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Identification and characterization of novel mutations underlying
autoinflammatory diseases showing pernio-like eruptions
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Since a heterozygous mutation in IFN regulatory genes, which have not been
reported to be associated with any disease, was identified in a father and son who had recurrent
fever and chilblain-like skin rash since infancy, functional analysis of the mutation was performed.

The father- and son-derived samples showed abnormal IFN responses, but the same responses were not
found in the gene-mutated cultured cells. Genetic analysis was performed on a case with generalized
infiltrative erythema shortly after birth and cases with recurrent auricular chondritis and erythema

multiforme-like skin rash in later life, and they were diagnosed as SAMD9L-associated
autoinflammatory disease (SAAD) and VEXAS syndrome, respectively. In addition, genetic analyses have
been performed on a young child with recurrent multiﬁle panniculitis, an adult with progressive
facial localized lipoatrophy, and an elderly male with severe pernio-like skin rash, and the

pathogenicity of candidate genes is being examined.
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