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The results of this research can be summarized in the following three
points. (1) Elucidation of etiology for autosomal recessive congenital ichthyosis patients and
aggregation of patient information/samples: We have accumulated autosomal recessive congenital
ichthyosis patients nationwide and have identified causative gene mutations in a large number of
patients. We have collected the patients’ clinical and genetic information together with biological

samples. (2) Elucidation of the pathophysiology of autosomal recessive congenital ichthyosis: We
have created autosomal recessive congenital ichthyosis model mice in which causative gene mutations
are knocked in. We have analyzed the mice to clarify the pathogenic mechanisms of the disease. (3)
Development of etiology-targeting treatments for autosomal recessive congenital ichthyosis: Using
the above-mentioned model mice, effectiveness of existing agents to autosomal recessive congenital

ichthyosis was evaluated.
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