A RARE & RAPID CASE OF CREUTZFELDT-JAKOB DISEASE PRESENTING
IN THE EMERGENCY DEPARTMENT
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Introduction

Creutzfeldt- Jakob disease (CJD)
* Neurodegenerative disease

* Rare
 Rapidly progressive
* Fatal
* Incidence: 1 case/million/year worldwide
 Sporadic CJD: most common
o Onset around age 60
o Primarily affects CNS
* Diagnosis challenging
* Clinical presentation nonspecific

Case

* 68 year old female
« PMH of HTN, DM, HL, CKD & CAD
e C/O altered mental status

* Husband & daughter provide history; she
cannot

* Associated with generalized weakness and
speech abnormalities

Physical Exam

BP 147/64 H

80 Temp 97.3 °FRR 16 SpO2 97%

Gen Appears ill; no acute distress

Eyes Grossly normal, not making eye contact
Neuro: Alert but confused, unable to reliably
answer simple questions, moves all extremities,
severe rigidity

Psych grabs at the air, startls easily,
intermittently follows commands and
spontaneously laughs

Remainder: normal
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Time Line

September 29th Birthday Celebration! Feeling great. A&O x 4,
walking normally, and mentating fine.

October 1st Develops visual hallucinations while driving.
Hallucinations persist. Followed by, visual disturbances like
diplopia and color abnormalities.

Two weeks later, confused, off balance and has trouble
walking.

On presentation, mcontinent, unable to ambulate or care for
herself. Very confused and no longer recognizes family
members.

Admission to hospital, declines daily and 6 weeks after
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symptom onset, she dies.
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CSF Panel National Prion Disease Patholooy Survelllance Center! SID: 202403204
; Received Date/TIme: Jar2U2d 8 55A N 3l - Approveg ¢ ()24 U4 IV
Test Name (specimen) Result Reference Range for Non-Prion Discase Units
Specimen Condition Clear
RT-QuIC (CSF) Positive Negative
RT-QuIC identifies the disease-causing agent
T-tau protein (CSF) 13722 0-1149 pa/ml
14-3-3 GAMMA (CSF) 36195 173 - 1999 AlU/mL
T tau protein and 14 3 3 GAMMA are indirect markers of neurodegenarative discase
Likelihcod of prion disease: >98.,0 %

A positive RT-QuIC result together with neuropsychiatric disorder meets the CDC's definition cof
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probable prion disease' and neuropathological evaluation of brain tissue vi 3
: y - ia au
provide a definitive diagnosis. topsy is able to

References

-342.
-Jakob disease. Am J of Emerg Med. 2022;52.
—Jakob disease. In: Handb Clin Neurol. Vol 1 46. Elsevier; 2018:115 -124.
—Jakob disease and rapid dementias: A longitudinal multicentre study over 10 years. Brain. 2012;135(10):3051 -3061.
Cas e Western Reserve University. August 12, 2025. Accessed January 31, 2026. https://case.edu/medicine/pathology/divisions/natio
—Jakob disease. Na t Rev Neurol. 2021;17(6):362 -379.

nal -prion -disease -pathology -surveillance -center/human

Affiliations

Resurrection Medical Center & Loyola University Medical Center

ED Course

« CBCw/ diff, BMP, mag, phos, troponins, coags
& mfluenza A & B, RSV and COVID: WNL
o Except for chloride 112 (98-108 mmol/L)
o BUN 47 (7-22 MG/DL)
o creatinine 1.59 (0.6- 1.4 MG/DL)
o glucose 142 (70- 100 MG/DL)
* CXR: nothing acute

* IVF bolus
* Admit to Neuro for rapidly progressive

dementia with concern for CJID

Discussion

* Most common human transmissible
spongiform encephalopathy (prion disease)

* Accumulated prionic protein causes brain
matter degeneration

* First described in 1921

 Mean survival 6 - 12 months

* No treatment or cure
 100% fatal

Conclusion

« High index of suspicion for CJD in patients with
rapid neurocognitive decline associated with
myoclonus

 MRI is the most helpful imaging study to rule
out other diagnoses and to rule in CJD

« CSF studies can be diagnostic

o +14-3-3 protemn 1 clinically appropriate
patient highly sensitive & specific for sCJD
o Materials used for LP should be disposable
 Send CSF samples to the National Prion Disease
pathology center for specific testing and to
prevent 1atrogenic transmission

-prion -disease/sporadic  -cjd.
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