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LIPH C30RF52

Analysis of functional relationships between LIPH and C3orf52 responsible for
woolly hair

Asano, Nobuyuki
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In this study, expression vectors of wild-type LIPH and five mutant LIPH
proteins were generated and Western %Iotting was performed in an overexpression system in cultured
cells. The results showed that the three mutant LIPH proteins were not secreted out of the cells at
all. Next, an expression vector of wild-type C3orf52 was generated and co-immunoprecipitated with
wild-type LIPH and mutant LIPH. The results showed that only the C-terminal mutation, V437Gfs*4,
showed significantly-reduced affinity to C3orf52, while the binding ability of the other mutations
was comparable to that of the wild type. Further co-IP assays showed that LIPH and C3orf52
interacted via their C-terminus. We also showed that C3orf52 was mainly expressed at the Henle' s
layer in human hair follicles. Finally, we performed functional analysis for the effects of mutant
LIPH on the downstream signaling pathways. We found that downstream TGFa secretion was markedly
reduced in all the mutant LIPH analyzed.
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