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basal ganglia on MRI.
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A Case of Familial Creutzfeldt-Jacob Disease (V180I) Initially
Presenting with Depression

JaeJeong Joo, M.D., YoungSoon Yang, M.D., Jin Ho Kang, M.D., Sun Hwa Lee, M.D.,
Sang Won Ha, M.D., Jung Ho Han, M.D., Eun Kyung Cho, M.D., Doo Eung Kim, M.D.

Department of Neurology, Veterans hospital, Seoul Medical Center, Seoul, Korea

Creutzfeldt-Jakob disease (CJD) is a degenerative neurological disorder that is incurable and invariably
fatal. It is characterized by rapidly progressive dementia presenting with memory loss, personality chang-
es and hallucinations. The symptoms of CJD are caused by progressive death of neurons in the central
nervous system, which is associated with build-up of the abnormal prion proteins forming amyloids. In
human, CJD can be acquired genetically through a mutation of the gene encoding for the prion protein
(PRNP). This occurs in only 5-10% of all CJD cases. We report a 64-year old woman with CJD carrying
a V180l mutation that features late onset, rapid progression, no periodic sharp wave complexes on elec-
troencephalography, and cortical signal change and edema in bilateral frontotemporoparietal lobes and
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Fig. 1. Diffusion weighted MR images show cortical signal change and
edema in both frontotemporoparietal lobes and both basal ganglia. Both
cerebellum and occipital lobes are spared.

Fig. 2. T2 weighted MRl also shows cortical signal change and edema in
both frontotemporoparietal lobes and both basal ganglia. Both cere-
bellum and occipital lobes are spared.
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Fig. 3. Brain PET-CT shows marked hypometabolism in bilateral cerebral
hemispheres with sparing of the occipital regions and primary motor
sensory cortices.
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Fig. 4. MR spectroscopy shows decreased NAA peak and increased cho-
line peak in both frontotemporoparietal lobes and both basal ganglia.
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Fig. 5. EEG shows intermittent theta-to-delta range slow waves in both
cerebral hemispheres.
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Fig. 6. (A) DNA sequence at codon 180 of the PRNP gene from the pa-
tient (left) and a normal control (right). There is a point mutation caus-
ing a substitution of GTC(Val) by ATC(lle) at codon 180. (B) Homozygosi-
ty for methionine at codon 129 and homozygosity for glutamate at co-
don 219 are also identified in the sequence analysis of the PRNP gene
mutation of the patient.
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