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INTRODUCTION 

Crohn’s disease (CD) is a chronic, relapsing, and 

progressive disease characterised by transmural 

inflammation affecting any segment of the 

gastrointestinal tract. Perianal fistulising CD (PFCD) 

affects approximately 20% of CD patients and is 

associated with a more aggressive disease course and 

reduced quality of life.1 While the association between 

luminal colorectal cancer and CD has been well-

established, PFCD-associated fistula cancers are 

extremely rare. Existing literature is comprised mostly of 

case reports and case series, posing a diagnostic and 

therapeutic challenge.  

 

CASE REPORT 

Here we describe a case of a 38-year-old female with a 

17-year history of complex PFCD, on infliximab and 

adjunct 6-mercaptopurine, who presented with symptoms 

of perianal fullness and pain. Initial evaluation with 

magnetic resonance imaging (MRI) demonstrated 

complex fistulising disease with interval improvement in 

her known perianal collections. Due to persistence of her 

perianal symptoms, she proceeded to an examination 

under anaesthesia (EUA) which revealed a thickened 

cutaneous lesion in the perineum, corresponding to a 

region of non-specific oedema and soft tissue thickening 

on her MRI (Figure 1). Histology of the cutaneous lesion 

confirmed colorectal adenocarcinoma (Figure 2). 

Immunohistochemistry demonstrated strongly positive 
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staining for CK20 and CDX2 (Figure 3), and proficiency 

across all four mismatch repair proteins (MLH1, PMS2, 

MSH2 and MSH6). Staging imaging concluded locally 

invasive T4 disease with no evidence of metastases. No 

luminal lesion was identified on colonoscopy. The 

consensus to treat with total neoadjuvant chemotherapy 

using folinic acid, fluoruracil and oxaliplatin, followed by 

pelvic exenteration surgery, was made by the 

multidisciplinary team. She is currently receiving her 

fifth cycle of chemotherapy. 

  

Figure 1: (a) Axial post-contrast T1 image demonstrating enhancement in the location of the known transphincteric 

abscess and (b) axial T2 image demonstrating abnormal high T2 signal in the known transphincteric abscess. 

 

Figure 2: Biopsy of the cutaneous lesion consistent with adenocarcinoma. 

 

Figure 3 (a and b): Biopsy of the cutaneous lesion demonstrating positive immunohistochemical staining for CK20 

and CDX2. 
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DISCUSSION 

Malignancy arising from a chronic perianal fistula was 

first described in 1975 and is a rare complication of CD, 

with a 2011 meta-analysis by Laukoetter et al. estimating 

an incidence of 0.2/1000 patient-years.2,3 A consistently 

reported risk factor is duration of PFCD, with an 

estimated median time of 12 years – though this data is 

sparse.4 A retrospective cohort study found an equal 

distribution of squamous cell carcinoma (SCC) and 

adenocarcinoma histology among fistula-associated 

malignancies.5 Though nomenclature of perianal cancers 

in PFCD is poorly established, the literature refers to 

predominantly anal adenocarcinoma, with no previously 

described cases of ectopic colorectal adenocarcinoma 

arising from fistulae. 

Distinguishing between benign fistulae and PFCD-

associated fistula cancer is challenging owing to 

significant overlap in symptoms. MRI is typically used to 

evaluate suspected malignancy, however discriminating 

between active inflammation and malignant 

transformation is difficult.6 Treatment depends on the 

histology, with SCC subtypes more responsive to 

radiotherapy. Certainly, overall prognosis remains poor, 

particularly in adenocarcinoma subtypes, with even less 

is known about the ectopic colorectal adenocarcinomas.4  

CONCLUSION 

In summary, we report a unique case of ectopic colorectal 

adenocarcinoma arising from a chronic perianal fistula in 

a patient with CD. Clinicians should maintain an index of 

suspicion in PFCD of long duration presenting with new 

or persisting perianal symptoms. A combined MRI/EUA 

approach should be pursued, with repeat tissue sampling 

performed where clinical concern remains high. Further 

research is needed, specifically into the ectopic colorectal 

adenocarcinoma subtype, in order to improve screening 

and management.   

Verbal consent has been obtained from the patient for 

publication of this case report. 
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