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Osteopetrosis in siblings
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A 14-year-old girl presented with gradual visual loss. It

started gradually during early childhood, eventuating in

complete blindness. The past medical history was positive

for multiple fractures. On physical examination, there was

bulging on the left side of the mandible. Orthopantogram

revealed increased density and sclerosis of the skull base

with a ‘‘snow white’’ appearance (Fig. 1a). Neural foram-

ina were encroached, and the left mandibular body showed

periosteal reaction and sequestra formation. Multiple axial

and coronal computed tomography images after adminis-

tration of IV contrast were taken which show increased

bone density in the base of skull representing osteopetrosis.

In the left mandibular ramus, an inhomogenous density

associated with periosteal elevation and subperiosteal bone

formation with soft tissue swelling surrounding it is noted

with extension to left side of mandibular body (Fig. 1b, c).

One of her brothers, a 15-year-old boy had facial swelling

and pain since he was 9. He had a history of multiple dental

extractions due to severe dental caries. Over the past

3 years, he received multiple courses of antibiotics for a

diagnosis of maxillary sinusitis. He also complained of

hearing and visual problems. Coronal computed tomogra-

phy from nasal cavity and facial bone showed destruction

of both the nasal antrum accompanied with sequestration

formation and sclerosis of the maxillary, zygomatic, and

pterygoid plates (Fig. 1d). Osteopetrosis, is caused from

dysfunction of osteoclasts [1]. There are three main clinical

variants in humans: infantile, intermediate, and adult [2].

The infantile variant is often associated with severe oblit-

eration of the bone marrow that results in anemia and

thrombocytopenia, neuropathies related to cranial nerve

entrapment, and failure to thrive and growth retardation. In

the maxilla and mandible, osteopetrosis is often compli-

cated by osteomyelitis, which is refractory in most cases [2,

3]. The intermediate type exhibits abnormal dentition, jaw

osteomyelitis, cranial nerve deficits, and sometimes local

bone swelling. These manifestations tend to occur at the

end of the first decade of life. The adult variant is symptom

free, and usually the diagnosis is established by imaging or

family history. The cases reported here were regarded as

consistent with an intermediate form of osteopetrosis

judging from the onset and clinical progress of the disease.

Segmental resection of the mandible including

sequestrectomy was performed in the second patient.
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Fig. 1 a Orthopantogram showed ‘‘snow white’’ appearance of skull

base, encroached neural foramina, periosteal reaction, and sequestra

formation in left mandibular body. b, c CT imaging with IV contrast

reveals increased bone density in the base of skull and inhomogenous

density associated with subperiosteal bone formation with periosteal

elevation and soft tissue swelling in mandibular body. d Coronal CT

imaging showed destruction of both nasal antra and sequestration

formation and sclerosis of maxilla, zygoma, and pterygoid plates
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