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Underlying mechanisms for immune disorders caused by proteasome dysfunctions

Kaisho, Tsuneyasu
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A novel heterozygous missense variant (p.G156D variant) was commonly
detected in the gene encoding the proteasome subunit betali in two patients showing autoinflammatory
manifestations with acquired immune deficiency. This variant was introduced into mice and analyzed.
In the heterozygous mutant mice, acquired immunodeficiency was reproduced and, concerning the
innate immune cells, monocytes and neutrophils were increased in number. The results led us to
propose a new disease category, proteasome-associated autoinflammatory syndrome with
immunodeficiency.
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