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History
A 16 years old boy presented with a three month history of
right hip pain and difficulty in walking.

He also reported the appearance of a swelling on the right hip
for about a month.

Paracetamol, NSAIDs and steroids did not improve the pain.

He revealed that his mother at the age of 18 suffered for
femoral osteosarcoma (treated with chemotherapy and
surgery) and died at the age of 34 for breast cancer.
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MRI
Soft tissue mass (ø 15 cm x 14 cm x 13 cm) hypointense in T1 and hyperintense in 
T2 between the muscles and right iliac bone.
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Histology
Myxoid mesenchymal neoplasm

Immunohistochemistry: absent expression of 
S100, synaptophysin, NSE, desmin, SMA, 
MyoD1, CD117, pan-CK, CD34 and STAT6

Presence of NR4A3 traslocation
[EWSR1(ex7)/NR4A3(ex2)]

DIAGNOSIS: Extraskeletal
myxoid chondrosarcoma (EMC)
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QUESTION 1

What investigations should be performed before
starting the treatment?

• Total Body CT

• PET-CT

• Bone marrow aspiration and biopsy

• Genetic consultation

• All the answers
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Patient assessment
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• PET-CT= elevated metabolic activity in the right pelvis and bilaterally in the lung

• Total Body CT= multiple bilateral pulmonary micrometastasis

• Bone marrow aspiration and biopsy= (performed only on the left iliac spine due 
to the presence of the tumor around the right iliac spine) no metastasis
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Why genetic consultation?
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Genetic consultation
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• DIAGNOSIS: Li Fraumeni Syndrome

tp53 gene sequencing: mutation c.993+1g>A

https://www.ncbi.nlm.nih.gov/clinvar/variation/528261/
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Question 2

What treatment to choose?

• Surgery

• Chemotherapy

• Radiotherapy

• Multimodal treatment
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Chondrosarcoma
• Ultra-rare sarcoma (incidence <1/10000000)

• Surgery and neo-adjuvant/adjuvant radiotherapy in localized
disease (5-, 10-, and 15-year survival rates of 82–90%, 65–70%, 
and 58–60%)

• Neo-adjuvant chemotherapy followed by surgery and 
radiotherapy for metastatic disease (anthracyclines-
based/dacarbazine-based/ifosfamide-based regimens) 
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What treatment in this case?

The case was discussed during a tumor board in the 
presence of:

• Oncologist

• Radiotherapist

• Pathologist

• Surgeon  

The patient was defined inoperable due to the size of 
the tumor and it was decided to start chemotherapy
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Question 3

Which antineoplastic drug has the greatest 
genotoxicity?

• Dacarbazine

• Ifosfamide

• Anthracyclines
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Question 3
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Which antineoplastic drug has the greatest 
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Treatment

Chemotherapy: 2 courses of Vincristine/D 
Actinomycin /Ifosfamide (VAI)

• Vincristine 1,5 mg/m2               Day 1

• D Actinomycin 0,75 mg/m2      Day 1, day 2

• Ifosfamide 3 g/m2                      Day 1, day 2
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Disease re-assesment
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• MRI= disease progression (ø 17,5 cm x 19 cm x 23cm; volume increase of 26%) 

• Total Body CT= appearance of new lung metastasis

• Worsening of pain; appearance of inability to walk independently
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Question 4
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How to continue the treatment?

• Palliative care

• Anthracyclines regimen 

• New drugs-phase 1/phase 2 trials
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• Enrolled into phase 2 trial (E7389-G000-213)

• Eribulin/Irinotecan for the treatment of pediatric
patients with relapsed/refractory RMS, NRSTS and 
EWS

• He received 2 courses of chemotherapy
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https://clinicaltrials.gov/ct2/show/study/NCT03245450
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Disease re-assesment
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• Total Body CT= dimensional increase of lung metastasis; appearanceof 
abdominal metastases and neoplastic thrombus of the inferior cava vein; 
progression of the primary mass

• Patient’s condition worsened (Karnofskyscale 50%) and pain was not 
adequately controlled by common painkiller therapy. 
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Palliative care

• Caval filter placement to avoid pulmonary
embolism

• Pain therapy

• Radiotherapy (low-dose radiation treatment)
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Radiotherapy in palliative care

Low-dose radioterapy in palliative care is helpful to:

• Bone pain improvement

• Nerve compression reduction

• Bowel or urinary obstruction resolution

• Rapid effect on symptoms control
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Discussion point

• How to stage patients with EMC?

• How to decide the best treatment for patient with 
EMC (tumor board and multidisciplinary 
discussion)?

• Which drugs to choose in the treatment of EMC 
and what dosages?

• How the Li-fraumeni syndrome influences the 
treatment?
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Take home message

• EMC is a rare condition with a specific gene 
traslocation (NR4A3)

• EMC treatment is based on surgery and 
radiotherapy for the localized disease

• Metastatic EMC requires multimodal treatment 
(chemotherapy/radiotherapy/surgery)
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Take home message

• In patients with Li-Fraumeni syndrome,  treatment 
should be tailored on the basis of genotoxic effect
of chemotherapy and radiotherapy

• Radiotherapy can be considered for palliative care
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