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Round cell epithelioid GIST (gastrointestinal stromal tumour)
in an endoscopic biopsy is a diagnostic confounder
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DESCRIPTION

The authors present a case of a 53-year-old lady, with
vague upper gastrointestinal symptoms and progressive
iron deficiency anaemia, stool positive for occult blood
and progressive weight loss. Endoscopically a lumenally
protruding mass, with extensive mucosal ulceration was
seen. Carcinoma, stromal tumour and lymphoma were the
clinical differential diagnoses. Histologic sections showed
a dense, diffuse and adhesive mucosal infiltrate of round
cells. The tumour cells were round, with high nuclear —
cytoplasmic ratios, without any specific cyto-architectural
attribute except rare subtle plasmacytoid aspect (figures 1
and 2A,B). A non-Hodgkin lymphoma and poorly differ-
entiated adenocarcinoma were initially considered, and
immunochemistry requisitioned. The initial sets of immu-
nomarkers showed the infiltrating cells to be negative for
epithelial markers — pan-cytokeratin (CK), antiepithelial
membrane antigen and CK 7, or leucocyte, B lymphocyte
and plasma cell lineage markers (antileucocyte common
antigen, CD 20,CD 79a, CD 138 and CD38). The second

phalanx of immunostains included antihuman melanoma
antigen (HMB) 45, Vimentin, S-100, Desmin, Ki-67, CD 117
and CD 34. The tumour cells were observed to diffusely
label with CD117, vimentin and CD34, and unmarked by
HMB 45, S-100 (melanoma markers) and desmin (muscle).
With this immunoprofile, a histologic diagnosis of gastroin-
testinal stromal tumour (GIST) was rendered and was con-
firmed upon examination of the surgical resection specimen
(figure 2C). Gastrointestinal stromal tumours are the most
common mesenchymal tumours affecting all segments of
the gastrointestinal tract, arising from the interstitial cells
of Cajal, in the muscularis propria. These tumours equally
affect female and male patients, with more than 75% of
the cases occurring in patients older than 50 years. Five
per cent of the lesions arise in the oesophagus, 50% in the
stomach, 25% in the small bowel and 10% in the colon
and rectum.!"® GISTs in 70% of cases are composed of
spindle cells, in 20% of epithelioid cells, and the remainder
have a mixed cellular composition.® GISTs with epitheloid
features often have large polygonal cells with abundant
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Figure 1 Mucosal infiltrate by largely homomorphous round cells.
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Figure 2 Image panels of gastric mucosal biopsy showing infiltration of mucosa by dehesive round cells. (A, B) Histology in the surgically
resected specimen showing is similar. (C) Immunoperoxidase stains demonstrate expression of CD117, CD34 and vimentin.

cytoplasm and indistinct cell borders. They may be multi-
nucleated and may thus display focal pleomorphism not
usually found in spindle cell tumours.? Since not all mesen-
chymal lesions of the gastrointestinal tube are GISTs, and
a tissue diagnosis is imperative, preoperatively — obtain-
ing a tissue specimen through invasive means is extremely
desirable. Imaging (CT, endoscopic ultrasound) impres-
sions are at best presumptive, with issues of ready acces-
sibility and costs involved; and modalities like endoscopic
ultrasound guided fine needle aspiration — will yield cytol-
ogy smears — not yet optimal samples for the GIST defin-
ing immunostains — endoscopic biopsy is, and will be the
first essay in the investigation of presumptive GISTs, even
with the accepted limitations of yield in sub mucosal/
mural lesions. Tumours with monomorphous cellularity
as the one described in the present case will have a broad
histologic differential including undifferentiated/poorly
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differentiated carcinoma, lymphoma, plasmactoma, rhab-
domyosarcoma, neuroendocrine tumour, thabdoid tumour
and synovial sarcoma. Suspicion index, clinico-pathologic
correlation and a broad spanning immunohistochemistry
panel will resolve the diagnosis in the majority of cases.
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