomic DNA for detecting
deep intron variants as well as variants at regulatory regions.
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