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 Crouzon syndrome, also called craniofacial dysostosis, is an autosomal 

dominant disorder with complete penetrance and variable expressivity. 

Described by a French neurosurgeon in 1912, it is a rare genetic disorder 

characterized by premature closure of cranial sutures, midfacial 

hypoplasia, and orbital defects. Here, we report a case of this rare entity. 

The patient presented with brachycephaly, maxillary hypoplasia, 

exophthalmos, mandibular prognathism, along with dental and orbital 

abnormalities. 
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1. Introduction 

Crouzon syndrome (CS) is a rare genetic disorder characterized by premature closure of one or more cranial 

sutures and produces the characteristic craniofacial and other associated abnormalities [1], [2]. It is one of 

the craniosynostosis syndrome that is caused by a mutation in the fibroblast growth factor receptor 2 gene 

(FGFR2) [2]. 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 [1‑ 3]. Once the sutures close, growth potential of those sutures is restricted. 

However, multiple sutural synostoses frequently extend to premature fusion of skull base causing midface 

hypoplasia, shallow orbit, maxillary hypoplasia, and occasional upper airway obstruction [4]. Other clinical 

features include hypertelorism, exophthalmos, strabismus, beaked nose, short upper lip, maxillary 

hypoplasia, and relative mandibular prognathism with no digital abnormalities [5‑ 7]. CS is distinguishable 

from other craniosynostosis syndromes by lack of hand and/or foot abnormalities [1]. In this article, we 

present a case of CS in a 20‑year‑old female patient. 

 

2. CASE REPORT 

A 20‑year‑old female along with her parents came to the department of oral medicine with a complaint of 

forward placement of the lower jaw with respect to the upper jaw. As the patient’s appearance and head size 

was not normal, a detailed family and medical history was taken. Review of medical history was 

unremarkable. The mother reported normal labor and delivery. There were no anomalies in any siblings or 

near relatives. The enlarged size of the head was noticed by the mother when the girl was 9 months old and 

the severity had gradually increased. On general examination, the patient was of short stature, had a wide 

nasal bridge, hypertelorism, and exophthalmos. Intra‑oral examination revealed high arch palate, 

hypoplastic maxilla causing prognathism of the mandible, and class III malocclusion [Figure 1a‑d]. The 
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patient was evaluated by an opthalmologist for complaints regarding vision. The findings revealed 

papilloedema suggestive of raised intracranial pressure. 

 

3. CONCLUSION  

Crouzon syndrome should be managed as early as possible as it results in impaired facial appearance and 

other complications like mental retardation, airway obstruction, and decreased visual acuity as the patient 

gets older. With proper treatment, these patients can be productive and active members of the main stream 

of society. 
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