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Identification of novel disease-causing gene mutations in patients with
UV-sensitive syndromes
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Nucleotide excision repair (NER) removes DNA lesions generated by
ultraviolet irradiation. Xeroderma pigmentosum and Cockayne syndrome are the representative
disorders associated with NER deficiency.

We performed DNA repair assays on potentially NER-deficient cases without definite diagnosis
before, and we aimed to identify new disease responsible genes. From the screening, we found two
intriguing cases.
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