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movements (oculomotor apraxia). There was no facial
dysmorphism, polydactyly or history of seizures. The
fundus examination showed normal optic disc with
mottling changes in retina. Her weight was 8 kg (50th
centile), length was 68 cm (15-50th centile) and her
head circumference was 46 cm (> 95th centile for age).
Her developmental evaluation showed delayed
milestones in all domains and overall cognitive skills
were 4 months equivalent. The rest of the examination
was unremarkable. At 4 months of age, she was
admitted to a hospital with respiratory distress. The
family history was negative for similar illness. In view
of her hypotonia, developmental delay, large head,
squint and nystagmus, the diagnosis of Joubert
syndrome was considered. The brain MRI showed
small dysmorphic clefted vermis. Axial scan showed
molar tooth appearance with deep interpeduncular
fossa and thickened superior cerebellar peduncle
surrounding on oblong shaped fourth ventricle.
(Figure 1)

Introduction
Joubert syndrome (JS) is a rare clinical and autosomal
recessive genetic disorder. Clinical characteristics of
classic JS are frequently described as infantile
hypotonia, stunted growth/mental retardation,
abnormal breathing patterns and abnormal eye
movements1. It is associated with failure of fibre
decussation in the superior cerebellar peduncles and
pyramidal tracts and varying degrees of vermian
agenesis2
Cerebral palsy (CP) is a group of disorders mainly due
to a non-progressive insult to the developing brain3.
Spastic CP is the most common type whereas
hypotonic CP is usually rare and present in children
with varying degrees of reduced tone and delayed
motor milestones4. The brain MRI is very important
tool to make a correlation with clinical findings in
most cases of CP and has helped in identifying the
various aetiologies5. Our primary objective in
presenting this particular case is to highlight the
importance of thorough investigations in those
labelled as hypotonic CP and also to increase the
database for Joubert syndrome.
Case report
An 8 month-old girl was referred to the paediatric
outdoor as a case of hypotonic CP for further
evaluation and management. She was born to nonconsanguineous parents after a full-term pregnancy
with no significant antenatal/neonatal history. On
examination, she had hypotonia, delayed milestones,
squint, nystagmus and abnormal rotatory eye
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Figure 1:.Axial T1 section showing “molar tooth”
appearance of midbrain due to abnormally oriented
thickened superior cerebellar peduncles and a
widened interpeduncular fossa
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All findings were consistent with Joubert syndrome.
Ultrasound abdomen was normal. Her complete blood
count, renal function tests and liver function tests were
normal. She was started on a multimodality treatment
with involvement of physiotherapy and was referred
for genetic evaluation.
Discussion
Joubert syndrome is a heterogeneous autosomal
recessive genetic condition with long-term
developmental,
visual,
and
neurological
consequences. Patients present with abnormal
breathing pattern, hypotonia, nystagmus, oculomotor
apraxia and development delay5. Retinal dysplasia,
coloboma, multicystic dysplastic kidney, hepatic
fibrosis and polydactyly are other systemic
associations in Joubert syndrome6. The presence of the
molar tooth sign and vermian hypoplasia is a hallmark
for the diagnosis of Joubert syndrome6.
Since there is overlapping clinical presentations in
Joubert syndrome and hypotonic CP, there is the
possibility of delayed or erroneous diagnosis, as in the
present case. Joubert syndrome should be considered
as differential diagnosis of hypotonic CP despite its
low incidence. Joubert syndrome is associated with
poor prognosis. Treatment is generally supportive,
depending on the presence of neurological deficits and
cognitive impairment. The brain MRI is important to
make a diagnosis of JS. The prompt and early
diagnosis of JS will help in identification of other
associated abnormalities. Furthermore, genetic
counseling is always needed in cases of JS unlike CP.
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