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Clinical history

4 year old boy

History of frontal headache, sleepiness.

No history of vomiting, blurring of vision, LOC or 
seizures.

CT/MRI done
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Negative markers included
Desmin

CD99

transthyretin



AND



BAF 47



Diagnosis



Atypical teratoid/rhabdoid 
tumour



Atypical teratoid/rhabdoid tumour

First described as "rhabdoid" tumour of the 
CNS in the eighties. 
The tumour was recognized as a separate 
entity in the third edition of WHO 
classification of tumours of the Central 
Nervous System in 2000. 



Atypical teratoid/rhabdoid tumour

1-2% of all CNS tumours, 10% of CNS 
tumours in infants. 
Occurs predominantly in children, especially 
those younger than 3 years of age.
Males are slightly more affected than 
females (1.3:1 ).



ATRT/ location

The tumour occurs slightly more frequently in the 
supratentorial location  than  infratentorially. 

In supratentorial examples, the tumours are seen 
mostly in the 

Cerebral hemispheres. 

Third ventricle. 

Exclusive lateral ventricular location is rarely described. 

In the infratentorial examples, involvement of the 
cerebello-pontine angle as well as the 4th ventricle 
is mostly seen.



ATRT/ genetics

ATRT is characterized by a variety of cytogenetic 
abnormalities involving chromosome 22, which is  
seen in 75% of cases.

This results in a biallelic deletion or mutation 
involving the SMARCB1/INI1 gene at  22q11.2, 
mostly detected by interphase FISH. 

This molecular event results in loss of 
immunohistochemical expression of INI1/Baf47.



ATRT/DDx

Supratentorial location: CNS-PNET

Infratentorial location: Medulloblastoma, 
especially anaplastic medulloblastoma.

Intra-ventricular : choroid plexus 
carcinoma.



ATRT vs CNS-PNET

CNS-PNET is a rare tumour that predominantly 
affects infants and children. 

A huge heterogeneous mass. 

Can pose diagnostic difficulty with ATRT, especially 
in small biopsies. 

Many ATRTs were diagnosed as CNS-PNET  
previously, when the INI-1/Baf-47 was not available 
for use. 



ATRT vs CPC

Choroid plexus carcinoma is an aggressive tumour that 
presents in infants and young children. 
Intra-ventricular growth. 
Immunostains; 

Epithelial markers especially cytokeratin and less frequently EMA 
are positive. 
Other less frequent positive markers include synaptophysin and 
GFAP. 

Recently; INI-1/Baf-47 has been described in choroid 
plexus carcinoma. This has led to the speculation that 
ATRT and CPC might be related tumours especially that the 
origin of ATRT is not yet resolved.  



Rhabdoid Tumour Predisposing Syndrome

RTPS is characterized by germline 
mutations of the INI1 gene (22q11.2).

Manifested by a marked predisposition to 
the development of malignant rhabdoid 
tumours of infancy and early childhood.

1/3 of ATRT are associated with RTPS.



RTPS con…

ATRT is the typical tumour associated with 
this syndrome, but other tumours including 
medulloblastoma, choroid plexus 
carcinoma, and PNETs have been reported.

The most common non-CNS tumour is renal 
rhabdoid tumours.



RTPS cont…

The RTPS is highly suggested in the 
following   clinical scenarios 

Synchronous occurrence of renal malignant 
rhabdoid tumour and ATRT

Bilateral malignant rhabdoid tumours of the 
kidney 

The occurrence of malignant rhabdoid tumours 
in 2 or more siblings



Word of caution!!!!

Many malignant neoplasms of the CNS  can 
have ‘‘rhabdoid’’ morphology, including 
glioblastoma and meningioma. 

These tumours show retention of the INI1 
protein and are not thought to have INI1 
mutations or be a component of the RTPS.



ATRT/treatment

Surgery. 

Chemotherapy as high-risk medulloblastoma .

+/- radiotherapy.

BM stem cell transplantation.



Thank you
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