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Construction of complementary genetic testing system for Mendelian genetic
disease and social implementation in genetic medicine
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MugCap (Multiple gene competitive amplification)
Long-PCR based NGS (Next generation sequencing)

break point

In Japan, genetic testing for Mendelian inherited diseases has not been
widely used because clinical testing companies can not supply the tests due to the discrepancy of
the cost for testing and the insurance fee. In addition, there are several gene mutations that can
not be detected only by conventional methods, determining the sequences of whole coding regions and
exon-intron boundaries. In this study, we developed MugCap (Multiple gene competitive amplification)

and Long-PCR based NGS (Next generation sequencing) and combined them complementarily to construct
a more comprehensive gene testing system. This system can detect low frequency mosaic mutation and
splicing mutation due to deep intronic substitution. Also, these developed methods can keep the low

ﬁost_oflexamination, and whole examination system is provided at low cost to patients who visit our
ospital.
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CHIPS (CEL nuclease mediated heteroduplex incision with
polyacrylamide gel electrophoresis and silver staining)
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