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Abstract  Lafora body disease is one of the inherited progressive myoclonic epilepsy (PME) syndromes. It is an 
autosomal-recessive disorder with onset in late childhood or early adolescence. The disease is characterized by 
fragmentary, symmetric, or generalized myoclonic and/or generalized tonic-clonic seizures, visual hallucinations 
(occipital seizures), and progressive neurologic degeneration including cognitive and/or behavioral deterioration, 
dysarthria, and ataxia. The frequency and intractability of seizures increase over time. Status epilepticus is common. 
Emotional disturbance and confusion are common at or soon after onset of seizures and are followed by dementia. 
Dysarthria and ataxia appear early, spasticity late. Pathologically polyglucosan inclusion bodies (Lafora body) are 
seen which are pathognomonic of the disease and are not seen in any other types of PMEs. Electroencephalogram 
(EEG) reveals slowing of background and generalized spike/polyspike-and-waves and photosensitivity. 
Most affected individuals die within ten years of onset, usually from status epilepticus or from complications 
related to nervous system degeneration. 
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1. Introduction 
Progressive myoclonic epilepsies (PME) are a rare, 

symptomatic group of epilepsy with genetic origin. They 
progress clinically with progressive neurological 
deterioration including mainly stimulus-sensitive 
myocolonic seizures, tonic clonic seizures, cerebellar 
findings and mental failure [1,2]. The onset usually occurs 
in childhood or adolescence. They compose less than 1% 
of all epilepsies [3]. Lafora disease which is one of these 
epilepsies in this group was described by Lafora and 
Glueck [1] in 1911. It is a rare, autosomal recessive 
disease characterized by epilepsy, myoclonus, dementia 
and the presence of Lafora bodies in various tissues [1,4]. 
It can be observed worldwide, but it is most commonly 
seen in Mediterranean countries and Canada [1]. In this 
paper we present a case, who presented with treatment-
resistant seizures and progressive mental failure and was 
finally diagnosed as Lafora Body disease. 

2. Case Presentation 
An 18 year old Bangladeshi boy of non consanguineous 

parents presented with the complaints of occasional, 
sudden, brief, jerky movement of the whole body followed 
by fall which started 2 years back. Initially the frequency 
of jerk and fall was once every 2-3 days which continued 

to increase in number. Two months later he had one attack 
of generalized tonic clonic seizure with tongue biting and 
incontinence of urine which lasted for 2-3 minutes 
followed by post ictal confusion and tiredness without any 
aura. He was put on sodium valproate which failed to 
bring significant relief of his jerks. With the course of 
time his parents rather noticed a decline in his memory 
and intelligence and an increase in the number of jerks 
which compelled him to restrict his movements. One year 
later he had three attacks of generalized tonic clonic 
seizure in a day and was managed in a local hospital as 
status epilepticus. Later he was referred to the National 
Institute of Neurosciences & hospital, a tertiary neurology 
referral center in Dhaka for further management. On 
admission the patient was confused and had frequent 
erratic spontaneous and stimulus (loud sound, touch) 
sensitive myoclonic jerks involving the whole body. He 
had no family history of such disease. General 
examination revealed all vital parameters were within 
normal limit. On neurological examination the patient was 
dysarthric, a bit confused with disorientation to time, place 
and person with frequent myoclonic jerk involving the 
whole body. So far the patient could be examined the 
other neuological findings were normal. Routine blood, 
urine and biochemical tests and magnetic resonance 
imaging (MRI) were unremarkable. EEG revealed 
abundant generalized almost symmetrical high-voltage 
polyspike-and-wave along with frequent bilateral 
independent posterior dominant (T6, O2//T5, O1) focal 
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spikes on a slow & disorganized background which 
aggravated on photic stimulation (Figure 1). CSF study 
including the anti measles antibody was normal. A 
provisional diagnosis of Progressive myolonic epilepsy (? 
Lafora type) was made. An axillary skin biopsy was done 
which revealed PAS positive intracytoplasmic inclusion 
body (Lafora body) in the epithelium of the sweat gland 

ducts (Figure 2). As the genetic testing is unavailable in 
Bangladesh it could not be done. The patient was 
discharged with appropriate counselling of his parents 
about the disease. He was put on sodium valproate (1500 
mg/day) and Clonazepam (2 mg/day) with partial 
reduction of myoclonic jerks and without any significant 
improvement of cognition. 

 
Figure 1. EEG: Generalized almost symmetrical high-voltage polyspikes-and-wave along with frequent bilateral independent posterior dominant (T6, 
O2//T5, O1) focal spikes on a slow & disorganized background which aggravated on photic stimulation 

 
Figure 2. PAS positive polyglucosan intracytoplasmic inclusion body (Lafora Body) in the epithelial lining of the sweat gland ducts 

3. Discussion 
Lafora body disease—also called progressive myoclonic 

epilepsy type 2 (EPM2) is named after the Spanish 
neuropathologist Gonzalo Rodriguez Lafora (1887-1971), 
who first reported the presence of spherical inclusions in 
brains of patients with myoclonic epilepsy, which are 
known as Lafora bodies. These inclusion bodies later 
proved to be the key factor in distinguishing Lafora 
disease from other myoclonic epilepsies. It is 
characterized by myoclonus, tonic–clonic seizures, visual 

hallucinations, intellectual decline and progressive 
neurologic deterioration [5]. The age of onset is usually 
12–15 years, but an earlier onset variant begins at the age 
of 5 years [6,7]. Lafora body disease is caused by 
mutations either in the EPM2A gene (encoding for laforin, 
a dual-specificity protein phosphatase) or in the EPM2B 
(NHLRC1) gene (encoding malin, an E3- ubiquitin ligase) 
[7]. These two proteins interact and, as a complex, 
regulate glycogen synthesis. Lafora body disease is, 
therefore, a disorder of carbohydrate metabolism resulting 
in polyglucosan inclusion bodies in neural and other 



 American Journal of Medical Case Reports 82 

tissues [8]. Tissue biopsy (axillary skin, brain and spinal 
cord, heart and liver, skeletal muscle) reveals Lafora 
bodies, which are aggregates of polyglucosans (poorly 
constructed glycogen molecules). Lafora bodies are 
pathognomonic and do not occur in any other condition 
[9,10,11,12]. In the differential diagnosis: subacute 
sclerosing panencephalitis (SSPE), progressive myoclonic 
ataxia (PMA), progressive encephalitis (GM2 
gangliosidosis, Nieman Pick, Gaucher disease), juvenile 
myoclonic epilepsy, nonketotic hyperglycemia should be 
considered [13]. No curative treatment is available for 
Lafora disease. Valporate, phenobarbial, benzodiazepines, 
levetiracetam and zonisamine in combination may be 
beneficial in the early period for myoclonus. To prevent 
worsening of myoclonus carbamazepine, phenytoin, 
gabapentin, pregabalin and lamotrigine should be avoided. 
Perampanel, a relatively newer antiepileptic drug, has 
shown some promising results in seizure control and 
improvement of neurological dysfunction in Lafora 
disease [15,16]. In the future, gene therapy will be an 
option [2,14]. LD has an unfavorable prognosis, and 
patients usually die within 10 years of the clinical findings 
at onset. 

4. Conclusion 
We presented the case because of the rarity of the 

disease and because of its profound clinical similarity with 
that of Subacute sclerosing panencephalitis (SSPE) which 
is more common in our country. So far our knowledge 
goes this is the first reported case of Lafora Body disease 
in Bangladesh. 
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