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CASE STUDY

A case of probable sporadic Creutzfeldt—Jakob disease

Norita Hussein

Abstract

Creutzfeldt-Jakob Disease (CJD) is a fatal neurodegenerative brain disease. The author de-

scribes a case presented to primary care clinic whereby neuropsychiatric symptoms were the pa-

tient’s initial presentation which later manifested with declining cognitive impairment, myoclonus

and extrapyramidal symptoms. A typical abnormal magnetic resonance imaging (MRI) features

were observed. The patient succumbed within six months of presentation.
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Background

Creutzfeldt-Jakob disease (CJD) is a rare
human prion disease that is progressive and
invariably fatal. The Centers for Disease
Control and Prevention (CDC) Surveillance
Unit reported one case per million popula-
tion will develop annually [1]. The causative
agent is the prion protein, and this disease
has a long incubation period. Typically, spo-
radic CJD is characterized by rapidly pro-
gressive cognitive impairment often with
myoclonus and cerebellar, extrapyramidal, or
neuropsychiatric symptoms [1]. There is lim-
ited literature on CJD in Asia, perhaps being
underreported or underdiagnosed. Case stud-
ies and case series have been reported in
Malaysia [2], Singapore [3], Thailand [4],
Taiwan [5], and Korea [6].

This case study describes probable sporadic
CJD encountered in primary care. It is a chal-
lenge to diagnose at presentation because CJD
is a rare disease and hence there was low index

of clinical suspicion at the first encounter.

Case presentation

A 53-year-old woman presented to our
clinic with difficulty to speak. Six months
earlier, her family members had noted a
progressive change in her personality and
behavior; she was described as having
become quieter than usual and withdrawn.
Her interest in social activities had dimin-
ished and she had slowly withdrawn herself
from her family members and neighbors.
She used to be a socially active and a
friendly person. Her husband noticed that
she was not doing her routine housework
and cooking anymore. She was seen cry-
ing inappropriately at times when alone in
her room. Later, she developed progressive
memory loss; for example, she forgot her
children’s names and sometimes could not
recall what she had eaten for meals that
day. During this time, she was still able to
talk and was ambulating well in the house.
A month before the clinic visit, her gait had

become unsteady and she had difficulty in
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coordination, with abnormal jerky limb movements noted
at times. She then developed difficulty to speak, which
made her seek medical treatment.

There was no history of fever, seizure, trauma, or any
recent travel. There was no significant family history of a simi-
lar condition. She had diabetes and hypertension, which was
well controlled, and her general health had been good.

Physical examination revealed a small-built woman who
looked depressed. She had poor eye contact with minimal
facial expression, had blank stares at times, and would cry
inappropriately during consultation. She was disorientated to
time, place, and person, and had difficulty to initiate speech.
Her speech was soft and slurred. There were hand tremors,
and brief myoclonic jerks were observed predominantly on
her face and upper limbs during the consultation. There was
muscle cogwheel rigidity on the upper and lower limbs. The
reflexes and plantar responses were normal. She was not able
to walk, and had truncal ataxia with unsteadiness, dysdiado-
chokinesia, and abnormal past-pointing. Other examination
findings were unremarkable.

Her baseline investigations of full blood count, renal,
liver, and blood chemistry, autoimmune screen, and blood
culture revealed no abnormalities. Her chest radiograph
and initial computed tomography scan of the brain were
unremarkable.

The case was referred to a neuromedical specialist, and
she was admitted for further treatment. Magnetic resonance
imaging (MRI) including T2-weighed imaging and diffusion-
weighted imaging (DWI) was done immediately. The findings
were consistent with CJD as shown in Fig. 1. Unfortunately,
cerebrospinal fluid analysis was not done as family members
refused lumbar puncture. The patient’s condition deteriorated
while she was in the ward. She developed akinetic mutism
within 1 week of admission; she was not able to speak and
move at all and needed assisted ventilation. She remained aki-

netic and died after one month of hospitalization.

Discussion

There are three major types of CJD. It can occur in sporadic,
familial, and acquired forms. The commonest form is sporadic
CJD, which accounts for about 85% of cases [7]. The diag-

nosis of CJD is difficult. This case illustrates an uncommon

early manifestation of sporadic CJD. This patient experienced
personality and behavioral changes in the early course of the
disease. These may be mistaken as an unusual psychiatric ill-
ness. The commoner neurological presentations of sporadic
CJD occurred only at a later stage in this patient. Our differ-
ential diagnoses at primary care were whether her presenta-
tion could be due to mood disorders with features of catatonia,
corticobasal neurodegeneration or stroke, viral encephalitis,
neurosyphilis, or paraneoplastic syndrome. Other conditions
that could mimic early CJD include aspergillosis, cryptococ-
cal encephalitis, progressive multifocal leukoencephalopathy,
endocrine disorders (e.g., Hashimoto’s encephalopathy), and
heavy metal toxicity. Acquired immune deficiency syndrome
(dementia, Parkinson’s dementia, and Huntington’s disease
can present like late-stage CJD.

According to the World Health Organization criteria, a
probable diagnosis of sporadic CJD requires that the patient
has rapidly progressive cognitive impairment, and at least
two of (1) myoclonus, (2) visual or cerebellar signs, (3)
pyramidal or extrapyramidal signs, and (4) akinetic mutism,
with at least positive result on one of the following laboratory
tests: (1) a typical electroencephalogram which has periodic
sharp wave complexes, during an illness of any duration or
(2) a positive 14-3-3 cerebrospinal fluid assay in patients with
a disease duration of less than 2 years before death, or (3)
MRI high signal abnormalities in the caudate nucleus and/
or putamen on diffusion-weighted imaging or fluid attenu-
ated inversion recovery (FLAIR) and exclusion of alterna-
tive diagnoses with routine investigations. A brain biopsy or
autopsy performed by standard neuropathology techniques
or immunocytochemically is required for the definitive diag-
nosis [8]. On the basis of the WHO criteria, this patient ful-
filled the diagnosis of probable sporadic CID: with features
of progressive cognitive impairment, myoclonus, cerebellar
signs, extrapyramidal symptoms and signs, and akinetic mut-
ism and supported by at least one positive result on the labo-
ratory tests, which in this case is the typical MRI reports.
Unfortunately, no cerebrospinal fluid analysis or electroen-
cephalogram was performed to substantiate the diagnosis of
sporadic CJD.

In most patients, deterioration of cognition, extrapyrami-

dal features, or cerebellar features becomes apparent early in
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Fig. 1. MRI of brain: (A) T2-weighted imaging showing hyperintensity in bilateral caudate nuclei and putamen (black arrows); (B) diffusion-

weighted imaging showing homogeneous hyperintensity of bilateral caudate nuclei and putamen (black arrows) and generalized cortical

ribboning hyperintensity of frontal and parietal-occipital lobes (white arrows).

the course of the illness [9]. Psychiatric manifestations are rare
in sporadic CJD. A retrospective study by Will and Matthews
[9] documented prodromal psychiatric manifestations was
approximately 18%. Wall et al. [10] reported 26% of patients
have psychiatric symptoms at disease onset. The atypical
psychiatric features at disease onset would hinder the early
diagnosis of CJD because it would not have met the existing
diagnostic criteria. In primary care, it is important to make an

accurate diagnosis because some of the differential diagnoses
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can be treated. Early recognition of CJD will allow the patient
and the family members to make an informed decision on pal-
liative management and prepare for the poor prognosis of this

life-threatening disease.
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