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A 35‑year‑old male patient presented 
with facial and skeletal deformities since 
birth and no family history. He had 
short stature, facial deformities such as 
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brachycephaly, flattened occiput, midfacial 
hypoplasia, and hypertelorism. No 
mental retardation was observed. He had 
exophthalmos, strabismus  [Figure 1a], low 
sets of ears, beaked nose, hypoplasia of 

Figure 4: Showing restriction in complete abduction 
at shoulder joint

Figure 3: (a) Showing complete syndactyly of hands. 
(b) Showing complete syndactyly of right feet with 
fused and thinned nail plates. (c) Showing complete 
syndactyly of left feet with fused and thinned nail plates
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Figure 1: (a) Showing brachycephaly, acrocephaly, 
midfacial hypoplasia, hypertelorism, proptosis and 
strabismus. (b) Showing low sets of ears, beaked 
nose, maxillary hypoplasia, mandibular protrusion, 
flattened occiput
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Figure 2: (a) Showing double teeth line and crowding 
of teeth of maxilla. (b) Showing high arched palate and 
membrane covering the bony defects
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maxilla, protrusion of mandible  [Figure  1b], high arched 
palate, double teeth line over maxilla, and crowding 
of teeth  [Figure  2a and b]. Complete syndactyly and 
fused, thinned nail plates with splitting was present over 
bilateral hands and feet [Figure 3a‑c]. Complete abduction 
at the shoulder joint was restricted  [Figure  4]. Pure tone 
audiometry was suggestive of conductive hearing loss. 

X‑rays were suggestive of these features  [Figure  5a‑d]. 
A  diagnosis of Apert syndrome which is a rare type  1 
acrocephalosyndactyly was made based on clinical 
features and X‑ray findings.[1] Incidence is 1/160,000 
live births.[2] It shows autosomal dominant inheritance 
resulting from mutation in FGFR 2  (fibroblast growth 
factor receptor 2) gene on chromosome 10.[3] Differential 
diagnosis includes Crouzon syndrome, Pfeiffer syndrome, 
Saethre‑Chotzen syndrome[4] which are differentiated 
based on a constellation of symptoms. Treatment includes 
a multidisciplinary approach and collaboration of 
multiple specialists with proper psychological and genetic 
counseling.
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Figure 5: (a) X-ray skull lateral view showing brachycephaly, hypoplastic 
maxilla, protrusion of mandible and small orbital cavity. (b) X-ray skull 
paranasal sinus showing cleft palate (Red arrow). (c) X-ray cervical spine 
showing blocked vertebrae at C5-C6 and C6-C7 level (yellow arrow). 
(d) X-ray bilateral hands showing complete syndactyly of both hands
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