
CASE�REPORT

ABSTRACT
Creutzfeldt Jakob Disease (CJD) is a rare prion infection causing rapid, progressive, invariably fatal 

1
neurodegenerative disorder. It is reported in 1 in a million people per year worldwide  and only 12 cases have 

2
been reported over 21 years between 1994 to 2015 in Pakistan as per Agha Khan Hospital Karachi records.  We 
are reporting the clinical course of such a patient with delayed diagnosis and rapidly worsening symptoms.
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symptoms from past 3-4 months and was being 
taken as a case of supernatural influence. 
Subsequent hospitalizations revealed progressive 
neurological deterioration manifesting as right sided 
weakness, aphasia, decreased oral intake and 
altered sensorium. After thorough investigations, 
ruling out common diseases and receiving medical 
t r e a t m e n t  o n  m u l t i p l e  l i n e s  i n c l u d i n g  
meningoencephalitis, Guillain Barre Syndrome, 
other autoimmune, toxic, psychiatric and metabolic 
disorders, the patient's condition kept on getting 
worse, necessitating ICU admission and ventilator 
support. However, as the disease progressed, the 
patient developed myoclonic jerks, non-conclusive 
status epilepticus and septic shock. Multiple 
c o m p l i c a t i o n s  i n c l u d i n g  h y p o k a l e m i a ,  
thrombocytopenia, anemia and hypoalbuminemia 
also ensued. 
Throughout her hospital admission, the patient 
underwent multiple investigations and aggressive 
treatment strategies including multiple antibiotics, 
immunosuppressants and immunomodulators, but 
she remained in a vegetative state without any 
specific provisional diagnosis. 

Introduction
CJD is characterized by accumulation of abnormal, 
highly stable prion protein isoform aggregates in the 
brain tissue, causing deranged intracellular protein 
folding, ubiquitination and trafficking, resulting in 
astrocyte swelling and degradation leading to rapidly 
progressive neurodegeneration and inevitable fatal 
outcomes.  Based on mode of transmission CJD is 
classified as being sporadic or genetic. Its initial 
presentation includes nonspecific symptoms like 
personality changes, vertigo, fatigue, headache and 
sleep disorders, ultimately leading to rapid 
progressing worsening memory, visual, speech, 
behavioral ,  movement and coordinat ion 
abnormalities in later stages. CJD patients (90%) 
often die within a six month to one year of diagnosis 

3mostly due to complications.  

Case
A 30-year-old previously healthy female, presented 
in emergency with 3-days history of fever, 
hallucinations and altered behavior. On initial 
evaluation, she had no meningeal signs and brain 
MRI, baseline lab investigations and lumber 
puncture yielded normal results. However, the 
patient kept on getting worse clinically. Upon re-
evaluation the patient was found to have similar 
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In early phases the conventional MRI usually appears 
normal making it impossible to reach a provisional 
diagnosis based on a one single investigation. But 
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Table I: Routine Examination of CSF

CSF: Cerebro Spinal Fluid
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later in the clinical course of disease her MRI showed 
rapidly progressive brain atrophy and symmetric 
gyriform restricted diffusions indicating high signal 
intensities in the bilateral basal ganglia including 
caudate head & lentiform nucleus and the cortex of 

bilateral posterior temporal & parietal lobes, which 
are well known findings of sporadic CJD. 
Brain tissue biopsy is the gold standard investigation 
to confirm the diagnosis which often shows 
spongiform changes and granular deposits, but it 
could not be performed in this case due to 

4.
nonconsent. In line with the CDC criterion for 
sporadic CJD a diagnosis of probable Creutzfeldt 

5
Jakob Disease (CJD) was made.  After a total of 92 
days in ICU, the patient succumbed to irreversible 
brain damage. 

Discussion
This case was a delayed diagnostic challenge due to 
its non-specific presenting symptoms coupled with 
normal baseline investigations, inadequate history 
and lack of specific investigations and limited 
resources. Her atypical symptoms mimicked other 
neurological conditions, which were initially 
misattributed to supernatural influences and further 
progressed to more specific neurological signs such 
as unilateral weakness, altered sensorium and 
mycolic jerks, unveiling the diagnostic challenges 
and relentless nature of CJD. The treatment strategy 
involves supportive care only due to multiple non 

6
beneficial drug trials.  Despite continuous medical 
and nursing care the patients often succumb to 
associated complications such as pneumonia due to 
impaired swallowing or aspiration, sepsis due to 
secondary infections such as UTIs or bedsores etc., 
autonomic dysfunctions such as hemodynamic 
instability and dysrhythmias, thromboembolic 

Figure 1: Cortical Ribboning and Deepening of Sulci 
Showing Cerebral Atrophy.

Figure 2 & 3: Gyriform Restricted Diffusions in Bilateral 
Basal Ganglia and Cortex of Posterior Temporal and 
Parietal Lobes.

Electroencephalogram showing generalized spike and 
polyspike discharges.

Figure 4: Electroencephalogram (EEG) Showing 
Generalized Spike and Polyspike Discharges.
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events such as deep venous thrombosis (DVT) and 
pulmonary   embolism (PE), malnutrition, 
d e hyd rat i o n ,  s e i zu re s  a n d  n e u ro l o g i ca l  

7impairments.  

Conclusion
In conclusion, timely access to diagnostic resources 
and enhanced interdisciplinary collaborations 
amongst healthcare professionals should be 
encouraged to navigate through the diagnostic and 
therapeutic challenges to decrease mortality and 
improvising the treatment modalities.
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