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Case Report / Olgu Sunumu

Perianal-Perineal Localized Alveolar-Embryonal
(Mixed) Type Rhabdomyosarcoma: Rare Localization,
Case Report

Perianal-Perineal Yerlesimli Alveolar-Embriyonel (Mikst) Tip
Rabdomiyosarkom: Seyrek Yerlesim, Olgu Sunumu
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ABSTRACT

A 17-year old girl who had been admitted to another hospital with perianal
swelling and pain was diagnosed with perianal abscess. She had been given
anti-biotheraphy and anti-inflamatory medication. Because her swelling and
pain got worse, she was referred to our pediatric clinic. After her physical
examination, she was prediagnosed with perianal abscess/tumor, and
reffered to our department for magnetic resonance imaging examination,
after which she was diagnosed with perianal tumor, and biopsy was
performed. Alveolar-embryonal (mixed) type rhabdomyosarcoma (RMS) was
diagnosed in the histopathology. Even though RMS is diagnosed frequently
in childhood and adolescence, perianal and perineal location for this tumor
is relatively rare. We wanted to highlight the rare localization and possible
differential diagnosis for this type of tumor.
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Perianal sislik ve agn sikayeti ile apse tanisi alarak izlenen 17 yasinda kiz olgu
sikayetlerinin gecmemesi ve sisligin giderek bilyimesi lizerine hastanemiz
cocuk hastaliklari béliimtine basvurdu. Yapilan fizik muayene sonucunda
perianal apse/kitle 6n tanisiyla bolimiimizde uygulanan manyetik rezonans
goriintiilemede perianal/perineal kitle saptanarak yapilan biyopsi ile alveolar-
embriyonel (mikst) tip rabdomiyosarkom (RMS) tanisi aldi. RMS, gocukluk ve
addlesan doneminde en sik izlenen yumusak doku sarkomu iken, perianal
ve perineal yerlesim oldukga nadirdir. Burada nadir bdlge tutulumunu
vurgulamay! ve apse gibi farkli klinik &n taninin malignite gdstergesi
olabilecegini hatirlatmayi amacladik.

Anahtar Kelimeler: Manyetik rezonans goriinttileme, perineal, perianal,
rabdomiyosarkom
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Introduction

Rhabdomyosarcoma (RMS) is a common mesenchymal
originated soft tissue tumor in childhood (1-3). The age
specific incidence rates of RMS show a bimodal distribution,
with the first peak between the ages 2-6, and the second
peak between 15-19. The most common location for RMS
is the head and neck region with 40% incidence (1). Even
though RMS is a common soft tissue sarcoma seen in the
childhood and adolescence periods, the perianal and perineal
location in genitourinary RMS subgroup is rare with less then
a 2% incidence rate (4-6). RMS has four histological types
being the embryological, alveolar, botryoid, and pleomorhic.
Although in all locations the most common histological type
is embryonal; for the perineal region it is the alveolar type (4).

For diagnosis, age, location, clinical-laboratory findings,
local invasion, and metastasis are considered. At the time
of diagnosis the metastasis rate is 10-20%. The primary
imaging modality is magnetic resonance imaging (MRI).

Treatment of RMS needs a multidisciplinary approach
involving radiotherapy, chemotherapy, and surgery. Here,
we present a case of perianal/perineal RMS, considered as
perianal abscess after the first evaluation. With this case,
we aimed to emphasize the rare location for RMS, and the
fact that different pre-diagnoses such as abscess may be
indicative of malignancy.

