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Evaluation of the skin cancer risk among heterozygotes bearing a founder mutation al
lele unique to a Japanese population at xeroderma pigmentosum group A (XPA) gene

Hirai, Yuko
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The aim of this study is to evaluate the cancer risk of heterozygotes by comparing
the frequency of heterozygotes bearing a founder mutation in the XPA gene in nonmelanoma skin cancer pati
ents to control population, by taking advantage of the fact that a founder mutation at the XPA gene exists
at a relatively high frequency among the Japanese population and can be found easily using the PCR-RFLP m
ethod.
We found 5 heterozygotes among 682 individuals in a control population and 13 heterozygotes among 915 nonm
elanoma skin cancers. There was no statistically-significant difference between the frequencies of both gr
oups. Although the frequency obtained from our previous study implies that there are about 1 million heter
ozygotes of the XPA founder mutation in the Japanese population, this study revealed that the frequency of
heterozygotes of XPA founder mutation was not higher among nonmelanoma skin cancers than that in the cont
rol population.
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