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Familial Creutzfeldt-Jakob Disease with V1801 Mutation Presented

with Broca’s Aphasia

Jeongyeon Kim, MD, Deok-Soo Lee, MD, Kyung Won Park, MD

Department of Neurology, College of Medicine, Dong-A University, Busan, Korea

Familial Creutzfeldt-Jakob Disease (fCJD) is characteristic with older age onset, relatively low occurrence rate, slower

progression and lower possibility of developing myoclonus, cerebellar, pyramidal signs and visual disturbance compared

with classical sporadic CJD. We report a case of 75-year-old male patient presented with sudden onset of right side weakness
with Broca's aphasia who has been diagnosed with fCJD with V180 mutation. This case indicates that fCJD with V180I

mutation can have stroke-like initial presentation.
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Figure 1. (A) Axial DWI, (B) FLAIR. Brain
MRI showing high signal intensities in left
frontotemporoparietal cortex, left basal
ganglia, right medial temporal and medial
frontal area. DWI; diffusion-weighted
imaging, FLAIR; fluid-attenuated inversion

recovery, MRI; magnetic resonance imaging.
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Figure 2. Sequencing data of PRNP showing valine (GTC) replaced by isoleucine (ATC) at codon 180 (V180I) (arrow in left image) which are
enlarged in right side. GTC; guanine, thymine, cytosine, ATC; adenine, thymine, cytosine, G/A; guanine/adenosine, PRNP; prion protein.

Figure 3. " HMPAO brain perfusion SPECT showing hypoperfusion in left temporal, left frontoparietal, limbic area and left insula. HMPAO,;
hexamethylpropyleneamine oxime, SPECT; single-photon emission computed tomography.
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