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Introduction 
Rhabdoid tumours are one of the most aggressive 
childhood neoplasms associated with high mortality. The 
commonest age group affected is children less than five 
years of age. Malignant rhabdoid tumours (MRTs) are highly 
aggressive neoplasms that most commonly occur in the 
kidney of young children. A few cases of primary MRT 
occurring in extrarenal sites have been reported, particularly 
in the soft tissues. 
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Extrarenal Malignant Rhabdoid Tumour 
Malignant rhabdoid tumour (MRT) is an uncommon, and one of the most aggressive malignancies in infancy, 
with reported mortality rate of 80 to 100%. The usual site of occurrence is the kidney. MRTs were initially 
identified as a sarcomatous variant of the Wilms tumour but were subsequently demonstrated to have 
characteristic pathological features. In recent years, occurrence of rhabdoid tumours has been reported at a 
number of extra renal sites (extra renal malignant rhabdoid tumour)  
 
Shen, G., Wang, R., Pan, L. & Kuang, A. 2021.  
“Malignant rhabdoid tumor is an aggressive neoplasm commonly arising from the kidney during infancy and 
childhood. Extrarenal forms of this tumor are relatively rare and have been reported in several extrarenal 
sites including central nervous system, liver, bladder, vulva, and head and neck. Hereby, we present FDG 
PET/CT findings of malignant extrarenal rhabdoid tumor originating from the vagina in an 8-year-old girl.” 
 
 
 
Incidence of Extrarenal Malignant Rhabdoid Tumour 
The National Cancer Registry (2017) does not provide any information regarding Extrarenal Malignant 
Rhabdoid Tumour. 
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Causes and Risk Factors for Extrarenal Malignant Rhabdoid Tumour 
There is no exact cause of rhabdoid tumours. Researchers have discovered that a gene called SMARCB1 (this 
gene also goes by the names INI1, SNF5, and BAF47) mutates in nearly all rhabdoid tumours, including 
malignant rhabdoid tumour (MRT) and atypical teratoid rhabdoid tumour (ATRT). 
 
There is no exact cause of rhabdoid tumours. Researchers have discovered that a gene called SMARCB1 (this 
gene also goes by the names INI1, SNF5, and BAF47) mutates in nearly all rhabdoid tumours, including 
malignant rhabdoid tumour (MRT) and atypical teratoid rhabdoid tumour (ATRT). Mutations in this gene can 
also sometimes occur in a patient's normal, non-tumour cells, increasing their risk of developing additional 
rhabdoid tumours. 
 
 
 
Signs and Symptoms of Extrarenal Malignant Rhabdoid Tumour 
Often the first sign that a child has a malignant rhabdoid tumour is discovering a lump or mass in the child's 
abdomen. Because malignant rhabdoid tumour occurs most frequently in infants, the child may not show 
any signs of pain or discomfort beyond fussiness. Some children with malignant rhabdoid tumours may have 
difficulty urinating or blood in the urine. 
 
 
 
Diagnosis of Extrarenal Malignant Rhabdoid Tumour 
Diagnostic procedures for malignant rhabdoid tumours detect the exact type of tumour and whether the 
cancer has spread. Your child's doctor will perform a complete medical and physical examination. They may 
also order advanced imaging studies and a biopsy to test for genetic mutation. 
 
Priya, D., Baalu, S. Geeta, V.P.O., Malathi, M.P., Soumya, A. & Kavitha, B.L. 2021.  
Background: Rhabdoid tumors are rare, highly lethal neoplasms characterized by alterations of SMARCB1 
gene in chromosome 22, which occurs in infants and children. Fine needle aspiration (FNA) is an effective 
technique to diagnose this tumor when combined with Immunohistochemistry (IHC) and molecular genetics. 
In this study, we describe four cases of renal and extra-renal rhabdoid tumor of which three cases were 
diagnosed on FNA with IHC. 
Materials and methods: The study includes four children with renal and extrarenal rhabdoid tumor retrieved 
from cytology archives. FNA was done with cell block, IHC, and cytogenetics. The cytomorphology with 
ancillary studies were reviewed along with histopathology which was available in 3 out of 4 cases. 
Results: All the four cases had similar cytomorphologic features comprising of large cells having vesicular 
nuclei which can be central or eccentric with prominent nucleoli and abundant pale cytoplasm. Few cells had 
intracytoplasmic hyaline inclusion. Cell block with IHC confirmed the diagnosis in three cases. One case in 
which cell block could not be made the diagnosis was confirmed on biopsy with IHC. 
Conclusion: Rhabdoid tumors are uncommon but aggressive neoplasms with poor prognosis. Our study 
highlights that they can be diagnosed accurately on FNA cytomorphology when combined with IHC on cell 
block. 
 
