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Case Report

Crouzon syndrome - A rare case report
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ABSTRACT

Crouzon syndrome is the most common syndrome among the craniosynostosis group.
Crouzon syndrome accounts for about 4.8% of all of them. It commonly has autosomal
dominant inheritance with complete penetrance and variable expressivity from subtle
to severe forms and characterized by craniosynostosis, exophthalmos, and hypoplastic
maxilla with relative mandibular prognathism. Mutation of the fibroblast growth factor
receptor-2 gene is responsible for the occurrence of this rare genetic disorder. Our
paper reports the diagnosis of this rare syndrome in a young female patient based on
clinical and radiographical features. Prompt and timely management of the syndrome
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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. This
asymmetrical growth alters the shape of the cranial base
and the vault, resulting in characteristic deformities. More
than 100 syndromes are associated with craniosynostosis
- some of them are - Crouzon syndrome, Apert syndrome,
Pfeiffer syndrome, Carpenter syndrome, Saethre-Chotzen
syndrome, and Jackson-Weiss syndrome.?

Case Report

A 4-year-old female patient reported with the chief complaint
of protrusion of lower jaw. History revealed that the parents
noticed the developing protrusion of lower jaw when she was
around 1 year old, and it has been progressively increasing
since then. Her mother also reported that the child cries a lot
and frequently rubs her eyes with complaints of headache. Past
medical, past surgical, past dental history, and family history
were not contributory.

On extraoral examination, the patient had frontal bossing,
asymmetrical skull growth, exophthalmos, hypertelorism,
wide nasal bridge, low-set ears, and hypoplastic maxilla
with relative mandibular prognathism (Figure 1). The
orthopantomogram revealed the presence of deciduous and
succedaneous teeth with no obvious abnormality. Lateral view
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has enabled this patient to lead a normal life despite the syndrome.
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and PA view of skull demonstrated copper beaten appearance
indicating the remodeling of the brain due to the increased
intracranial pressure due to fused sutures (Figure 1). Computed
tomography scan and three-dimensional reconstruction
revealed prominent convolutions in the inner table of the
skull and shallow orbit with exophthalmos and fusion of right
coronal suture, and multiple small holes were noted in the
occipital and right temporal bones, which suggested unilateral
anterior plagiocephaly (Figure 1). Based on these, the case was
diagnosed as Crouzon syndrome.

Discussion

In 1912, a French neurologist Octave Crouzon was the first
to describe Crouzon syndrome. It occurs due to mutation in
fibroblast growth factor receptor II (FGFR-2) gene mapped
on the chromosome loci 10g25-10q26.% The prevalence rate
of this syndrome is approximately 1 in 25,000 live births.*

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.’

Very little documentation exists on the quality of life such
patients can lead after the treatment. In this case, the patient
was diagnosed during the early stages of this syndrome
when the symptoms were just setting in. The treatment thus
provided to the patient has proven to be very effective, and
during follow-up, it has been documented that the patient
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Figure 1: (a-d) Extraoral, lateral skull radiograph, and computed
tomography scan of the patient

has been able to lead a symptom-free normal life with no
evidence of mental retardation, ocular changes, headache,
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etc. Craniectomy done to release the fused sutures provided
adequate cranial volume and allowed normal brain growth.
Further treatment like midface deficiency correction at the
appropriate time can help to bring a more normal facial
appearance.
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