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Chemical chaperone therapy for oculocutaneous albinism
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Oculocutaneous albinism (OCA) is an autosomal recessive disease
characterized by reduction or complete lack of melanin pigment in the skin, hair and eyes. In this
study, we firstly investigated the intracellular localization of Japanese OCA1A missense mutants
tyrosinase using immunohistochemical staining and western blotting. R77Q, R239W, D383N, P431L mutant

tyrosinases retained within the ER, while H211Y mutant tyrosinases were partially transported to
the Golgi apparataus. Secondly, we explored the possibility of chemical chaperone therapy for
Japanese OCAl1A missense mutants, and found that HelLa cells that express P431L tyrosinase mutant are
able to retain the DOPA oxidase activity by the addition of a tyrosinase inhibitor in a
dose-dependent manner. These results led to the conclusion that chemical chaperone therapy may be
helpful for a fundamental treatment for OCAl with P431L missense mutation.
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