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ABSTRACT

Mazabraud’s Syndrome is a rare association of lesions to the musculoskeletal system. It results from the combination of one or
more intramuscular myxomas and fibrous dysplasia. We present a case of a 46-year-old man with bone lesions compatible with
fibrous dysplasia associated with intramuscular myxoma, configuring Mazabraud’s Syndrome, and a review of the literature.
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Level of Evidence: IV

Sindrome de Mazabraud: reporte de un caso

RESUMEN

El sindrome de Mazabraud es una rara asociacion de lesiones del sistema musculoesquelético. Resulta de la combinacién de
uno o varios mixomas intramusculares y displasia fibrosa. Presentamos a un hombre de 46 afios con lesiones dseas compatibles
con displasia fibrosa asociada a mixoma intramuscular configurando un sindrome de Mazabraud y una revisién de la bibliografia.
Palabras clave: Sindrome de Mazabraud; displasia fibrosa; mixoma intramuscular.

Nivel de Evidencia: IV

INTRODUCTION

Fibrous dysplasia is a developmental skeletal abnormality of unknown etiologys; it is characterized by the re-
placement of the medullary cavity by fibrous tissue. It can present as a single lesion (monostotic) or multiple
lesions (polyostotic).! It produces bone fragility with deformity, pain, pathological fractures, and functional im-
pairment. Fibrous dysplasia is usually located in the pelvis and femur. On radiographs, it is visualized as lytic or
dense diaphyseal-metaphyseal lesions, localized or diffuse, which can expand the bone and generate a trabeculated
appearance, like “ground glass”.”

The association between fibrous dysplasia and intramuscular myxomas is called Mazabraud syndrome. The first
case was described by Henschen in 1926° and named by Mazabraud in 1957.* Approximately 100 cases have been
reported to date.'

Intramuscular myxoma is a rare lesion, with difficult radiological and clinical diagnosis. Its incidence is 1:
1,000,000. It is a benign soft tissue neoplasm of mesenchymal origin.’ It typically involves muscles, thighs, but-
tocks, shoulders, and the upper arm. Clinically, intramuscular myxomas present as a slow-growing, ovoid, painless
mass.®?

CLINICAL CASE

A 46-year-old man, with no pathological history, who consulted a general practitioner in another center, in Oc-
tober 2019, for localized mechanical low back pain during physical activity, of several months of evolution. An
MRI of the spine and pelvis was requested, in which a doubtful image was observed in the proximal femur, so it
was decided to extend the study to the thigh and complement it with radiographs and computed tomography of the
entire right lower limb.

Received on April 14th, 2020. Accepted after evaluation on May 4th, 2020 « RODRIGO RE, MD e rodrigo_re @hotmail.com @ https://orcid.org/0000-0001-7382-9459

How to cite this article: Re R, Negri M, Flores J. Mazabraud Syndrome: A Case Report. Rev Asoc Argent Ortop Traumatol 2021;86(3):XXXX. https://doi.org/10.15417/issn.1852-
7434.2021.86.3.1102

1 o)| This Ji s i d under Attribution-NonC I-Sh: like 4.0 "
=l® C(‘eznge“ggm‘f“ffs”fgcua”vﬁcS;'\jg;’)” on Rev Asoc Argent Ortop Traumatol 2021; 86 (3): 365-374 « ISSN 1852-7434 (online) m




R.Re et al.

In February 2020, the patient consulted a traumatologist at our center. On physical examination, full range of
motion of the hip and knee was observed, with no pain in the right lower limb. In addition, a tumor was palpated
in the proximal anterolateral area of the right leg, of approximately 8 cm, deep, elastic, not painful (Figure 1).
The patient expressed that he had had the tumor since the age of 17 and its growth had been slow. New radio-
graphs and an MRI of the hip and leg were requested, as well as an ultrasound of the soft tissue mass in the leg
(Figure 2).

