
Title
Psychiatric-onset neuronal intranuclear
inclusion disease in a psychiatry-based
dementia-enriched cohort in Japan

Author(s) 宮本, 哲愼

Citation 大阪大学, 2025, 博士論文

Version Type

URL https://hdl.handle.net/11094/103125

rights

Note

やむを得ない事由があると学位審査研究科が承認した
ため、全文に代えてその内容の要約を公開していま
す。全文のご利用をご希望の場合は、<a
href="https://www.library.osaka-
u.ac.jp/thesis/#closed">大阪大学の博士論文につい
て</a>をご参照ください。

The University of Osaka Institutional Knowledge Archive : OUKA

https://ir.library.osaka-u.ac.jp/

The University of Osaka



[Format-P02] 

 

論  文  内  容  の  要  旨  

Synopsi s  o f  Thes i s  
 

氏  名  
N a m e  

宮本 哲愼 

論文題名 

Title 

Psychiatric-onset neuronal intranuclear inclusion disease in a psychiatry-based  
dementia-enriched cohort in Japan 
(精神科認知症コホートで見出された精神症状で発症する神経核内封入体病) 

論文内容の要旨 

〔目 的(Objective)〕 

A GGC repeat expansion in the 5' untranslated region of NOTCH2NLC is a genetic cause of Neuronal 

Intranuclear Inclusion Disease (NIID) that exhibits cognitive, motor, and autonomic dysfunction. Our 

objective is to determine whether there are undiagnosed NIID cases in a psychiatry-based dementia-

enriched cohort and to identify their clinical characteristics. 

 

〔方法ならびに成績(Methods/Results)〕 

Methods  

Design Retrospective clinical cohort study. Genomic DNA and clinical information were collected with 

written informed consent. Setting Inpatient and outpatient psychiatric clinic in a University Hospital 

in Osaka, Japan. Participants 958 cases were clinically classified according to the International 

Classification of Diseases (ICD)-10 system. Measurements Genetic analysis with Repeat-Primed PCR and 

Amplicon-Length PCR were performed.  

 

Results  

Of the 958 cases, three were confirmed to have an aberrant GGC repeat expansion in NOTCH2NLC. Cases 1 

and 2 had preceding anxiety and depressive episodes, and one of these cases also had a mild cognitive 

impairment. Case 3 met the diagnostic criteria for progressive supranuclear palsy. All the three cases 

lacked hyperintensity at the corticomedullary border on diffusion-weighted MRI, which is known as a 

characteristic for NIID. Interestingly, one case exhibited the corticomedullary hyperintensity later 

in the disease course with apparent neurocognitive decline. All three cases exhibited mix of slow 

waves in electroencephalogram and elevated total protein level in cerebrospinal fluid. 

 

〔総 括(Conclusion)〕 

NIID is a rare cause of cognitive dysfunction in a psychiatry-based dementia-enriched cohort in Japan. 

Our data implicate psychiatric symptoms can be prodromal or early manifestation of a subset of NIID 

cases, thereby extending its phenotypic spectrum. 

 




