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Breakpoint analysis of balanced chromosomal abnormalities by long-read sequencer

Murakami, Hiroaki

3,200,000

The balanced chromosomal abnormalities, which do not exhibit apparent
deletions or duplications, are challenging to analyze using traditional genomic technologies. The
precise identification of breakpoints is difficult, resulting in many undiagnosed patients with
balanced chromosomal abnormalities. In this study, we explored the clinical utility of long-read
sequencing analysis for such abnormalities. Four cases were analyzed, and genetic causative genes
could be identified in two of them. This study highlights the clinical benefits of long-read
sequencers in identifying balanced chromosomal structural variants.
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