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Revertant mosaicism in autoinflammatory skin diseases
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Pityriasis rubra pilaris type 5 is a refractory autosomal dominant skin
disease with few effective treatments. In this study, we for the first time revealed that patients
with pityriasis rubra pilaris type 5 have dozens of clinically and histopathologically normalized
small skin spots. We then confirmed reversion of the pathogenic mutations only in DNA extracted from

epidermis. Whole-genome SNP analysis revealed that homologous recombination is the major mechanism
of the mutation reversion. Homologous recombination is utilized when DNA double strand breaks occur.
However, mutant CARD14 neither increased DNA double strand breaks nor promoted homologous
recombination when DNA double strand breaks occur.
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