Figure 1. Clinical image of the lesion.
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Mazabraud syndrome

Figure 2. A. Frontal radiograph of the right femur. Bulging (asterisk) of the femoral neck adjacent to the lesser trochanter,
cortical thinning (arrow), with loss of trabecular pattern. B. Radiograph of the right leg showing three lesions with similar
characteristics to those described in the femur, endosteal involvement (arrow) and “ground glass™ appearance (asterisk).
C. Right hip MRI, coronal plane, STIR sequence. Marked hypersignal, endosteal compromise (asterisk), bone bulging and
defined limits (arrows). D. Right hip MRI, coronal plane, T1-weighted sequence with marked hyposignal.
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Figure 2. E. Right hip MRI, axial plane, STIR sequence with hypersignal. Bone bulging and
thin interior septa. F. Right hip MRI, axial plane, T1-weighted sequence with hyposignal.
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Figure 2. G. Map of the apparent diffusion coefficient with an average value of 1.7 x 10 mm?/s,
marking a facilitated diffusion. H. Right leg MRI, axial plane, STIR sequence. Hyperintense lesion
in the proximal tibia (arrow) and markedly hyperintense lesion in soft tissue, in the anteroexternal
muscle plane (asterisk).
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Figure 2. I. Right leg MRI, axial plane, T1-weighted sequence. Hypointense lesion in the proximal tibia (arrow)

and markedly hypointense lesion in soft tissue (asterisk). J. Right leg MRI, coronal plane, STIR sequence. Multiple
hyperintense bone lesions (arrows) and hyperintense soft tissue lesions (asterisk). K. Ultrasound of the soft tissue injury.
Ovoid morphology, with partially defined borders, heterogeneous, with small peripheral cystic areas (asteris
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Given the suspicion of an association between bone lesions, interpreted as fibrous dysplasia and soft tissue le-
sion, a biopsy of the soft tissue mass was requested (Figure 3). The histological analysis confirmed the intramus-
cular myxoma (Figure 4), which configures a Mazabraud syndrome.

The patient will continue under observation with radiological and clinical evolution studies.

Figure 3. Ultrasound-guided cutting-needle biopsy of the soft tissue lesion (arrow).
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Figure 4. Pathological anatomy analysis with hematoxylin-eosin staining. Medium (A) and high
magnification (B). A mesenchymal tumor with spindle cell myxoid stroma is seen. There are no atypia,
mitosis, necrosis, or other significant alterations.
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DISCUSSION

Fibrous dysplasia is a rare benign lesion caused by a genetic mutation in the GNAS gene, located in chromosome
20q13.2-q13.3." It is characterized by the presence of non-ossified areas in the bone. It can be monostotic or poly-
ostotic, and is more common in women (68%)."*!° In general, it is diagnosed between the first and third decade of
life. The most affected sites are the proximal femur, tibia, skull, ribs and, to a lesser extent, the humerus, forearm
and pelvis. Often there are several conditions in the same bone.

The monostotic variant has an asymptomatic presentation; it appears as an incidental finding. The polyostotic
variant can present with intermittent pain, stress fractures, expansion masses in palpable bones, or pathological
fractures. The association of polyostotic fibrous dysplasia with intramuscular myxoma configures Mazabraud syn-
drome. 1,2.9,10

Imaging of fibrous dysplasia is important for proper diagnosis and follow-up, to detect and treat possible com-
plications.

On radiographs, it is visualized as radiolucent intramedullary diaphyseal lesions with a “ground glass” ap-
pearance and loss of the normal trabecular pattern, endosteal compromise and cortical thinning with spared
areas. The margins are defined. A periosteal reaction is not observed. Computed tomography images confirm
the presence of homogeneous lesions with a “ground glass” appearance. There may be cystic areas and calcifi-
cations. On magnetic resonance imaging, lesions with low signal on T1-weighted sequences and high signal on
T2-weighted sequences are observed. There may be a hypointense halo around it in the T1- and T2-weighted
sequences. As it is a benign lesion, it has facilitated diffusion with apparent diffusion coefficient values above
1.1 x 103 mm?2/s.!'210

Radiographs are normal, although intramuscular myxomas may present with non-specific soft tissue calcifica-
tions. On ultrasound, intramuscular myxomas are visualized as ovoid masses, poorly defined and hypoechoic, with
possible cystic areas. On computed tomography, they appear as hypointense lesions with a wall that separates them
from muscle tissue. On MRI, they are visualized as hyperintense lesions on T2-weighted, gradient echo, or STIR
sequences. T1-weighted sequences show low signal.>%

CONCLUSIONS

Although the association between fibrous dysplasia and intramuscular myxomas is rare, it is probably underes-
timated due to misdiagnosis. Fibrous dysplasia is usually diagnosed earlier than intramuscular myxomas or at the
same time, as findings on routine radiographs or MRL.

Symptoms are rare, they can manifest as pathological fractures or palpable masses.

The treatment of intramuscular myxomas is surgical excision. Fibrous dysplasia is controlled with imaging tests.
The possibility of malignant transformation is low.
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