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Establishment of an _efficient gene testing system for hereditary pigmentation
disorders and functional analysis using genome editing technology
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We successfully made up a new system which can screen gene mutations
associated with hereditary pigmentation disorders such as oculocutaneous albinism, piebaldism, and
dyschromatosis symmetrica hereditaria. This system is based on sequencing by next generation
sequencer, thus, we can identify gene mutations rapidly, accurately, and exhaustively. In fact, we
couAd_detect rare mutations in patients of which we had failed in gene diagnosis by a previous
technique.

Furthermore, we clarified the functional meaning of a new gene mutation as well as a part of
function of the gene by using a genome-edited mouse model reflecting the genetic conditon of the
patient.
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