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Sporadic Creutzfeldt-Jakob disease (CJD) is a rare pro-

gressive spongiform encephalopathy, which is characterized

by a clinical presentation of rapidly progressive dementia,

ataxia, myoclonus, visual disturbances, and various move-

ment disorders.1 One third of the patients initially present

with nonspecific complaints of general weakness, sleep dis-

turbance, or decreased appetite. Another third initially have

cognitive deficits, such as memory loss, confusion, or behav-

ioral abnormalities. Remaining patients initially have focal

neurologic signs, such as ataxia, aphasia, visual disturbance,

or hemiparesis.2 Although involuntary movements common-

ly occur in the course of the disease, it is rare for them to

occur as an initial manifestation in sporadic CJD.3

We report a unique patient who showed focal dystonia as

the only presenting symptom of probable CJD and without

striatal involvement on brain magnetic resonance imaging

(MRI). 

CASE REPORT

A 40-yr-old man was admitted to the hospital due to a 2-

week history of blurred vision and twisted posture on the

neck and left upper extremity. He had no medical illnesses

or family history of neurological diseases. He did not have

behavioral change or emotional instability. The Mini Men-

tal State Examination (MMSE) was 29 out of 30, which sug-

gested that cognition was normal. His dystonic posture was

shown on the left upper extremity; the arm was flexed and

abducted, and the wrist was flexed and the ulnar deviated;

the fingers and thumb were flexed at rest. He could actively

extend his fingers and wrist. Other movement disorders were

not shown, including myoclonus and choreoathetosis. On

ophthalmological test, there were no obvious abnormalities.

Laboratory test results, including complete blood count,

erythrocyte sedimentation rate, C-reactive protein, chem-

 100 100

Dementia and Neurocognitive Disorders
2010; 9: 100-2

Sporadic Creutzfeldt-Jakob disease (CJD) is a rare progressive spongiform encephalopa-
thy. Involuntary movements commonly occur in the course of sporadic CJD, but focal dysto-
nia alone as an initial manifestation is rare. We described a 40-yr-old man who presented with
a 2 week history of focal dystonia in the neck and left arm. Interestingly, diffusion-weighted
images revealed high signal intensities in the right temporal, posterior parietal, and occipital
cortices rather than in the striatum. 
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istry, vitamin B12, folate, anti-HIV, VDRL, thyroid function

test, were normal. A cerebrospinal fluid (CSF) study revealed

an opening pressure of 130 mm of CSF, white blood cell

(WBC) count 1 cell/mm3, proteins 85 mg/dL, and glucose

136 mg/dL. The CSF studies including herpes simplex virus,

cytomegalovirus, Epstein-Barr virus polymerase chain reac-

tions, cryptococcal antigen, cytology, acid-fast bacilli, fun-

gal, viral, and bacterial stains and cultures were unremark-

able. The brain MRI revealed high signal intensity lesions

in the right temporal, posterior parietal and occipital lobe

without striatal involvement on diffusion-weighted images

(Fig. 1). An electroencephalogram (EEG) showed periodic

lateralized epileptiform discharges in the right hemisphere

with background slowing. The western blot test for the 14-

3-3 protein, in the CSF, was positive, while the prion pro-

tein gene (PRNP) mutation was negative. During the next

3 weeks, progressive behavioral change and cognitive decline

developed. Follow-up MRIs, performed on the 9th and the

20th hospital day, also showed the absence of striatal involve-

ment (Fig. 2), despite the continuation of focal dystonia.

Three months later, his cognitive impairment and dystonia

progressively worsened.

DISCUSSION 

Approximately 90% of the patients present movement

symptoms during the course of CJD.1,4 The most common

movement disturbances during the disease course were

myoclonus (80%), gait disturbance (80%), and cerebellar

ataxia (77%). Dystonia occurs in only 20% of the patients

who present with movement symptoms.5

Although the frequency of movement symptoms in CJD

increases with disease duration, only a very small portion of

patients had movement symptoms as an initial manifesta-

tion.3 In a previous epidemiological study, only 5% of the

patients presented with involuntary movements at the ini-

tial stage.6

Furthermore, focal dystonia is rarely presented in the early

stages of the disease.7-9 In previously reported cases, dystonia

was usually associated with other movement disorders, such

as focal myoclonus, choreoathetoid movement, tremors, or

bradykinesia.8,10,11 In this case, the patient presented with an

isolated focal dystonia, and other movement disorders were

not shown.

In sporadic CJD, a high signal in the striatum, the cere-

bral cortex, and, to a lesser extent, in the thalamus are the typ-

ical findings of a brain MRI.12 The frequent striatal involve-

ment and its dysfunction are considered to be key factors in

the pathogenesis of involuntary movements.1 In previous

similar cases of CJD, presented with focal dystonia, the

MRI findings usually showed an increased signal in the

striatum.7-9 In our case, the patient presented with focal dys-

tonia as an initial manifestation and it continued several

Fig. 1. Initial MRI. Diffusion-weighted images show high signal
intensities in the sensory motor cortex, without signal changes in
the striatum.

Fig. 2. Follow up MRI, performed on 20th hospital day. Despite focal
dystonia is contiLnued, striatal signal changes are not shown on
diffusion-weighted images.
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weeks, but striatal signal change has not been shown on the

initial or follow-up MRI. It is conceivable that dystonia is

related with abnormal activity of the contralateral sensory

motor cortex (SMC). The impairment of GABAergic intra-

cortical inhibition has been proposed as a cardinal patho-

physiologic feature of dystonia.13 But, we could not com-

pletely rule out the possibility of functional changes in the

striatum. To assist in determining the functional correlates

of these structural abnormalities, more functional imaging

should be used to measure regional cerebral blood flows and

dopaminergic function in this case. 
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