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Elucidation of the pathological significance of a novel PSMB9 mutation in a
sporadic case with Nakajo-Nishimura syndrome-like symptoms

Kunimoto, Kayo

3,600,000

PSMBY
8 yo&T NK
PRAID

PSMB9
PRAAS PRAID
PSMB9

In a case with a novel heterozygous PSMB9 mutation, no apﬁarent reduction of
proteasome enzyme activity or ubiquitin accumulation was found, and it was thought that an unknown
mechanism, not a simple dysfunction of the proteasome, contributes to the onset of autoinflammation.
As a new patient with the same mutation have been found to show immunodeficiency with reduced
peripheral blood CD8 and y & T cells, defective NK cells and persistent polyoma virus infection,
which were commonly observed in the mutation-knockin mice, the disease has been designated as
proteasome-related autoinflammation and immunodeficiency disease (PRAID).
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