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DESCRIPTION
Cleidocranial dysostosis (CCD) is a rare autosomal-
dominant skeletal disorder presenting with a
variety of unique clinical and radiological features
that can prove to be a diagnostic challenge.1 2A
15-year-old boy, born of non-consanguineous
parents, presented with short stature, delay in erup-
tion of permanent teeth and facial dysmorphism.
On examination, his height was 155 cm at the 10th
centile on Agarwal’s growth chart, with a mid-
parenteral height of 165.5 cm. He had a triangular
face and hypertelorism with the lower part of his
face being hypoplastic. Oral examination revealed
persistent temporary milk teeth. The patient had
normal secondary sexual characters. He was able to
approximate his shoulders due to the presence of
hypoplastic clavicles (figure 1). Laboratory tests
showed a normal haemogram. His renal functions
were normal with corrected serum calcium 9.2 mg/
dL (8.3–10.4), phosphate 3.2 mg/dL (2.6–4.5),

alkaline phosphatase 74 IU/dL (40–125) and
25-hydroxyvitamin D levels 38 ng/dL. X-ray of the
skull was suggestive of open anterior and posterior
fontanelles with hypoplastic maxillae and absent
frontal sinuses (figure 2). X-ray of the chest showed
hypoplastic clavicles bilaterally (figure 3). In view
of the clinical and radiological presentation, a diag-
nosis of CCD caused by mutations in the RUNX2
gene (6p21), which is involved in osteoblast differ-
entiation and bone formation, was made. It is
known that mutations with large penetrance and

Figure 1 Patient’s image showing triangular face with
hypoplastic lower half and hypertelorism, suggestive of
an Arnold’s face and ability to approximate the
shoulders, suggestive of hypoplastic clavicles.

Figure 2 X-ray of the skull showing persistent opening
of the anterior and posterior fontanelle and absent
frontal sinus.

Figure 3 X-ray of the chest showing evidence of
hypoplastic clavicles bilaterally.
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significant variability are involved in CCD. However, a clear
correlation is not established between the phenotype and geno-
type. Genetic counselling should be offered to affect families as
the de novo mutations are found to be high in CCD.3

Learning points

▸ Cleidocranial dysostosis is a benign autosomal-dominant
skeletal disorder.

▸ Hypoplastic clavicles, open fontanelles and supernumerary
teeth are the clinical clues for the diagnosis.

▸ The diagnosis can be confirmed by molecular genetic analysis
in patients with atypical clinical and radiological features.
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