Case Report

A 17-year-old girl was admitted to the pediatric clinic in
another center with a complaint of swelling in the anal region
for the last 6 weeks. After the first evaluation, the drainage
was planned with the diagnosis of pearianal abscess and
during the intervention. During the drainage intervention,
there was no infected material and hyperemic mass lesion
was observed. The patient was referred to our pediatric
department for further evaluation. The first examination at
the department of pediatric oncology in our center revealed
anal mass accompanied with pain. Erythrocyte sedimentation
rate was slightly elevated, and lactate dehydrogenase was
detected in the blood. C-reactive protein level was normal.
Her pelvic MRI, which was obtained from her first admission,
showed an ill circumsribed mass in the perianal region.
Because of the non-contrast pelvic MRI protocol from the
first admission, and the time interval with the new symptom
(pain), we performed the abdominal MRI protocol with
contrast medium in our department using Philips Achieva
1.5 Tesla MR machine. The abdominal MRI revealed a
subdermal soft tissue mass located in the right ischiopubic
fossa, 9x8.5 cm in size, ill circumscribed, and disrupting the
anterior borders between the rectal distal segment-anal
canal-anus, isointense with muscle in T1 weighted images
(TTWI), hyperintense in T2WI, which was heterogeneous
and poorly contrasted (Figures 1, 2 and 3). Ultrasound
(USG) guided fine needle Tru-cut biopsy was performed.
Microscopic review showed a partially diffuse growth pattern

and a partially alveolar tumor tissue filling all areas (Figure
4, 5). In some regions tumor cells are rabdomyoblastic and
in some regions they are round cells. For this reason, our
case was diagnosed as alveolar and embryonal type RMS.
Immunohistochemically, tumor cells showed nuclear staining
with Myo D1 and cytoplasmic staining with Desmin (Figure
6, 7). Because of the location and the extention of the tumor,
our case was not eligible for surgery, so chemotheraphy
with ARST 0431 protocol (ifosfamide, etoposide, vincristine,
doxorubicin and cyclophosphamide) was started, and on the
20th week of the treatment one session of radiotheraphy
was performed. In the follow up a marked regression was
detected in the tumor. The treatment and follow up are still
ongoing.

Figure 1. Axial T1 weighted magnetic resonance imaging image shows
poorly defined mass in the perianal region

Figure 2. Mass is hyperintense on axial T2 weighted magnetic
resonance imaging image
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Figure 3. Axial post-contrast T1 weighted image shows homogeneous
contrast enhancement of the mass

Figure 4, 5. Tumor tissue shows alveolar and diffuse growth pattern
for rhabdomyosarcoma

| EH Y o SRR & a 0 ST

Figure 6, 7. Immunohistochemically tumor cells show nuclear staining
with cytoplasmic Myo D1 with Desmin

Discussion

Although RMS is a common soft tissue sarcoma of
childhood and adolescence, perianal and perineal location is
very rare (5,6). RMS in this location is thought to originate from
the muscle layers of the intestinal and genitourinary tract.

For diagnosis a complete blood count and urine test
must be done, and tumor markers from blood should be
taken. USG, computerised tomography and MRI should
be performed according to physical examination signs.
Definitive diagnosis is based on histopathology. According
to the literature, perineal RMS is mostly the alveolar type
(4). Alveolar RMS is a generally ill circumsribed, locally
aggressive and oval or round shaped tumor (7). In our case,
the histopathology of the tumor was reported as embryonal/
alveolar type.

Perineal/perianal RMS has a high rate of misdiagnosis,
especially in terms of infectious and inflamatory pathologies
such as perianal abscess. Although there is no underlying
disease in most cases, it has been shown that RMS is
associated with neurofibromatosis, fetal alcohol syndrome,
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congenital central system anomalies (8). No relationship to
any known disease has been detected in our case.

In MRI, like many other soft tissue tumors, RMS is mid-
intense in TTWI, mid-hyperintense in T2WI. In other words,
the imaging properties of RMS are non-specific. The tumor
can be lobulated and multi-septated. The imaging findings of
our case are consistent with the literature.

The differential diagnoses of RMS are quite broad
because of its placement in many different anatomical areas.
This broad differential diagnosis list includes; hemangioma,
vascular malformations, adult type soft tissue sarcomas,
primitive neuroectodermal tumor, infantile fibrosarcoma,
desmoplastic small round cell tumors, rabdoid tumor, non-
osseos Ewing’s sarcoma.

Although the perianal/perineal region is rare for RMS
with no particular imaging findings, it should be considered
in the differential diagnosis for perianal/perineal tumors of
childhood, and it should be kept in mind that it may interfere
with perianal abscess.
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