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CASE REPORT

Case report
A previously well 17-year-old male was referred for 
investigation of a left forearm mass which had been 
progressively enlarging over 1 year. There was associated 
significant unintentional weight loss as well as intermittent 
pain and paraesthesia in the affected arm. He was wasted with 
axillary and brachial lymphadenopathy, as well as radial and 
ulnar nerve palsies. Forearm magnetic resonance imaging 
(MRI) supported the differential of a rhabdomyosarcoma 
with neural encasement and a core needle biopsy (CNB) 
confirmed features in keeping with rhabdomyosarcoma. 

During a routine outpatient follow-up for his results, he 
complained of severe lower abdominal pain, loss of appetite 
and fever. A poorly defined, tender mass with localised 
peritonitis was palpable in the right lower quadrant.

Urgent computer tomography (CT) imaging suggested 
a complex pelvic mass, likely ileocaecal in origin (Figure 
1). He underwent emergency laparoscopy converted to 
laparotomy which revealed a complex perforated terminal 
ileum mass 10 cm from the ileocaecal junction (Figure 
2). An ileocecectomy with primary anastomosis was 

Rhabdomyosarcoma is the most common soft tissue tumour in children and adolescents, but extremely rare in adults with 
comparatively worse outcomes. Metastatic disease is not uncommon, but intra-abdominal metastases are exceedingly 
rare. We report an unusual case of ileal metastases from an upper extremity rhabdomyosarcoma in a 17-year-old male 
who presented with abdominal pain during a routine follow-up visit. Laparotomy and ileocecectomy for a perforated ileal 
mass confirmed metastatic embryonal rhabdomyosarcoma with 1 out of 14 positive lymph node metastases. This case 
demonstrates that, although rare, intra-abdominal metastases should be considered when patients with a rhabdomyosarcoma 
present with abdominal complaints. 
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Figure 1: A – Coronal abdominal CT showing large 
complex mass at the ileocecal junction crossing the midline. 
B – Transverse plane CT displaying the radiological 
heterogeneity of the tumour. C – Transverse CT showing the 
complex mass extending across the midline

Figure 2: Intraoperative finding of terminal ileum mass 
later confirmed to be small bowel metastasis of embryonal 
rhabdomyosarcoma
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performed. Histology confirmed metastatic embryonal 
rhabdomyosarcoma with 1 out of 14 mesenteric lymph 
nodes involved. Our patient had an uneventful postoperative 
course and was discharged in a stable condition. He is 
currently undergoing palliative chemo-radiotherapy for 
spinal, liver and lung metastases. 

Discussion
Rhabdomyosarcoma (RMS) is a high grade primitive 
mesenchymal cell tumour thought to arise due to aberrations 
in myogenic proliferation and differentiation.1 It is the 
most common soft tissue tumour (STT) in the childhood 
and adolescent populations, accounting for 50% of all soft 
tissue tumours.2 Whilst it is third only to Wilms’ tumour and 
neuroblastoma, it is still rare, accounting for only 4.5% of 
childhood cancers overall.3 Histological subtypes of RMS 
are widely classified, but broadly there are 2 major variants: 
embryonal rhabdomyosarcoma (ERMS) and alveolar 
rhabdomyosarcoma (ARMS), with pleomorphic RMS, 
ganglionic differentiation and RMS not otherwise specified 
(NOS) seen as separate entities.2 

Seen primarily as an early childhood cancer with almost 
one third being diagnosed before the age of 6, RMS has a 
bimodal distribution for presenting age with a second peak 
in adolescence.4,5 The incidence decreases dramatically with 
age and is associated with significant clinical and histological 
heterogeneity.6 ERMS is by far the more common subtype 
(70%) in childhood, and it can be further classified as 
conventional, spindle cell and botryoid subtypes.7 ERMS 
and ARMS are more common in children with very few 
cases noted in adults, and typically only present between 
the ages of 22 and 40 years. In the adolescent population 
ARMS has been deemed to be more likely.4 Pleomorphic 
RMS and RMS NOS is specifically more common in adults 
and has been described as being more closely related to 
high grade soft tissue sarcoma.6 Our patient presented to 
us in adolescence with metastatic ERMS which leads to a 
consideration of potential overlap between the subtypes in 
age population and histology. The aetiology and development 
of different histological variants in different age groups is 
still largely unknown. Besides genetic syndromes which 
are generally associated with childhood presentation, the 
complexity of mechanisms associated with developing RMS 
has questioned the differences in histology.8 

RMS has a wide variety of primary sites of disease with 
variation dependant on the different histological subtypes 
and age of presentation.4 Broadly, the most common sites 
of primary tumours are head and neck (35%), genitourinary 
organs and the extremity. Intra-abdominal and retroperitoneal 
primary sites are rarer and there are notable differences 
in primary sites of disease between adult and child 
populations.8 Tumours located in the trunk, the upper and 
lower limbs occur more frequently in adolescents and often 
demonstrate ARMS histology.4 RMS metastases occur via 
the haematogenous route primarily to the lung, bones, liver, 
brain and regional lymph nodes;9 the latter are often present 
with primary tumours of the extremity.9 Intra-abdominal 
metastases are extremely rare in paediatric, adolescent and 
adult populations with few cases described.10 Several case 
reviews have described adults with advanced pleomorphic 
RMS subtypes who presented with intussusception as the 
only feature of metastasis.10 This deems our case unusual 
as he was diagnosed with primary ERMS of the extremity, 

which is a well described primary site in the paediatric 
population and early adulthood, with confirmed metastatic 
ERMS of the small bowel, complicated by perforation. 

Prognostically, outcomes associated with RMS are 
generally favourable, with a 5-year survival of 70–80% in 
children. However, the 5-year prognosis is comparatively 
less favourable in adults and adolescents.11 The difference 
in prognosis is associated with histological subtype, primary 
site and size, lymphovascular involvement and metastases. 
Histologically, ERMS has the highest 10-year survival across 
all age groups, whereas pleomorphic RMS has the worst 
outcome.2 Specifically regarding the primary site of disease, 
tumours in the limbs and extremity have been deemed 
unfavourable according to paediatric staging criteria.11 
Whilst the aggressive nature of our case may be attributed to 
his primary site, the histological subtype diagnosed in him 
has the highest survival rates. Early diagnosis and specialist 
referral is associated with a favourable prognosis in children 
with RMS.4 Our patient presented to us from primary care 
1 year after his initial symptoms. This underscores that 
socio-economic barriers and primary care vigilance remain 
challenges in the South African context. 

Our case of ERMS with small bowel metastases provides 
a valuable learning point for clinicians encountering patients 
with a suspected non-benign extremity mass and non-
specific abdominal complaints.
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