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Mazabraud Syndrome: Clinical Review and
Therapeutic Approach Regarding a Case Report

Sindrome de Mazabraud: Revisao Clinica e Abordagem
Terapéutica de um Caso Clinico

Keywords: Fibrous Dysplasia of Bone/diagnostic imaging; Magnetic
Resonance Imaging; Myxoma

Palavras-chave: Displasia Fibrosa Ossea/diagndstico por imagem:;
Mixoma; Ressonancia Magnética

Dear Editor,

Mazabraud syndrome is a rare condition, often undiag-
nosed, predominantly affecting women (68% of the cases)
in their forties.” This syndrome is characterized by the as-
sociation of intramuscular myxoma (IM) and benign soft
tissue tumors. The latter are typically painless and slow-
growing, primarily found in the leg muscles, especially the

quadriceps, either solitary or multiple, with fibrous dysplasia
(FD), defined as a benign fibro-osseous lesion that replaces
healthy bone. There is no consensus regarding the inci-
dence of monostotic (FD in one bone) and polyostotic (FD
in several bones) forms."?

We describe the case of a 63-year-old woman who pre-
sented with tumors in the right thigh for the past five years
that had been increasing in size and causing pain, as well
as limiting the movement of her right lower limb. On physi-
cal examination, there were masses that were painless and
had a hard consistency on her right thigh, there was limita-
tion in the movement of her right lower limb and difficulty
walking, which she reported had been worsening over the
past few months. A magnetic resonance imaging (MRI)
scan detected FD in the femur and multiple IMs (Fig. 1). A
biopsy confirmed a diagnosis of Mazabraud syndrome.

Soft tissue IMs, which appear around the sixth decade

Figure 1 — T1 weighted-image MRI in coronal section (A); T1 FAT SAT DIXON with contrast weighted-image MRI in coronal section (B).
MRI revealed extensive heterogeneity of the femur with an expansile appearance, significantly affecting its proximal portion, with het-
erogeneous contrast enhancement, in a ‘cane-shaped’ configuration, consistent with fibrous dysplasia (white arrows). Multiple lobulated
intramuscular images with peripheral contrast enhancement and others with heterogeneous contrast enhancement, consistent with intra-
muscular myxomas (blue arrows).
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of life and have a benign course, are considered soft tis-
sue hamartomas with tumor-like growth.>* Furthermore, it
is important to note that the development of FD usually pre-
cedes the appearance of IMs by approximately 6.5 years.
Sarcomas can develop in areas of FD, as they have a rare
but clear potential for malignant transformation. The most
common malignancies that can arise from FD are osteosar-
coma (70%), followed by fibrosarcoma (20%), and chondro-
sarcoma (10%)."?

Therapeutic management varies from clinical surveil-
lance and imaging evaluation to orthopedic surgical inter-
vention in symptomatic patients. Prolonged use of bone
antiresorptive agents, like zoledronate, may be considered
a viable alternative. These agents appear to reduce the vol-
ume of myxomas; however, they do not demonstrate signifi-
cant effects on the regression of underlying FD.® Treatment
options for Mazabraud syndrome include extensive exci-
sion of myxomas, particularly when painful or compressive
symptoms are present. It should be emphasized that even
after partial excision of myxomas, the possibility of local re-
currence persists, underscoring the need for regular follow-
up to detect local recurrences and the emergence of new le-
sions. The therapeutic approach to FD, in general, includes
bisphosphonate therapy, with surgical intervention rarely
being necessary. The concurrent presence of myxomas re-
quires closer monitoring of FD lesions due to the potential
risk of malignant transformation.®
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