INTRODUCTION

Small cell carcinoma (SmCC) of the gastrointestinal tract
(GIT) is a rare and highly aggressive malignancy, with an
estimated prevalence of 0.1% to 1% of all gastrointestinal
(GI) tumors!. At this time, the only identified risk factor is a
positive family history2. Otherwise, no known association
exists between SmCC and other conditions in the literatures.
We present a patient with a history of primary biliary
cholangitis and SmCC of the GIT, a rare cause of liver
cirrhosis thought not to be associated with malignancy.
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CASE DESCRIPTION

A 49-year-old woman with biopsy-proven PBC on ursodiol
therapy was admitted due to three months of worsening
rectal pain and bleeding. Liver chemistries revealed AST 146
IU/L, ALT 122 IU/L, ALP 1,106 IU/L, and total bilirubin 4.7
mg/dL. A CT scan showed multiple liver and pulmonary
nodules concerning for metastatic disease in addition to an
ill-defined mass in the rectum. PET scan confirmed these
findings.
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Image 1. PET scan revealing rectal mass, pleural involvement and liver lesions

MRCP confirmed the innumerable liver lesions with normal caliber
biliary ducts. Colonoscopy showed a large, ulcerated rectal mass
without obstruction but narrowing of the rectal vault, biopsy was
strongly positive for synaptophysin, chromogranin, INSM, CD56,
Villin and SATB2 suggestive of poorly differentiated neuroendocrine
carcinoma, small cell type, with intact staining for MLH1, MSH2,
MSH6 and PMS2 showing no evidence of mismatch repair.
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Image 2. rectal mass on initial colonoscopy

Patient was discharged in stable condition and started
chemotherapy for metastatic SmCC with carboplatin/etoposide
(Atezolizumab was not available as it was not approved by
insurance). Unfortunately, our patient expired due to complications
of chemotherapy.
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Image 3. ulcerated rectal mass on sigmoidoscopy

Our case reports a clinical and morphological presentation
of a rare sporadic small cell carcinoma with mixed
neuroendocrine features in a patient with PBC. Only a
handful of cases exist in literature describing small cell
neuroendocrine tumors, and all appear to have very poor
prognosis, typically occurring in older patients*. Hindgut
neuroendocrine tumors are typically asymptomatic until
they obstruct or metastasize and are often found
incidentally on colonoscopy. An age-appropriate
colonoscopy in our case could have led to better outcomes,
hence emphasizing its importance. It was interesting to
note the history of PBC in our patient, but an association
between PBC and SmCC has not been well studied. As
opposed to primary sclerosing cholangitis that is well
established to be linked with colorectal cancer, PBC has
only recently been linked with an overall increased
likelihood of all cancer?, and more research is needed to
establish a relation with SmCC.
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