 
 
Treatment of Malignant Rhabdoid Tumour 
Treatment for malignant rhabdoid tumour may include: 
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• Surgery: In most cases, the first step in treating malignant rhabdoid tumours is surgery. Often a 
surgeon will try to remove the whole tumour at the time of biopsy. Depending on the tumour's size 
and location, the surgeon may remove only part of the kidney or the entire kidney. 

• Chemotherapy: After surgery, we may use a very aggressive course of chemotherapy, a group of 
drugs that interfere with the cancer cell's ability to grow or reproduce. 
Different groups of chemotherapy drugs work in varied ways to fight cancer cells and shrink 
tumours. We typically use a combination of chemotherapy drugs, which may be given in a specific 
order depending on the cancer type. Children with malignant rhabdoid tumours receive 
chemotherapy as an injection into the muscle or fat tissue (intramuscularly) or directly into the 
bloodstream (intravenously). 
While chemotherapy can be quite effective in treating certain cancers, the drugs cannot tell the 
difference between normal, healthy cells and cancer cells. Because of this, your child may 
experience adverse side effects during treatment. Understanding these side effects can help you, 
your child, and your care team prepare for, and in some cases, prevent these symptoms from 
occurring. 

• Radiation therapy: Children more than six months old may receive radiation therapy as part of their 
treatment. 

• Stem Cell Transplant: Malignant rhabdoid tumour treatment can be so intense that it affects the 
body's ability to produce normal blood and immune cells. For that reason, your child's doctor may 
recommend that your child undergo an autologous stem cell transplant. It involves temporarily 
removing some of a child's healthy blood cells and giving them very high doses of chemotherapy 
and, in some cases, radiation therapy to overwhelm and destroy the malignant rhabdoid tumour. 
We then give the child their stored, healthy blood cells to promote normal body and organ function 
once treatment is complete. 

• Supportive Care: Supportive care includes therapies to prevent and treat infections, side effects of 
treatments, and complications. The goal is to keep your child comfortable during treatment. It also is 
an integral part of preventing short- and long-term complications of the disease and treatment. 

 
 
 
About Clinical Trials 
Clinical trials are research studies that involve people. They are conducted under controlled conditions. Only 
about 10% of all drugs started in human clinical trials become an approved drug. 
Clinical trials include: 

• Trials to test effectiveness of new treatments  

• Trials to test new ways of using current treatments 

• Tests new interventions that may lower the risk of developing certain types of cancers 

• Tests to find new ways of screening for cancer 
 
The South African National Clinical Trials Register provides the public with updated information on clinical 
trials on human participants being conducted in South Africa. The Register provides information on the 
purpose of the clinical trial; who can participate, where the trial is located, and contact details. 
 
For additional information, please visit: www.sanctr.gov.za/ 
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Medical Disclaimer 
This Fact Sheet is intended to provide general information only and, as such, should not be considered as a 
substitute for advice, medically or otherwise, covering any specific situation. Users should seek appropriate 
advice before taking or refraining from taking any action in reliance on any information contained in this Fact 
Sheet. So far as permissible by law, the Cancer Association of South Africa (CANSA) does not accept any 
liability to any person (or his/her dependants/estate/heirs) relating to the use of any information contained 
in this Fact Sheet. 
  
Whilst the Cancer Association of South Africa (CANSA) has taken every precaution in compiling this Fact 
Sheet, neither it, nor any contributor(s) to this Fact Sheet can be held responsible for any action (or the lack 
thereof) taken by any person or organisation wherever they shall be based, as a result, direct or 
otherwise, of information contained in, or accessed through, this Fact Sheet. 
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