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Abstract: Crouzon syndrome is a rare genetic disorder characterized by craniosynostosis showing premature
closure of one or more cranial sutures leading to skull deformities. It commonly has autosomal dominant
inheritance with complete penetrance and variable expressivity. It is characterized by brachycephaly, shallow
orbits resulting in ocular proptosis with or without divergent strabismus, orbital hypertelorism, hypoplasia of
maxilla and bifid uvula.Our paper reports the diagnosis of this rare syndrome in a 8 year old male child based
on clinical features.
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I.  Introduction
Premature fusion of one or more sutures results in craniofacial malformation called craniosynostosis.
Craniosynostosis restricts the growth of the brain perpendicular to the suture, and so compensatory growth takes
place in the direction of open sutures®.It is one of the craniosynostosis syndromes that is caused by a mutation in
the fibroblast growth factor receptor 2 gene (FGFR2). It accounts for approximately 4.8% of all cases of
craniosynostosis making it the most common syndrome within the craniosynostosis group.It has worldwide
prevalence rate of approximately 1 per 25,000 live births®.

Il.  Case Report

The diagnosis and management of craniofacial abnormalities have always been a challenge therefore
understanding of these abnormalities is necessary to monitor subsequent growth and to ensure that the patient
receives the best available care. Herein, we report this rare entity of Crouzon syndrome showing characteristic
features with oculo-orbital abnormalities.

A 8 years old male child presented to departmental OPD with complaint of outward protrusion of both
eyeballs present since birth. Detailed family and medical history was taken which revealed mother had normal
hospital based vaginal delivery. In family, sibling and near relatives are normal. On examination, it was noted
that head was elliptical in shape with broad nasal bridge, high arched palate, bifid uvula and low set of ears
(FIGURE 1). On local examination, patient had bilateral proptosis, hypertelorism and divergent squint
(FIGURE 2). Anterior segment including pupil was normal.Fundus showed clear media with hyperemic disc,
absence of physiological cup with normal macular reflex. Patient was started on lubricating eye drops and
ointment to prevent exposure keratopathy and advised close follow-up. Child was referred to Paediatrician and
Neurosurgeon for further management.
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FIGURE 1: High arched palate and bifid uvula
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FIGURE 2:Bilateral proptosis, hypertelorism and broad nasal bridge.

I11.  Discussion

Octave Crouzon in 1912 first described Crouzon’s syndrome. It is a rare genetic disorder with
autosomal dominant inheritance with the prevalence of 16.5 per million newborns. More than 90% of cases
occur due to mutations in fibroblast growth factor gene (FGFR2) which maps to chromosome 10p 25-g26°
Early prenatal diagnosis such as prenatal DNA testing for mutation of FGFR-2 gene and prenatal
ultrasonography may be useful in providing indications of forthcoming developmental problems, thus providing
the option of termination or optimal postnatal management for families who choose to continue the pregnancy?”.
The management of CS requires a multidisciplinary approach for successful outcome. The goal is to stage
reconstruction to coincide with facial growth patterns, visceral function, and psychosocial development®.
Surgical treatment varies according to the variable expressivity of the disease and usually begins during a
child’s first year with fronto-orbital advancement with cranial decompression®. Early craniectomy with frontal
bone advancement is most often indicated to prevent or treat increased intracranial pressure because newborns
with Crouzon syndrome develop multiple suture synostoses and fused synchondroses®.

IV.  Conclusion
Management of patients with crouzon syndrome requires multidisciplinary approach and early
diagnosis is important.Increased intracranial pressure leading to optic atrophy may occur, which produce
blindness if the condition is not treated. Timely decompression may prevent optic neuropathy and any visual
loss. Our patient showed characteristic features of Crouzon syndrome and was reported with no signs of raised
intracranial pressure or optic atrophy hence was referred to neurosurgeon for further management and to prevent
any further sequelae of dysostosis.
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