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There May Be More vCJD Risks than Expected 

By John Gever, Senior Editor, MedPage Today 
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Some people thought to be genetically resistant to variant 
Creutzfeldt-Jakob disease (vCJD) may in fact be 
vulnerable to the fatal syndrome, researchers said.

A 30-year-old British man who was heterozygous for a 
polymorphism within codon 129 of the prion protein gene, 
PRNP, developed the condition and died earlier this year, 
according to John Collinge, MD, of University College 
London in England, and colleagues reporting in the Dec. 
19/26 issue of The Lancet. 

Everyone else ever diagnosed with vCJD has been 
homozygous for a methionine residue at that location, the 
researchers said. 

Scientists believed that individuals who were homozygous 
for valine or heterozygous would either not contract vCJD 
or would show very long incubation periods. 

Methionine-homozygous individuals make up about one-
third of the population in Great Britain, the researchers 
said. 

The disease occurs when a misfolded version of the 
human prion protein comes into contact with normal versions and catalyzes their refolding 
into the abnormal configuration. 

In this form, the protein causes brain cells to wither away and die, leaving macroscopic holes 
behind -- hence the name "spongiform encephalopathies," for the family of related conditions 
that affect a number of species, including cattle, sheep, elk, and deer, as well as humans. 

Misfolded prion proteins are pathogenic and transmissible across species, and disease can 
spread simply by eating tissues containing the proteins. 

Variant CJD has been a special concern in Great Britain, where cattle with bovine 
spongiform encephalopathy entered the human food chain. Since 1994, some 200 cases 
have been diagnosed worldwide (mainly in Britain) as a result of exposure to prions in beef. 

However, other types of acquired spongiform encephalopathies have been known to affect 
people of all codon 129 genotypes. 

Collinge and colleagues cited one case involving the recipient of a blood transfusion from a 
donor subsequently identified as having vCJD. 

The recipient had died of unrelated causes but an autopsy revealed brain lesions consistent 
with prion disease. He was heterozygous at codon 129. 

Action Points  

Explain that "mad cow 
disease" in humans is 
extremely rare, even in 
Britain where the most cases 
have been reported. Also 
explain that most people 
exposed to prions from 
diseased cattle or other 
animals do not develop the 
disease. 
 
 
Explain that a similar and 
also very rare condition 
called sporadic CJD happens 
at random and cannot be 
prevented or predicted. CJD 
in any form is untreatable 
and always fatal, although 
the time between exposure 
to the causative agent and 
development of symptoms 
can vary. 

 

 
 

 

 
Keep up to date by following us on twitter! 

Guide to Biostatistics  
Important epidemiologic concepts and common 
biostatistical terms to help clinicians translate medical 
research into everyday practice. 

General Neurology News Feed Widget for Your 
Website 
Place a free, customizable RSS news feed widget on 
your website or blog. We've created over one-hundred 
widgets in each of our medical specialties. more about 
widgets 

General Neurology specific RSS News feed for 
your reader, blog, or website  
http://www.medpagetoday.com/medical-news-rss-
feeds/GeneralNeurology-Specific.xml  

 
 

Receive a copy of our free medical news headlines. 
Delivered once each morning. 

 
 

Email:

  

CME Spotlights  |  See All   

Novel Biologic Agents in the 
Treatment of Rheumatoid Arthritis: 
Which Target Pathway Next? more...  

 
Insights into Pain Management - 
Module 3: Understanding Acute Pain 
more...  

 
Clinical Decision-Making in the 
Diagnosis and Management of 
Multiple Sclerosis: Three Case 
Studies. more...  

 
iPointOfCare for Multiple Sclerosis 
more...  

 
Evolving Therapeutic Concepts in 
Glioblastoma: Augmenting 
Chemoradiation more...  

 
Emerging Therapies for Multiple 
Sclerosis more...  

MedPage Today Tools

Medical News, Neurology: ADHD/ADD    |   Alzheimer's Disease    |   Autism    |   Brain Cancer    |   Dementia    |   General Neurology    |   
Head Trauma    |   Migraines    |   Mult iple Sclerosis    |   Pain Management    |   Parkinson's Disease    |   Seizures    |   Sleep Disorders    |   Strokes    |   
Meeting Coverage AAN    |   APSS    |   ASA    |   DCC    |   ICAD    |    

Page 1 of 2Medical News: There May Be More vCJD Risks than Expected - in Neurology, Gener...

22/12/2009http://www.medpagetoday.com/Neurology/GeneralNeurology/17599



It was not known how the man described in the current Lancet report contracted vCJD. He 
had not received any blood transfusions or other human tissue implants, and prion-
contaminated beef was thought to have been eliminated from human foods many years ago. 

His death came about 20 months after the onset of neuropsychiatric symptoms, including 
personality change, intellectual decline, and loss of motor control. 

No autopsy was performed, but the man's young age, clinical features, and MRI and 
electroencephalography findings led to the diagnosis of vCJD. This combination of features 
made sporadic CJD "unlikely," Collinge and colleagues wrote. 

"The majority of the U.K. population have potentially been exposed to BSE prions but the 
extent of clinically silent infection remains unclear," they said in the report. 

If the two-thirds of Britons not homozygous for methionine at codon 129 turn out to be 
susceptible to vCJD but with longer-than-expected incubation periods, additional cases 
"would be expected," the researchers wrote. 

But they added that other genetic factors also affect susceptibility and incubation periods. 

"Cases of vCJD to date may have unusual combinations of genotypes at these loci, yet to be 
fully characterized," the researchers cautioned. 

No external funding for the study was reported. 

Collinge reported a relationship with D-Gen Ltd., a company involved with prion protein 
diagnostics, therapy, and decontamination. Other authors reported no potential conflicts. 

 
Primary source: The Lancet 
Source reference: 
Kaski D, et al "Variant CJD in an individual heterozygous for PRNP codon 129" Lancet 2009; 
374: 2128. 
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