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[T RCTE 72 & OEFBIITT LoD & & I 2 AT RRSNE & T %
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CHIBITE 2R R BITARREE B 572, 5 A FAJICIEE CH
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LHIRAEEHR HITW 2 5285, WS ESA SN R
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FEHE AL D o7z, H)Em TR E 12 MMT3 L~V T
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Fig. 1 Brain MR images (diffusion-weighted images).

High intensity areas in the cerebral cortex, left putamen and caudate nucleus, and bilateral
thalamus were observed in diffusion-weighted images (DWI) (T; TR 8,000 msec, TE 67.50 ms).
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A case of Creutzfeldt-Jakob disease with a double mutation (V180I/M232R) in the PRNP gene

Kishin Koh, M.D.?, Ryusuke Takaki, M.D.”, Michiaki Miwa, M.D.”,
Takamura Nagasaka M.D., Ph.D.”, Kazumasa Shindo, M.D., Ph.D."” and Yoshihisa Takiyama, M.D., Ph.D."”

YDepartment of Neurology, Faculty of Medicine, University of Yamanashi

Creutzfeldt-Jakob disease (CJD) presents with rapidly progressive dementia associated with several symptoms
including pyramidal, extrapyramidal, and cerebellar signs. In Japan, patients with PRNP gene mutations comprise 18.3%
of CJD cases. In the present study, we report a 74-year-old man with a double mutation in the PRNP gene. He showed
dysarthria, gait disturbance, and cognitive impairment. High signal intensity was observed in the bilateral cortex on brain

MRI in diffusion-weighted images. There were high total Tau protein and 14-3-3 protein levels in the cerebrospinal fluid.
We diagnosed him as having C]D clinically, and analyzed the PRNP gene, which revealed a V180I mutation and a M232R
one, i.e., a compound heterozygous status. In our patient, the disease has very slowly progressive (total disease course,
37 months). The V1801 and M232R mutations are specific mutations to Japanese CJD patients. For patients with a double
PRNP gene mutation, only V180I and M232R have been known. Patients with a double mutation (V1801 /M232R) in the
PRNP gene might show an atypical disease course with a slow progression.

(Rinsho Shinkeigaku (Clin Neurol) 2015;55:424-427)
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