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Abstract

Massive Osteolysis (Gorhams Disease) is a rare, insidious, chronic disease characterized by progressive
resorption of contiguous osseous structures. In 1838, Jackson first described a case of disappearing humerus.
Condition is exceedingly rare with less than 150 cases have since been described in the international literature, with
fewer than 35 involving a maxillofacial site, usually the mandible. The exact cause of this disease remains unknown,
but ongoing clinical research attempts to better understand the etiology. Here we are presenting an unusual and
rare case report of a 7 year old female pediatric patient diagnosed as massive osteolysis involving mandible. The
purpose of this case report is to raise awareness of the condition and to highlight the clinical and radiological
findings that would make the oral diagnostician consider it as a rare differential diagnosis in lesions of facial
skeleton. To the best of our knowledge, our case report represents the fourth case in the literature to document

Massive osteolysis in a female pediatric patient with mandibular involvement.
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Introduction

Massive osteolysis is a rare skeletal disorder,
the etiology and pathogenesis of which is still
unknown¥. Also called as vanishing bone disease,
Gorhams disease, Phantom bone disease, and as
Gorham-Stout syndrome. First description was by
Jackson et al in 1838, since then no more than 200
cases have been reported. Massive osteolysis is
usually initiated in a single bone (or very few
bones) or contiguous bones around one focus,
according to clinical recordst™. The maxillofacial
skeleton is one region frequently affected. Romer
et al in 1928 described the first maxillofacial
casel?. Since then, approximately 50 maxillofacial
cases have been reported. The diagnosis is always
based on clinical examination, radiographic
appearance, and histopathological features.
Radiological investigations are very important in
the initial diagnosis, continued management, and
long-term follow up of patients with Gorhams
diseasel®l. Common radiologic findings include
atrophy, dissolution, fracture, or fragmentation of
bone. Although the specific features of Gorhams
disease were initially described with plain
radiography,  improvements in  diagnostic
technology have led to the application of these
techniques to study the osteolytic lesions more

closely. Herein, we report an unusual and rare case
of massive osteolysis involving mandible in a
seven year old female child patient with its clinical
and radiographic presentation.

Case Report

A 7 year old child female patient presented to
the dental out-patient department of Oral Medicine
and Radiology, Vydehi Institute of Dental
Sciences & Research centre with a chief complaint
of pain & progressive loosening of teeth on lower
front teeth region of jaw since 4years (Fig. 1). Pain
was intermittent, dull type of moderate intensity
which aggravated on having food and relieved on
its own and mobility of teeth was noticed at the
same time which gradually progressed and reached
the current status. Patient encountered difficulty in
having food & brushing since then. Patient doesn’t
reveal any history of associated fever, trauma,
swelling, sinus opening or pus discharge. The
medical, personal and family histories were non-
contributory.

Intraoral examination revealed a mass of
calculus present on mandibular anterior region
with inflamed and detached gingival tissue. Entire
lower right quadrant teeth appear displaced & 74
(Mandibular left deciduous 1% molar) appear to be
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displaced mesially. Missing tooth was noted in
relation to 84(Mandibular right deciduous 1%
molar). Maxillary dentition appeared normal for
her age and sex with inflamed and hyperplastic
gingival tissue (Fig. 2). On palpation, bleeding on
probing was elicited on slight provocation with
grade Il mobility of teeth on lower right quadrant
and grade Il mobility on lower left quadrant.
Reduced thickness of mandible was felt with a
step deformity suspected on lower right quadrant
anteriorly. Based on the history & clinical
findings, a provisional diagnosis of rapidly
progressing pattern of periodontitis in relation to
mandible was given. Differential diagnosis
considered were Langerhans cell histiocytosis,
Papillon lefevre syndrome, Hypophophatasia and
Cyclic neutropenia.

Radiographic investigations were conducted to
confirm the diagnosis. Panoramic radiograph
revealed mixed dentition with maxilla appearing
normal for her age and sex. An excessively thin
rim of bone noted in relation to the entire
mandible with missing teeth on lower right
guadrant. Pathologic fracture noted on right
inferior border of mandible anteriorly. Computed
tomography of head & neck region (3D
reconstruction images) (Fig. 4 & 5) also revealed
severe osteolytic changes involving the entire
mandible. When compared to left side osteolytic
changes were more severe in relation to right side
involving body and ramus. Total body technetium
99m bone scan was carried out to rule out the
involvement of other bones. The scintigraphy scan
ruled out the involvement of other bones except
mandible (Fig. 6). Haematological investigations
including serum calcium, acid and alkaline
phosphatase were under normal limits, and no
endocrine abnormalities were identified. The
findings of pelvic and chest radiography were also
normal. Based on history, clinical findings and
radiographic findings, a final diagnosis of massive
osteolysis of mandible was given. Proposed
treatment plan was total mandibular reconstruction
with free vascularised fibular graft & bilateral
prosthetic replacement of temporomandibular
joints with subsequent follow up visits.

