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The patient is a 25-year-old-male who presented with 
left hand numbness and headaches. 

 
 

He was found to have a 4.7 cm heterogeneously 
enhancing intra-axial mass in the left cerebellar 

hemisphere, with mass effect on the fourth ventricle. 
 
 

A biopsy was performed. 
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Differential diagnosis? 

 
       

Additional immunohistochemical  
or molecular evaluation? 
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A diagnosis of anaplastic medulloblastoma, SHH-
activated and TP53-mutant, WHO grade IV was favored. 

 
 

The case was evaluated by the UCSF500 NGS panel. 
 
 

 



Chromosome 22q12, EWSR1 



Chromosome 11p13, WT1 



Desmoplastic small round cell tumor (DSRCT) 
EWSR1-WT1 fusion t(11;22)(p13;q12) 

 
 

 

 
  

DSRCT: malignant neoplasm with polyphenotypic differentiation  
(epithelial, mesenchymal, and neuronal) 
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DSRCTs show Polyphenotypic  differentiation  

 
 



Desmin 
 
 

 

            EMA                            Desmin                    NeuN 
 
 

 

 
Small cell tumor with divergent differentiation 

 
Polyphenotypic small round cell tumor 

 
 



Desmoplastic Small Round Cell Tumor 
Usually associated with prominent stromal desmoplasia 



This particular case was a “non-desmoplastic variant”  
of the Desmoplastic Small Round Cell Tumor 

 



Desmoplastic Small Round Cell Tumor 
 

CAUTION: There can be significant histologic overlap with Medulloblastoma 
 

DSRCTs can have Homer Wright-like rosettes 
 

 



There is a wide range of morphologic features in ~1/3 of cases 
 

There are often rhabdoid-like foci  
 



DSRCT are most frequently located within the abdominal cavity 
Median age diagnosis: 22; Male predominance 4:1 

 
Primary CNS DSRCT is a rare entity, must exclude metastatic disease 

 
 
 
 
 



PMID: 25479120 



(Thondam  
et al., 2015)  
 



Nuclear expression of WT1 in DSRCT is detectable by IHC  
When using an antibody to the WT1 C-terminus 
But NOT by antibodies to the WT1 N-terminus 

 
 

Nuclear WT1  
detected by IHC 

Using antibody to WT1  
C-terminus 

Nuclear WT1  
NOT detected by IHC 

Using antibody to WT1  
N-terminus 

PMID: 18703217 





Desmoplastic small round cell tumor  
 - should be considered in the differential of a small round cell 
    neoplasm in the CNS 
 - can display morphologic overlap with medulloblastoma 
 
 - EWSR1-WT1 gene fusion 
 - polyphenotypic differentiation 
 - expression of epithelial, mesenchymal, and neuronal markers  
   such as EMA, desmin, and NeuN 

 
YAP1, GAB1, beta-catenin, and p53 IHC can be misleading if a diagnosis 

of medulloblastoma is not yet established   

Take Home Points 
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Of the 35 patients for whom follow-up information was 
available, 25 died of widespread metastases 8 to 50 months 

after diagnosis (mean, 25.2 months) 
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