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Clinical History: 

The patient is a 17 year old male who presented with increasing abdominal pain for several months, a 
new hiatal hernia, and diarrhea. He also endorsed a 10 lb weight loss and occasional soaking night 
sweats. A colonoscopy was performed which only showed diffuse gastritis.  A CT scan of the abdomen 
and pelvis showed numerous enhancing peritoneal and omental nodules associated with a moderate 
amount of ascites. Biopsies were performed, and the tissue was sent for surgical pathology examination. 

Gross Examination: 

The specimen was received as an aggregate of tan, irregular soft tissues. 

Microscopic examination: Sections show nests of monotonous round cells with a high nucleus to 
cytoplasmic ratio, indistinct cellular borders, and frequent mitotic figures (arrows). The nests are 
embedded in a densely fibrotic stroma. Immunohistochemical staining shows positive staining for WT-1 
(figure 4).  See figures (1-4)  
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Final diagnosis: 

Desmoplastic Small Round Cell Tumor  

 

Discussion:  

Desmoplastic small round cell tumor (DSRCT) is a rare malignant neoplasm of uncertain origin, although 

it is postulated to derive from progenitor mesothelial cells (1). It has a 2:1-5:1 male predominance and 

usually arises within the second and third decades of life (2). The lesions classically occur as numerous 

nodules or masses within the peritoneal surfaces of the abdomen, and affected patients typically 

present with abdominal pain and distension. DSRCT has a dismal prognosis with an average survival of 

less than two to three years (3). Because of its rarity, standardized treatment regimens have not been 

established, although a combination of surgery and intensive chemotherapy may prolong survival (2, 4).  

Grossly, DSRCT appear as large, irregular masses or nodules with a solid, fleshy cut surface and may 

show areas of hemorrhage and necrosis. Histologically, the tumors have a distinctive appearance and 

are characterized by nests or sheets of primitive-appearing “small round blue cells” containing a scant 



amount of cytoplasm, hyperchromatic nuclei, and ill-defined cellular borders (Figures 1-3). The nests are 

embedded within densely fibrotic, collagenous stroma (Figures 2-3). Mitotic figures may be frequent and 

necrosis may be seen within the nests (Figure 3).  

DSRCT has a distinct immunohistochemical profile and shows multilineage differentiation. It is typically 

positive for desmin in a characteristic perinuclear dot-like pattern. It may also be positive for WT1 in a 

high percentage of cases (Figure 4). DSRCT is also usually at least focally positive for broad-spectrum 

cytokeratins (3). Other markers with reported positivity include CD99, EMA, and neuron-specific enolase 

(5). 

A novel reciprocal translocation t(11;22)(p13;q12) resulting in the fusion transcript EWS-WT1 is 

identified in most cases of DSRCT (1, 5, 6).  The chimeric product is implicated in tumorigenesis by acting 

as a potent transcriptional activator for numerous genes such as platelet derived growth factor, A chain 

(PDGFRA), insulin-like growth factor 2 receptor, epidermal growth factor, etc (1, 3). 

The differential diagnosis for DSRCT includes Ewing sarcoma/primitive neuroectodermal tumor (PNET), 

blastemic Wilms tumor, rhabdomyosarcoma, neuroblastoma, lymphoma, and other entities in the 

category of small round blue cell tumors. In the appropriate clinical context, the characteristic 

immunohistochemical profile, especially WT1 positivity, may be helpful in attaining the diagnosis (5). 

Confirmatory molecular testing for the translocation t(11;22)(p13;q12) is strongly recommended. 
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