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Development of presumptive diagnostic methods for germ line mosaic variants

using low frequency mosaic variants detection technologies

Kato, Mitsuhiro
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The frequency of germline mosaic variants varies from disease to disease,
and the frequency is often unknown, which is a hindrance to accurate genetic consultation. The
purpose of this study is to develop diagnostic methods for low-frequency somatic mosaic variants and
contribute to more accurate genetic counseling. We analyzed the causative genes for neurological
diseases in children and identified 185 variants in 3 years. Mosaic was confirmed by digital PCR
using a sample of a mother whose sample was initially considered to have no variant. A mosaic
variant that was overlooked by the Sanger method was confirmed by digital PCR, and the mosaic rate
was clarified. Accurate information is critical for genetic counseling in serious diseases, and
analysis by Digital PCR would be recommended.
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