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Genetical and pathological study of neuronal intranuclear inclusion disease
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As a result of analysis with a long-read next-generation sequencer, the GGC
repeat sequence of the NOTCH2NLC gene on chromosome 1 was expanded only in NIID patients, and within
the area that the result of linkage analysis showed a high LOD score. From this, we concluded and
announced that the expamsion of the GGC repeat sequence of the NOTCH2NLC gene is the cause of NIID.
Furthermore, in collaboration with the IGBMC Institute in France, we created a model mouse that
highly expresses polyglycine protein, which is synthesized by extending the GGC repeat sequence of

the NOTCH2NLC gene, and these mice present pathological change and symptoms such as motor
dysfunction. It was clarified that pathological change of NIID occurred by polyglycine protain, and
a paper was published.
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