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Neuro-acanthocytosis requires an etiological assignment to optimize therapy an
improve the outcome
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We read with interest the article by Sogabe et al on a 32-years-old female with epilepsy who was admitted after a generalised
seizure with tongue biting (4. Her history was positive for hearing impairment in addition to epilepsy M. The patient had to be
intubated due to an airway obstruction by blood [, Cerebral computed tomography was non-informative. Acanthocythosis was
diagnosed and the patient benefited significantly from deep brain stimulation M. The study is excellent but has limitations that
are objectionable and should be discussed.

The main limitation of the study is that the cause of acanthocytosis has not been elucidated. Acanthocytosis can generally be
hereditary or acquired. The most common causes of acquired acanthocytosis are liver dysfunction, post-splenctomy syndrome,
hypothyroidism, myelodysplastic syndrome, malnutrition (anorexia nervosa, cystic fibrosis), and medications. The most
common genetic causes are autosomal recessive chorea-acanthocytosis, X-linked McLeod syndrome (MLS) due to mutations
in the XK gene, paroxysmal, nocturnal hemoglobinurea, A-beta-lipoproteinemia, and mutations in the VPS13A gene [ 31,
Another limitation of the study is that no results from electroencephalography (EEG) recordings were reported 1. Because the
patient was admitted after seizures, had perioral movements on hospital day 2, and had seizures on hospital day eight of
hospitalisation, it is crucial that EEG results are presented. Since acanthocytosis plus epilepsy is most commonly found in
McLeod syndrome, we should know whether any variants in the XK gene have been detected.

A third limitation of the study is that the presented cerebral imaging is of poor quality. We should know if there was bilateral
atrophy of the caudate nucleus or the putamen on cerebral magnetic resonance imaging (MRI). Also lacking are FP-CIT-single
photon emission computed tomography (SPECT) studies, which may reveal loss of striatal dopamine transporter availability
and FDG-positron emission tomography (PET) studies, which can show reduced striatal glucose metabolism [,

A fourth limitation of the study is that chorea acanthocytosis was not considered as a differential diagnosis. We should know if
the involuntary, perioral movements described in the index patient were in fact choreatic movements. A video of the
movement disorder should be provided.

Overall, the interesting study has limitations that call the results and their interpretation into question. Clarifying these
weaknesses would strengthen the conclusions and could improve the study. Neuro-acanthocytosis requires an etiological
assignment to optimize therapy and improve the outcome.
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