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Case Report
Leighs disease: powerhouse failure
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Abstract:
Leigh disease, also known as juvenile sub acute necrotizing encephalomyelopathy, Leigh syndrome, infantile sub acute
necrotizing encephalomyelopathy, and sub acute necrotizing encephalomyelopathy (SNEM), is a rare inherited neurometabolic
disorder that affects the central nervous system. A five months old male child born out of non-consanguineous marriage was in
regular follow up with a pediatrician in view of birth history of full term, low birth weight. Records showed steady weight gain
with gross motor delay and central hypotonia. 15 days prior to admission, child had rhinorrhea, cough, hoarseness and intermittent
stridor which were initially treated with oral medication. Subsequently the child developed fever for which he was admitted and
treated with antibiotics. Complete blood count, C reactive protein, blood culture, CSF was normal. X-ray showed hyperinflation.
The child then developed features of encephalopathy with myoclonic jerks. In view of history of developmental delay and
clinically central hypotonia, with investigations pointing towards non-infective etiology, a possibility of metabolic, structural
malformation of brain or mitochondropathy was entertained and accordingly investigated. MRI was suggestive of Leighs Disease
and his CSF lactate levels were high. This case is presented to highlight that in case of absence of infection, metabolic
encephalopathy or mitochondropathies can be thought as a cause of Encephalopathy
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Introduction:
Case Report:
Leigh disease (also known as sub acute necrotizing
encephalomyelopathy
(SNEM))
is
a
progressive
neurodegenerative disorder and invariably leads to death in
childhood. Necrosis and capillary proliferation occur in the
basal ganglia, spinal cord and brain stem. Three clinical
subtypes are recognized: An infantile form with symptoms
onset during first 2 years of life, a juvenile form with disease
manifestations in early childhood and an adult form with
onset during fifth or sixth decade. An infantile form occurs
with hypotonia, vomiting, seizures. Slow progression with
death from respiratory failure is typical. The inheritance
pattern may be either autosomal recessive or X linked. Leigh
disease is one of many mitochondrial disorders, due to a wide
variety of genetic mutations in mitochondrial DNA
(mtDNA). Chronic energy deprivation leads to histological
features such as: capillary proliferation, demyelination,
neuronal loss & Gliosis. Here we present a rare case of
Leighs Disease. 1-5

A 5 months old male 1st issue of non consanguineous
marriage presented to the Department of Pediatrics. He was a
full term, IUGR; born from LSCS in view of transverse lie
Developmentally, Gross motor delay present, with hypotonia.
Fine motor, language, Social milestones & Anthropometry
were normal. On the day of admission, he came with the
complaints of cough and hoarseness of voice of 15 days,
fever of 10 days, lethargy and decreased acceptance of feeds
since 7 days. Myoclonic jerks and loss of consciousness was
seen on 1st day. On examination No dysmorphisms, Pallor
was present. Anterior fontanelle was open and central
hypotonia (brisk DTR with hypotonia). Patient had
progressive encephalopathy. On Investigating Complete
Blood Count, C - reactive protein, Blood culture, Lumber
Puncture were within normal limits. X ray suggestive of
hyperinflation, Sr. ammonia and lactate levels were raised
and CSF lactate was high.
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Discussion:
Leigh disease (also known as sub acute necrotizing
encephalomyelopathy
(SNEM))
is
a
progressive
neurodegenerative disorder and invariably leads to death in
childhood. Necrosis and capillary proliferation occur in the
basal ganglia, spinal cord and brain stem. Three clinical
subtypes are recognized. An infantile form with symptoms
onset during first 2 years of life, a juvenile form with disease
manifestations in early childhood and an adult form with
onset during fifth or sixth decade. An infantile form occurs
with hypotonia, vomiting, seizures. Slow progression with
death from respiratory failure is typical. The inheritance
pattern may be either autosomal recessive or X linked. Leigh
disease is one of many mitochondrial disorders, due to a wide
variety of genetic mutations in mitochondrial DNA
(mtDNA). Chronic energy deprivation leads to histological
features
such
as
capillary
proliferation
demyelinationneuronal loss Gliosis Markers - CSF lactate
may be elevated MRI - The distribution tends to be generally
symmetrical. T2 characterized by high signal typically
in: Brainstem Putamen. Other sites of T2 signal change
include: remainder of the corpus striatum (globus pallidus
and caudate nucleus (heads)) subthalamic nuclei substantia
nigra thalami. 6-15

Conclusion:
This case was taken to highlight that Leighs Disease although
rare, is an important cause of progressive encephalopathy and
in case of absence of infection metabolic encephalopathy or
mitochondropathies can be thought as a differential
diagnosis.
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