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Establishment of diagnostic center for photosensitive genodermatoses with
deficient DNA repair
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Hereditary photodermatoses, xeroderma pigmentosum (XP) and Cockayne syndrome

(CS), caused by congenital functional defects in the nucleotide excision repair (NER) system or the
translesion synthesis (TLS) system, are both rare intractable diseases improved by the Japanese
government. We have been developing XP genetic medicine for more than 20 years since 1998. For these
3 years (2018-2020), we analyzed 35 possible XP cases and 11 possible CS cases and newly confirmed
13 XP and 4 CS cases. In addition, we could observed genotype-phenotype correlation. Molecular and
cellular diagnosis of XP and CS in our laboratory is an important mission for taking care of
patients with XP/CS and improving their families’ quality of life in Japan.
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