2018 2020

SNV

Development of integrated pathogenicity prediction system using single
nucleotide variants (SNVs)
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The nucleic acid sequence of a human gene is translated to the protein
sequence. Some single nucleotide mutations change the corresponding amino acids, and the changes
have the potential to damage the protein functions and may cause a sort of pathogenicity. In
recently reported single nucleotide mutations detected from the whole genome sequences of patients,
there are many mutations of undetermined significance. In this study, we developed the web service
of pathogenicity prediction to the single nucleotide mutations of undetermined significance, and
published the paper. The web service is called InMeRF https://www.med.nagoya-u.ac.
Jp/neurogenetics/InMeRF/
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