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Significance of genomic diversity of NOX2 complex in onset and pathogenesis of
systemic lupus erythematosus
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Association of some missense variants in NCF1 and NCF2, components of NOX2
complex, with systemic lupus erythematosus (SLE) has been reported. However, due to the difficulties
in a genomic analysis of NCFl gene caused by the presence of pseudogenes with high homology,
association analysis of the variants distributed in the entire gene has not been reported. In this
study, using the long-read sequencing technology, we detected many NCF1 variants, several of which
showed a tendency towards association with SLE. With respect to NCF2, the association of the
missense variant previously reported in East Asian populations was confirmed in the Japanese
population. These findings suggested that the effect size of NOX2 complex variants in development of
SLE may be substantially larger than currently recognized.
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