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Exhaustive mutation analysis and functional study of hereditary pigmentation
disorders
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Hereditary pigmentation disorders (HPD) are a group of genetic disorders
caused by mutations in genes associated with melanin synthesis or migration of melanocyte. Some of
the subtypes are associated with severe complications, indicating that DNA-based diagnosis is very
important. However, some patients with rare subtypes of HPD need exhaustive genetic examination.
This time, we succeeded in diagnosin? such patients using whole-exome sequencing (one of the methods

of exhaustive genetic analyses) followed by analyzing their hair samples morphologically and
chemically. The analysis of their hair samples provided us the impact of the dysfunctions of the
mutated gene products on the maturation of melanosomes and melanin levels and composition.These
results have been reported in an English journal.
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