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Functional analysis of OCA4 mutant sequences using under white mouse melanocytes
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Oculocutaneous albinism Type 1V (0CA4) is the result of single gene mutation in
Solute Carrier Family 45 member 2 gene SLC45A2 .The clinical phenotypes of OCA4 patients vary
depending on their mutant %enotypes. Two of these mutations the p.D157N and the p.G188V alleles were
the first and second most frequently found variants in Japanese patients.l investigated the differential
complementation of defective melanin biosynthesis and the hypopigmentation in melanoc%tes (under white
cells; uw) established from an OCA4 mouse model by transfection with wild and mutant human SLC45A2 cDNA
sequences. Over-expression of normal human SLC45A2 protein in uw cells restored melanin production, while
the p.D157N-mutant,P.G188V-mutant protein failed.
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