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Case Report

Lafora body disease presenting as neuropsychiatric illness
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Abstract

Background: Lafora disease is a rare progressive myoclonus epilepsy with an autosomal recessive inheritance
characterized by seizures, myoclonus and progressive cognitive decline. Case characteristics: An 11 year old boy
presented with complaints of aggressive behavior, abnormal movements and declining intellectual function and was
earlier treated as a case of attention deficit hyperactivity disorder. The child was subjected to Axillary skin biopsy as a
part of evaluation and diagnosed as a case of Lafora body disease. parental counselling done and the child was
discharged on symptomatic treatment. Message: Lafora body disease should be kept in mind while evaluating a child
with neuropsychiatric manifestations.
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Introduction

Lafora body disease (LBD) is a rare neurometabolic tissues [5, 6]. A number of mental health manifestations

disorder of autosomal recessive inheritance, which is
generally caused by a mutation in EPM2A or EPM2B
genes [1, 2, 3, 4]. The onset usually occurs in childhood
or adolescence. It was first described as a progressive
myoclonus epilepsy by Lafora and Gluech in 1911. It is
a rare disease characterized by epilepsy, myoclonus,

have been reported including depression, psychosis, and
personality changes. Dementia is common with the
disorder, as well as intellectual disability. In this report
we present a case who presented with predominant
features of aggression, impulsivity and abnormal
behaviour.

dementia and the presence of Lafora bodies in various
Case Report

An 11 year old male child was admitted to our hospital with complaints of hyperactivity, impulsiveness, abnormal
movements and declining intellectual function. His detailed history revealed that he was born of non consanguineous
marriage, first in birth order with uneventful perinatal period. The patient had attained all milestones as per age till four
years and was apparently alright except two episodes of febrile convulsions between 2 to 3 year of age. He was noticed to
have difficulty in writing and began to show signs of hyperactivity, impulsive behavior and declining school performance
from 6 year onwards. On inquiry it was learnt that child had to be physically restrained as he would be found to be
absconding from home and wondering around if left unattended. Stanford Binet intelligence test performed on child at 7
years of age showed 1Q 72 and SQ 84. After consultations with pediatric neurologists and psychiatrists, the child was
labelled as a case of attention deficit hyperactivity disorder (ADHD) and started on atomexitin.

He began to have multiple episodes of generalized tonic clonic seizures and was noticed to have repetitive movements of
hands since 8 years of age and was receiving several anticonvulsants with little improvement. He began to show
progressive cognitive and mental decline from 10 year onwards. At our center, on examination the patient was conscious
but often disoriented, uncooperative and had ataxia, dysarthria, hypotonia, and hyporeflexia, In addition he was noticed
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to have myoclonus of hands. However the child was uncooperative for detailed visual assessment. He was investigated
for wilson’s disease, subacute sclerosing panencephalitis (SSPE) and other neurodegenerative disorders associated with
myolonic seizures. His laboratory investigations showed normal blood count, renal function and liver function tests.
Serum ceruloplasmin was normal and urinary coppor was mildly elevated but d-pencillamine challenge test was negative.
Measles antibody IgG was negative. Magnetic resonance imaging (MRI) of brain done outside a year ago, was normal.
Electroencephalography (EEG) evaluation showed diffuse and non localized multiple spikes and slow wave forms. As a
part of evaluation for myoclonic seizures he was subjected to biopsy of axillary sweat gland duct cells which showed
PAS stain pink staining oval/globoid bodies, characteristic of LBD. His genetic study and repeat MRI could not be done

due to financial constraints.
Discussion

LBD is a form of progressive myoclonus epilepsy
beginning from age 5 to 20 years characterized by
generalized tonic-clonic (GTC) seizures, visual
hallucinations (occipital seizures), resting and action
(fragmentary) myoclonus, Progressive neurological
deterioration including ataxia, cognitive deterioration
[7]. Though Seizures, myoclonus or learning disability
may be the first symptom in majority of the patients [8,
9, 10, 1]. But our case was an exception as
hyperactivity, aggressive and abnormal behavior
associated with learning disability were the earliest
manifestations which mislead treating neurologists and
psychiatrists.

There is only one case mentioned in literature where a
case of LBD presented with disruptive and distractive
behavior [12]. Rapid progressive dementia and global
cognitive dysfunction often develop 2-6 years after the
disease onset though convulsions may initially respond
well to antiepileptics. Visual deterioration with normal
fundus is common. Death occurs at a mean of 2-10
years after the diagnosis [13.14]. Our case also showed
deterioration in cognitive function four years after
disease onset. Repeat MRI brain could not be done to
document atrophy and other changes; though initial
MRI brain was normal. Literature also mentions that the
cranial images may be normal intially, but with the
progression of the disease, diffuse atrophy may be seen
[13.14]. The diagnosis may be confirmed by the
demonstration of typical spherical PAS-positive
inclusion bodies in the brain, spinal cord, heart, liver,
skeletal muscle, and axillary sweat gland duct cells
[15]. In our patient the diagnosis of LBD was confirmed
by demonstration of typical lafora bodies from axillary
skin biopsy.

Conclusion

Instead of usual presentation LBD can rarely present
with predominant neuropsychatric manifestations.
Hence LBD should be kept in mind while evaluating
such a case.
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