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Adult-onset Neuronal Intranuclear Inclusion Disease Presenting with Intermittent
Visual Disturbances and Right Hemiparesis: Clinical Significance and Diagnostic
Approach
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Address for correspondence Neuronal intranuclear inclusion disease (NIID) is a rare neurodegenerative disorder
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Severance Hospital, Yonsei University man presented with a transient visual field defect and hemiparesis. Based on characteristic
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genetic testing. This case emphasizes the importance of comprehensive clinical phenotype
analysis and accurate genetic diagnosis.
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A AA| ZHHEAAH (neuronal intranuclear inclusion ed region)oA GGC AFai4te] HhE. &F4fo] NIID2| 77414
disease, NIID)<= A1BA 3o} AM2L O] & tjof] TAMY BAA]  AQlC R WA FH4 AP} AdoflA F83% AT
7t EA45H= Aol EXARI S| AT AAEPATO 2 Q1x)7]5 SRl Tk 0]9)ofl | magnetic resonance imaging (MRI)
Aol ZFAQ1 WA, A AIGA ol 5 ThFst Al A ol dZ ollA] wE-wE AR (corticomedullary junction)el] A%
SyFotn 4991t Aof HoflA] WEek 4= Qlrt! TATAEO] F7PE HEEE Zlo] AFAR I AHCE 2

NIIDE 94 54 2 94 4do] oA Yehy] gz 7] Ado] $83 GAS AlFedch®® I8 Y% gxtohe
o Ztst= Zlo] ofds] ol IAZ ol Qrk? T A olT YA Ado] HABH o E Yehtal £EjE F7|AYE B
ofl4}= NOTCH2NLCRAAS] 5" Bl J(5" untranslat-  AgEC 2= 9HE gHo] FQIE|A] 9k 4= Qlo] Ztho] of#f&
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Figure. Findings of brain magnetic resonance imaging (MRI). (A) shows high-intensity signals in the cortico-white matter junction in left
hemisphere (white arrows) in DWI in 2020, along with mild WMH in FLAIR images. (B) shows increased extent of band-like diffusion restric-
tion lesions and increased high-intensity signals in the FLAIR images in It. cerebral hemisphere (red arrows) in 2023. (C) Immunohistochem-
ical staining of skin sample (x800) shows ubiquitin week positive intranuclear inclusion in a sweat-gland cell (black arrow). (D) Triple re-
peat-primed polymerase chain reaction analysis revealed GGC repeat expansions in NOTCH2NLC. DWI, diffusion-weighted imaging; WMH,
white-matter hyperintensities; FLAIR, fluid-attenuated inversion recovery.
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