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Case Summary

A newborn presented with respi-
ratory distress and was admitted to
the NICU for transient tachypnea of
the newborn. Physical examination
showed scattered hypopigmented
papules and macules along the back,
extremities, and buttocks, some of
which had central telangiectasia and
some of which demonstrated a blue
hue. The patient was also noted to
have a mass-like deformity of the left
upper hip and thigh, and left club
foot deformity.

Multiple punch biopsies of the cu-
taneous lesions showed proliferation
of thin-walled vessels, surrounded by
small ovoid spindle cells with scant
cytoplasm and round nuclei arranged
in a lobular pattern, felt to be repre-
sentative of infantile myofibromas.
Biopsy of the left thigh was also con-
sistent with an infantile myofibroma.

Imaging Findings

Multimodality imaging demon-
strated multiple, well-defined
masses disseminated throughout
the body. Ultrasound of the left
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Figure 1. Ultrasound of the left thigh demonstrates a heterogeneous soft-tissue mass

with relatively decreased vascularity (arrow).

thigh demonstrated a large hetero-
geneous, hypovascular soft-tissue
mass (Figure 1). Magnetic resonance
imaging (MRI) of the left thigh/hip
showed the mass was predominant-
ly T2 hyperintense, T1 isointense
with areas of intrinsic T1 hyperin-

tensity, and demonstrated heteroge-
neous enhancement on postcontrast
T1 imaging (Figure 2). The mass
extended into the pelvis. Smaller
masses were also seen in the left
gluteus muscle and right thigh.

Ultrasound of the abdomen showed
two heterogeneously echogenic pelvic
masses, as well as multiple hypoecho-
ic masses throughout the abdomen,
including the retroperitoneum (Figure
3). MR evaluation of the abdomen and
pelvis confirmed the ultrasound find-
ings. Cardiac MRI revealed multiple
round masses in the right and left ven-
tricles, which were T1 isointense and
T2 hyperintense (Figure 4). Brain MRI
demonstrated a 3.5 mm left supracli-
noid soft-tissue mass (Figure 5).
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Figure 2. Coronal T1 fat-suppressed postcontrast MRI demonstrates
heterogeneous peripheral enhancement of a left hip/thigh mass (arrow),

which extends into the pelvis
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Figure 4. Cardiac MRI demonstrating round, hypointense soft-tissue masses (arrows)

in the ventricles.

Diagnosis

Generalized infantile
myofibromatosis.

Other diagnostic considerations
include neonatal rhabdomyosarco-
ma, infantile fibrosarcoma, neurofi-
bromatosis, and Klippel-Trenaunay
syndrome. Neonatal systemic
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lupus erythematosis is also a
consideration, given the cutaneous
manifestations.

Discussion

Infantile myofibromatosis is a mes-
enchymal fibrous tumor of infancy.
First described by Stout in 1954, it

Figure 3. Ultrasound demonstrating a hypoechoic, hypovascular
lesion (arrow) near the pancreatic head.
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Figure 5. T1 MRI of the brain demonstrating a small soft-
tissue lesion in the left posterior supraclinoid region.

was named “congenital generalized

]

fibromatosis in the newborn”.! It was
renamed “infantile generalized myo-
fibromatosis” by Chung and Enzinger
in 1981 partly because they realized
the disorder occurs in both neonates
and older infants.? Although rare, the
disorder is one of the most common

fibrous tumors in infancy. It typically
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manifests within the first 24 months
of life, and more commonly affects
males.>* The etiology is unknown; it
is theorized that in utero exposure to
maternal estrogen may play a role.®

The disorder is classified into
three clinical subtypes: solitary,
multicentric, and generalized. The
solitary form, the most common,
manifests with a single firm, pain-
less, skin-colored or reddish-purple
cutaneous or subcutaneous nodule.

The multicentric form demon-
strates multiple nodules involving
the skin, soft tissues, and bones.
Both subtypes tend to have a favor-
able prognosis, with many of the
lesions spontaneously regressing
within 18 months.?

Generalized myofibromatosis, con-
versely, portends a worse prognosis,
with reported rates of severe mor-
bidity and mortality of up to 75%,
predominantly secondary to gastro-
intestinal (GI) or cardiopulmonary
complications.* The GI tract is the
most common site of visceral spread,
but pulmonary involvement has the
worse prognosis when the viscera is
involved.® Treatment of generalized
myofibromatosis varies depending
on the severity and extent of disease.

Case reports exist of self-healing
generalized myofibromatosis in
otherwise healthy infants.®” Surgery
is usually employed in instances with
more extensive involvement or when
life-threatening. Chemotherapy
(as offered for our patient), and/or
radiation therapy is also sometimes
used, though chemotherapy has not
been shown very effective, as myofi-
bromas are benign tumors with low
mitotic activity.*®

Histologically, myofibromas
appear nodular, with short fascicles
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of spindle-shaped cells along the
periphery with elongated nuclei and
eosinophilic cytoplasm. Centrally are
primitive polygonal or round cells
with hyperchromatic nuclei, scant
eosinophilic cytoplasm, and indis-
tinct cell margins. Vascular heman-
giopericytoma-like proliferations are
also sometimes seen.>*

Initial imaging usually includes
CT and ultrasound, although MRI is
preferred in suspected generalized
myofibromatosis given the modal-
ity’s superiority in assessing the
viscera and soft tissues. The imaging
characteristics of myofibromatosis
are nonspecific, and the role of
imaging is more to delineate the
extent of involvement and less to
aid in diagnosis.

On ultrasonography, myofibromas
have been described as hypoechoic,
mixed echogenicity lesions with
decreased flow on color Doppler. CT
often shows lesions as isodense to
skeletal muscle, sometimes demon-
strating mild peripheral enhance-
ment. On MRI, lesions are usually
isointense or hypointense to skeletal
muscle on T1 imaging, show areas of
T2 hyperintensity, and demonstrate
predominantly peripheral, heteroge-
neous enhancement.®?

Conclusion

Although infantile myofibroma-
tosis is one of the most common
fibrous tumors of infancy, the
disorder is rare, with a spectrum of
presentations and varying prognoses
depending on extent of disease and
organs involved. In their solitary and
multicentric forms, most myofibro-
mas spontaneously resolve and the
prognosis is excellent. However, in

the generalized form, the progno-
sis is poor, and treatment options
are limited. Imaging findings are
nonspecific, and the main role of
imaging is to assess for the presence
and extent of visceral involvement.
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