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Rapid diagnosis of xeroderma pigmentosum
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Xeroderma pigmentosum (XP) is a rare disease that has extraordinary
photosensitivity and the skin-cancer predisposition with an autosomal recessive inheritance. Compromised
nucleotide excision repair (NER) activity is known to be the cause of several photosensitive disease
including XP. NER activity are divided into two subtypes, one is "unscheduled DNA synthesis (UDS)*, and
the other is "recovery of RNA synthesis (RRS)" that is a specific measure of the transcription-coupled
repair. Until very recently, reliable methods for these assays involved measurements of incorporation of
radio-labeled nucleosides. We recently develoEed nonradioactive assay utilizing the alkyne-nucleosides,
such as 5-ethynyl-2"-deoxyuridine (EdU) for thymidine alternatives in UDS and 5-ethynyuridine (EU) for
uridine in RRS. With an integrated image analyser, we determined the incorporation of EdU as well as EU,
which reflected a repair activity of the patient™s dermal fibroblasts.
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