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According to the research plan, we performed molecular biological analysis
including whole exome sequencing analysis using samples of 50 familiy of hereditary keratinyzation
disorders including congenital ichthyosis and palmoplantar keratoderma. As results, reported
pathogenic mutations (e.g. SDR9C7 and PHGDH) have been identified in several families. In addition,
we have reported that biallelic mutations in KDSR are implicated in an extended spectrum of
disorders of keratinization in which thrombocytopenia is also part of the phenotype. Mutations in
KDSR cause defective ceramide biosynthesis, underscoring the importance of ceramide and sphingosine

synthesis pathways in skin and platelet biology.
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