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Elucidation of the molecular mechanism of SLE onset due to a novel mutation in

the PIK3CD gene
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A novel PIK3CD gene mutation was identified in SLE patients with a history
of multiple autoimmune diseases. Active mutations in the PIK3CD gene have been reported to present
with congenital immunodeficiency syndrome and are associated with autoimmune disease in
approximately 40%. We investigated the possibility that SLE was caused by the novel PIK3CD gene
identified this time. When a mouse T cell line was used to test whether the novel PIK3CD gene
mutation was a gain-of-function mutation, it was found to be a gain-of-function mutation.
Furthermore, in zebrafish into which a novel human PIK3CD gene mutation was introduced, a mass was
formed at the gene transfer site. This revealed that this mutation caused cell proliferation.
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