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CASE  SERIES

INTRODUCTION

or prion diseases represent a group of fatal neurode-
-

and the novel prion disease variable protease-sensi-

CJD is rapidly progressive and always fatal. It is be-

leads to death within one year of symptom onset. 
CJD occurs worldwide and the estimated annual 

-

propagates and accumulates throughout the brain. 

reaction to prion-induced injury. Neurodegeneration 
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Abstract. 
brain disorder caused by prion proteins. The diagnosis of the disease is based on estab

clinical center. We discuss the current diagnostic approach in these patients. 
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During the past two years we observed four patients 

and extrapyramidal symptoms.

CLINICAL CASE 1

A 53-year-old female presented to the clinic at the 
-

syndrome more pronounced on the right side of the 

-

relatives noticed that the patient had troubles re-
calling their names and orienting herself in habitual 

scan of the brain was performed one month after the 
clinical onset and it revealed no pathological changes 
in the brain parenchyma. Whilst experiencing further 
cognitive and motor decline a follow-up MRI was per-

revealed symmetrical hyperintensities of the basal 

diagnosis was made and it was between metabolic 

-
erate cognitive impairment was established by 

unremarkable.

-
ric extrapyramidal bradykinetic syndrome with rigid 

-
ous and startle myoclonia. Few days later her MMSE 
score dropped to 15 and her extrapyramidal symp-
toms worsened.

Clinical-laboratory investigations revealed an in-
-

-

protein and cell count; negative testing for antibodies 
against intracellular and surface neuronal antigens 

-

by Western immunoblot and the positive result con-

passed away in less than a month after the diagnosis.

CLINICAL CASE 2

A 63-year-old female presented to the clinic in March 
2023 with acute cognitive changes. A brain MRI was 

 

Fig. 1. MRI imaging of patient 1 – notable involvement of Fig. 2. MRI imaging of patient 1 – involvement of both 

basal ganglia with symmetrical hyperintense changes
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-

cortex without contrast enhancement. 

recorded slow background and continuous activity of 
-

-
antibodies against intracellular and surface neuronal 

-

in the following weeks.

CLINICAL CASE 3

A 54-year-old female with diabetes type 2 since 

began in September 2023 with rapid worsening of 

-
-

ty of the thalami.

-
logical examination unveiled a severe locomotor and 

-

an HbA1C of 9.5%. CSF examination had normal re-
sults; autoantibodies testing against intracellular and 

-

anterior slow waves or slow quasiperiodic sharp-

without changes to her neurological status.

a rapid decline in the patient’s cognitive and goal 
oriented movement capabilities – akinetic mutism. 

Shortly after the patient passed away. 

CLINICAL CASE 4

-

symptoms appeared twenty days prior hospitaliza-

and an inability to perform daily tasks. Four months 
earlier the patient was suspected of having had a 
C

Fig. 3. 
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-

the left hemisphere with fronto-mesial and posterior 
-

side mild cortical atrophy and slightly enlarged ven-

-

were also negative. 

and he had a few generalized tonic-clonic seizures 
-

increased with severe dysphagia and dyspnea; 

required constant medication with Midazolam and 

of periodic sharp-waves with triphasic appearance 
-

spheric predominance (correlating to the MRI later-

which came positive some weeks later. During this 

impossibility to regain independent breathing and 

was transferred to a hospital abroad and was lost 
for follow-up.

Fig. 5. MRI of patient 4 – DWI-MRI – hyperintensities more 

DISCUSSION

-
sive fatal illness induced by misfolded protein parti-

-
ing despite the well-established diagnostic criteria of 
prion diseases that include the CSF biomarker 14-3-

-
sion on DWI in neocortical areas and in the region of 

-

Fig. 4.
quasiperiodic sharp-waves more prominent on the right
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-

In the presented cases the disease manifested with 
-
-

-

three of the four cases revealed the typical and very 

-

imaging inspection on all MRI sequences is needed 
and must be based on detailed clinical information 
with emphasis on the suspected CJD diagnosis.

1. 

2. -

application of new biomarkers’ technologies 

-
-

“energise” the misfolding of prion protein moni-

3. 

cortical and subcortical areas (rarely insular or 

4. 
-

sic periodic sharp wave complexes with a fre-
quency of 1-2 Hz.

5. 
the presence of Creutzfeldt-Jakob disease. Bi-
opsy sampling may be helpful in the diagnostic 
approach to rare cases of dementia for which 
a reliable diagnosis cannot be established on 

-
-

ing results.

-

-

-

Fig. 6. 
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CONCLUSION

-
ment that should be suspected in individuals exhib-
iting rapidly progressing dementia coupled with ex-

succumb within a few weeks or months after clinical 
disease onset. Well-established and updated criteria 

order to improve the early clinical diagnostic certainty 
and amelioration of the quality of the limited life of 
these patients and potential development of future 
therapeutic strategies. 
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