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Nakajo-Nishimura syndrome is a condition clinically similar to progeria,
characterized by lipoatrophy that leads to emaciation and premature death. It is a unique
hereditary inflammatory and wasting disease, and was registered as a designated incurable disease in

2011 as a hereditary autoinflammatory disease.
The disease"s etiology involves a dysfunction of proteasomes, which are responsible for breaking
down unnecessary proteins, although the exact mechanism remains unknown. In this study, we created a
mouse model of Nakajo-Nishimura syndrome to elucidate the pathogenesis of the disease.
The mice exhibited decreased survival, lipoatrophy and abnormal Immunocompetence, mirroring the
characteristics of Nakajo-Nishimura syndrome. Currently, there is no known treatment for this
short-lived disease. However, the utilization of this mouse model holds the potential for future
advancements in developing treatments for Nakajo-Nishimura syndrome.
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Generation and characterization of the Psmb8 G201V mutation knock-in mice as a model for Nakajo-Nishimura syndrome
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