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[H HY(Objective)]
A GGC repeat expansion in the 5 untranslated region of MITCHZNLC 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

U 72 & QN i (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 MOTCHZNLC. 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.

(¥ ¥H(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.
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EARLIE, BAROE®EAN—ZAOBMEL EE L T2 25— Fo58F ZxSRIcmBEENE KR (NIID) OFEE
FE L. 9 HIFICNOTCHNLCEE FDGGCY B — MEEZRE L, ZHbDEFINTILARE, #1155, OR
BREDEMEREZZL., WTFHLOWRBEIC ORI THAMREEHEEROBRRSEFIIBOONR 27205, 14
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FEMERANIIDOWIFIER Th D EEME AR LI AZEIL, NIIDOFRBRM ALY MERILET S & & bic, BHE
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