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stones were regressing markedly since this age. She
was initially investigated at the local hospital and
then transferred to a teaching hospital. With the
progressive regression of vision, speech and motor
functions, child was lost to medical follow up since
parents had sought alternative medication.

Introduction
Neuronal Ceroid Lipofuscinosis (NCL) is a rare
neurodegenerative disorder due to defective
lysosomal
storage
causing
intracellular
accumulation of ceroid and lipofuscin1. This
disorder is characterized by progressive visual loss,
deterioration of motor and higher functions and
early death. NCL is classified into 9 sub-types
according to genetic mutations1. NCL is also
classified according to the age of onset. We report a
case of late infantile form of NCL sub classified as
NCL type 5.

Examination findings revealed a bed bound child,
Gross Motor Function Classification System
(GMFCS) grade 4, with microcephaly (occipitofrontal circumference 49cm <5th centile) and
impaired higher functions. She was not able to fix
and follow or appreciate sharp light. Pigmentary
retinopathy with optic disc pallor was noted on
funduscopic examination. She was unable to
communicate effectively with her mother. Other
cranial nerves were normal. Some stereotypic
movements involving both upper and lower limbs
were noted. Muscle power was grade 4. Tone was
normal and reflexes were brisk. Abdominal
examination revealed no organomegaly.

Case report
A 12-year-old Sinhalese girl presented with
worsening of generalized tonic-clonic and
myoclonic convulsions. She was adopted in her
early neonatal period. Adopted parents are not aware
of consanguinity, birth complications or neonatal
insults. Parents had concerns about speech, finemotor and cognitive functions from late infancy.
Gross motor abilities were relatively spared initially.
She was able to walk and run on her own in the
preschool age with some clumsiness. At primary
school age she was only able to copy a circle and
communicate in 2-3 word sentences indicating
severe cognitive and fine motor delay. She dropped
out of school from grade 1 due to poor school
performance.

There were no significant derangements in
haematological, biochemical and metabolic
investigations except for a marginally elevated
plasma ammonia level which was probably caused
by valproate treatment (Table 1). Contrast enhanced
computed tomography (CECT) of brain revealed
diffuse brain atrophy involving cerebrum,
cerebellum and brain stem.

Since 7 years of age child had been having recurrent
convulsions, suggestive of drop attacks and
generalized tonic-clonic convulsions. Initially there
were 1-2 episodes per day. Her developmental mile
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Clinical suspicion of NCL was made based on the
history of developmental regression, myoclonic
convulsions, and impaired vision with pigmentary
retinopathy, optic disc pallor and cerebral /
cerebellar atrophy. The absence of organomegaly
and normal serum lactate level were useful in
excluding other differential diagnoses such as
mitochondrial disorders. The genetic studies were
done at “CENTOGENE”, the rare disease company,
and revealed a homozygous likely pathogenic
variant in CLN5 gene. It is a nonsense mutation in
CLN5 gene (CLN 5 variant c.621G>A p.(Trp207*)
which is associated with autosomal recessive NCL
5.
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Investigation
Haemoglobin concentration
Total white blood cell count
Platelet count
Blood urea
Serum aspartate transaminase
Serum alanine transaminase
Serum uric acid
Urine uric acid/creatinine
Serum creatinine
Serum sodium
Serum potassium
Serum calcium
Serum cholesterol
Plasma ammonia
Serum lactate
Random blood glucose

Table1: Investigations carried out in the child
Result
Normal range
13.2
11-14
6100
5000-12,000
346,000
150,000-450,000
2.2
1.8-6.4
16
10-40
11
9-48
110
119-327
0.34
0.2-0.65
40
50-80
138
135-145
3.5
3.5-5.3
2.28
2.2-2.7
3.2
2.8-5.2
66
<40
0.02
0.5- 2.3
4.2
3.9-7.7

Units
g/dl
/cu mm
/cu mm
mmol/L
U/L
U/L
μmol/L
mg/mg
μmol/L
mmol/L
mmol/L
mmol/L
mmol/L
mmol/L
mmol/L
mmol/L

The outcome is usually poor in late infantile NCL.
There are no definitive treatment modalities. Gene
therapy and haematopoietic stem cell transplantation
(HSCT) were tried as treatment modalities with poor
success2. Most succumb in adolescence. In our
patient supportive care was arranged and parents
were counselled regarding the poor prognosis.

Discussion
NCL is a heterogeneous neurodegenerative disorder
that is sub-classified according to its age of onset as
infantile, late infantile and juvenile. Late infantile
NCL is the 2nd most common NCL2. This disorder is
rarely reported from Asian countries and is common
in Scandinavian countries3. Late infantile NCL was
first documented in 1908 by “Jansky” and further
described by “Beilchowsky” in 1913 and hence is
also called “Jansky Beilchowsky” type4.
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Late infantile NCL can present from late infancy to
early childhood1. Delayed speech and clumsiness in
motor activity are often early signs which were the
first manifestations of our patient as well2. Other
early features include seizures and mental
retardation which were severe enough to cause
school dropout in our patient. Progressive motor
dysfunction and blindness are the typical sequelae.
This patient became bed bound and blind around the
age of 10-11 years.
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