
CASE
A 23-year-old female patient presented with diffuse swelling causing intermittent pain involving the left side of the 
face that had been present for over 10 years. Extra-oral examination revealed expansile lesions in the maxilla and 
mandible, that appeared mixed radiolucent-radiopaque on panoramic radiography. The maxillary lesion resulted in 
opacification of the maxillary sinus. The left side of the mandible presented with trabecular bony changes and larger 
radiolucent areas (Figure 1). Cone-beam computed tomography (CBCT) imaging revealed ground-glass opacification 
and significant expansion involving the majority of the skull bones on the left with selected bones also affected on the 
right-hand side. The frontal, temporal, parietal, sphenoid, ethmoid, maxillary, zygomatic bones and mandible were 
all affected (Figure 2).

INTERPRETATION
Fibrous dysplasia (FD) is a rare disorder that results in 
normal bone being replaced by fibro-osseous tissue.1,2  

Post-zygotic substitution mutations of the guanine nucle-
otide-binding protein (GNAS) gene is responsible for the 
development of this disorder.3 Mosaic mutations result 

in the dysregulated overproduction of cyclic adenosine 
monophosphate (cAMP) in bone marrow stromal cells, 
leading to increased proliferation and differentiation of 
functionally impaired osteoprogenitor cells.4 This leads 
to weak, deformed bone; prone to fracture. Varying 
degrees of mosaicism give rise to a wide clinical 
spectrum that varies between asymptomatic to severe 
disabling cases.1

FD can present as single lesions (monostotic) where the 
GNAS mutation occurred in postnatal life. However, if the 
mutation occurs during embryonic development it can 
affect multiple bones (polyostotic).4 When the maxilla is 
affected, it is referred to as craniofacial FD, due to the 
involvement of numerous close approximated bones. FD 
commonly affects the maxilla and presents radiologically 
with expansion and a ground-glass opacification of the 
affected bone.2

Polyostotic FD occurs in conjunction with extra-skeletal 
diseases and may be associated with Jaffe-Lichtenstein 
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Figure 1: Panoramic radiograph showing tooth displacement and ground-glass lesions involving the left maxilla and mandible.
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syndrome, McCune-Albright syndrome, or Mazabraud 
syndrome. Patients with Jaffe-Lichtenstein syndrome 
present with additional associated hyperpigmented 
(café-au-lait) skin lesions.5 McCune-Albright syndrome 
presents with café-au-lait skin lesions and endocrine 
disorders (gonadotropin-independent sexual precocity).4 
Mazabraud syndrome is characterized by the involvement 
of intramuscular myxomas.6

In this case, the patient presented with swelling that led 
to facial asymmetry and tooth displacement as a result of 
significant expansion of the affected bones. Radiologically, 
early FD presents as a radiolucent lesion, but over time it 
develops a homogeneous ground-glass appearance that 
blends into the surrounding bone.2 These features are highly 
characteristic of FD and a strong presumptive diagnosis can 
be made, but ultimately histologic confirmation is required. In 
polyostotic FD it is important to rule out additional endocrine 
disorders to optimise patient treatment. Contouring of the 
affected bone is required in some cases and surgery can 
be done for cosmetic improvement. This should however 
be delayed for as long as possible or until the patient has 
reached adulthood, as FD usually stabalises with skeletal 
maturation.6
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The Continuous Professional Development (CPD) section provides for twenty general questions and 
five ethics questions. The section provides members with a valuable source of CPD points whilst 
also achieving the objective of CPD, to assure continuing education. The importance of continuing 
professional development should not be underestimated, it is a career-long obligation for 
practicing professionals.

CPD questionnaire on page 312 
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Figure 2: CBCT images showing the extent of involvement of the skull bones. Localised areas of increased expansion were noted in the maxilla 
and mandible with a mixed density that forms part of the spectrum of polyostotic fibrous dysplasia.


