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We discuss the case of a 43-year-old male with a 20-year history of a
slowly progressive neurodegenerative syndrome. He first presented
with epilepsy at the age of 26 but over the subsequent 10 years per-
sonality and memory changes were noted and the epilepsy became
refractory to therapy. Aged 35 he became dysarthric and by the age 40
had developed extrapyramidal features, axial limb rigidity and postural
instability. He also reported exercise intolerance. An ECG showed left
bundle branch block, cardiac monitoring detected episodic non-
sustained VT and an echocardiography and cardiac MRI demonstrated
severe left ventricular systolic impairment. A biventricular defibrillator
was implanted. Serological and cerebrospinal fluid investigations were
unremarkable throughout his illness except for a persistently elevated
creatinine kinase (2794 IU/I). Electromyography demonstrated prox-
imal myopathic changes and a muscle biopsy revealed mild non-
specific myopathic changes with possible fibre-type grouping. MRI of
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the brain showed bilateral atrophy of the head of caudate nuclei and
globus pallidus. Serial blood film examination eventually demon-
strated a significant proportion of acanthocytes and a Chorein
Western Blot confirmed the diagnosis of chorea-acanthocytosis. The
association of this rare neurodegenerative syndrome with a dilated car-
diomyopathy is novel finding. Another important learning point is to
persist with blood film examination if the clinical suspicion of neuroa-
canthocytosis arises.

J Neurol Neurosurg Psychiatry December 2012 Vol 88 Suppl S2 A15


http://jnnp.bmj.com/
http://group.bmj.com

Downloaded from http://jnnp.bmj.com/ on November 26, 2014 - Published by group.bmj.com

A PATIENT WITH
CHOREA-ACANTHOCYTOSIS AND DILATED
CARDIOMYOPATHY

J Williamson, B Fiddes, J Chan, S Mohiddin, A Danek, B Bader, M
Earley, S Page and A Radunovic

J Neurol Neurosurg Psychiatry 2012 83: A14-A15
doi: 10.1136/jnnp-2012-304200a.55

Updated information and services can be found at:
http://jnnp.bmj.com/content/83/Suppl_2/A14.4

Email alerting Receive free email alerts when new articles cite this article. Sign up in the
service box at the top right corner of the online article.

Topic Articles on similar topics can be found in the following collections

Collections Epilepsy and seizures (735)

Immunology (including allergy) (1707)

Movement disorders (other than Parkinsons) (732)
Radiology (1606)

Radiology (diagnostics) (1208)

Surgical diagnostic tests (360)

Notes

To request permissions go to:
http://group.bmj.com/group/rights-licensing/permissions

To order reprints go to:
http://journals.omj.com/cgi/reprintform

To subscribe to BMJ go to:
http://group.bmj.com/subscribe/


http://jnnp.bmj.com/content/83/Suppl_2/A14.4
http://jnnp.bmj.com//cgi/collection/epilepsy_and_seizures
http://jnnp.bmj.com//cgi/collection/immunology_including_allergy
http://jnnp.bmj.com//cgi/collection/movement_disorders_other_than_parkinsons
http://jnnp.bmj.com//cgi/collection/radiology2
http://jnnp.bmj.com//cgi/collection/radiology
http://jnnp.bmj.com//cgi/collection/surgical_diagnostic_tests
http://group.bmj.com/group/rights-licensing/permissions
http://journals.bmj.com/cgi/reprintform
http://group.bmj.com/subscribe/
http://jnnp.bmj.com/
http://group.bmj.com

