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Development of mutation calling tool
which identifies SNP and INDEL targeting eubacteria
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Abstract: Identifying mutations in genome DNA sequences is one of most fundamental methods to diagnose
or predict hereditary disease or cancer. The technology of specifying mutation is called ”mutation calling”,
and is one of the most important technologies in genomics.
Although the highly precise mutation calling is needed for pinpointing mutation, the present mutation call-
ing process has low accuracy and there are some problems. In a certain alignment algorithm, INDEL is
undetectable; and the precision of SNP calling falls by raising accuracy of INDEL calling. Therefore, two or
more analyses with different tools are recommended, but it causes increasing time and cost. To solve these
problems, it is necessary to develop a mutation calling tool with higher-precision.
The purpose of this research is to build the mutation calling tool which can detect SNP and INDEL simulta-
neously with high precision. We investigated some problems of the mutation calling by the known procedure
and created a new tool with original algorithm. Moreover, accuracy verification of our tool was performed by
analysing two eubacteria. As a result, it enabled the INDEL calling which does not lower the accuracy of SNP
calling, and identifying of INDEL which was not detectable in the mutation call by the known procedure.
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