Figure 1

Fig. 2: Intraoral Picture
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Figure 3

Fig. 3: Panoramic Radiograph

Fig. 4 & 5: 3dimensional computed tomography image

Fig. 6: Radioisotope scan
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Discussion

The exact cause of Massive osteolysis still
remains unknown, ongoing clinical research
attempts to better understand the etiology of this
bone disorder™. Majority of cases remains
unreported as most of the general dentists are
unaware of this disorder. Massive osteolysis is
usually monocentric but a locally aggressive
condition, with resorption of the affected bone
extending into the adjacent soft tissues®..

Heffez et al has described criteria for the
diagnosis of massive osteolysis as*’:

1. Evidence of local progressive o0sseous

resorption

2. Minimal or no osteoblastic response and an

absence of dystrophic calcification

Non-expansile, non-ulcerative lesion

Absence of visceral involvement

Osteolytic radiographic pattern

Negative findings for a hereditary,

metabolic, neoplastic, immunologic or

infectious origin
The clinical presentation of massive osteolysis
varies depending on the affected sites. Some
patients have presented with a relatively abrupt
onset of pain and swelling or a pathological
fracture on the affected site, whereas others have
presented with a history of an insidious onset of
pain, limitation of motion and progressive
weakness in the affected areal®®. The disease is
usually is not accompanied by any systemic
symptoms®. In majority of cases, the bone
resorption process may stop spontaneously, and
therefore the prognosis is generally good unless
vital structures are involved.

A final diagnosis of massive osteolysis is
difficult to arrive at. Laboratory findings are not
specific and are of no value in the diagnostic
procedure. Radiographs usually provide the most
significant clues for obtaining a diagnosis.
Johnson and McClure in 1958 first described the
radiographic findings of patients with Massive
osteolysis®3. During initial stages, the radiolucent
foci appear in the intramedullary or subcortical
regions with undisturbed margins. Subsequently,
these foci coalesce and it eventually involve the
cortex Dbefore slow progressive atrophy,
dissolution, fracture, fragmentation and the
disappearance of a portion of the bone occurs with
a ‘‘tapering’’ or ‘‘pointing’’ of the remaining
osseous tissue and atrophy of soft tissues.
Progressive resorption of the mandible and the
lytic process progress continues until the wispy

o s~

remnants of the bone remain. Computed
tomography scanning and three-dimensional
reconstruction are more useful for accurately
assessing the range of bone destruction at the time
of diagnosis. MRI (Magnetic Resonance Imaging)
is used to define the involvement of the adjacent
soft tissue and the extent of vascular formation.
Radioisotopic scan may demonstrate increased
vascularity on initial images and subsequently an
area of decreased uptake corresponding to the site
of diminished or absent osseous tissues!®. The
radiographic findings in our case were typical of
massive osteolysis.

The differential diagnosis of Gorham’s disease
is usually determined from other causes of
osteolysis such as inflammatory disease (e.g.,
osteomyelitis), trauma, endocrine disease (e.g.,
hyperparathyroidism), rheumatoid arthritis,
skeletal angiomas, angiosarcoma, and other
malignancies. Differential diagnosis considered in
our case were Langerhans cell histiocytosis,
Papillon Lefevre syndrome, Hypophophatasia and
Cyclic neutropenia considering the extensive
gingival lesions with tooth mobility. Langerhans
cell histiocytosis is a rare disorder in pediatric
population with teeth mobility, spontaneous
bleeding and gingival lesions with systemic
manifestations in over one third of patients
affected. A histopathological investigation only
can provide confirmatory results. Papillon lefevre
syndrome is characterised by inflamed and
swollen gingiva, bleeding on probing on slight
provocation, mobility of teeth with typical dermal
manifestations of hyperkeratotic papules on hands
and soles which was absent in our patient ruling
out the condition. Hypophosphatasia presents with
early exfoliation of deciduous teeth and teeth
present appear hypoplastic which doesn’t go with
the findings in our patient. Major presentations of
cyclic neutropenia are oral ulcerations with
gingivitis, periodontitis and a periodic recurring
history of fever and malaise, which were not
manifested in our case.

Due to the rarity of this disease, there is no
standard therapy available. Treatment modalities
usually include surgery, radiotherapy, etidronate
therapy and the use of a -2b interferonl. Now-a-
days researches are being conducted regarding the
potential use of stem cell therapy.

Conclusion
Controversy remains regarding the therapeutic
procedure of Massive osteolysis, owing to the
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rarity and progressive osteolysis of this disease,
whereas reconstructive treatments are used in
certain cases in an attempt to recover the function
of the bone involved. It is a severe, poorly
understood condition predominantly affecting
children and young adults with consequential
morbidity and mortality. The present case report
emphasises that it is important for oral
diagnosticians to be aware of the existence of this
disease as a cause of osteolysis in the facial
skeleton and tooth mobility in the dentition.
Massive osteolysis can be as a rare differential
diagnosis for lesions of facial skeleton. To the best
of our knowledge, our case report represents the
fourth case in the literature to document massive
osteolysis in a female pediatric patient with
mandibular involvement.
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