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A 40-year-old man presented to the Department of Emergency
Medicine with severe pain in abdomen which was present for the
past two days. He experienced three episodes of vomiting and
two episodes of diarrhoea which was greenish in colour without
any blood or mucus. A mass from the anal region was also noticed
while defecating which was insidious in onset and gradually
progressing in size since one month. Physical examination upon
deep palpation revealed generalised abdominal pain but no
signs of peritoneal involvement. He claimed to have lost weight
during the last four months. Notably, his family history included
several relatives who had intestinal polyps and colon cancer.
Laboratory findings indicated 8.5 g/dL haemoglobin levels and
a mean corpuscular volume of 70 fL, along with a positive faecal
occult blood test. Normal serum levels of electrolytes, creatinine,
glucose, haemoglobin, and pH were observed. A differential
diagnosis of haemorrhoids and rectal ulcers was made.

Following an MRI pelvis, coronal T2W1 showed a cauliflower-
shaped polypoidal mass lesion noted in the rectum appearing
heterogeneously hypointense on T2W1 [Table/Fig-1a]. A total
proctolectomy was performed based on the imaging findings.
Exploration was performed by midline vertical incision and
resectability was assessed by noting the relationship of the
mass with the sacrum, ureters, urinary bladder, and prostate.
The disease spread was also assessed by examination of the
liver, peritoneum, and evidence of ascites. Differential diagnosis
of gastritis, attenuated Familial Adenomatous Polyposis (FAP),
hamartomatous polyp, hyperplastic polyposis, hereditary mixed
polyposis syndrome, and lynch syndrome was made. The specimen
was then sent for histopathological diagnosis. The specimen
on cut-section revealed multiple pedunculated (approximately,
165 polyps, of size less than 4 mm) polypoidal growths located
on the circumferential walls of the ascending colon, transverse
colon, and descending colon [Table/Fig-1b]. Microscopic findings
with haematoxylin-eosin staining on X40 [Table/Fig-1c] showed
conserved crypt architecture and increased number of glands with
moderate dysplasia and X400 [Table/Fig-1d] demonstrated colonic
epithelium showing columnar cells with reduced mucin content,
hyperchromatic nuclei, and frequent mitotic figures along with
moderatedysplasia, indicative of histopathological characteristics
associated with FAP. The time following surgery was uneventful.
The patient was discharged after 15 days and was advised to
follow-up in surgical oncology OPD after one week.

Adenomatous Polyposis Coli (APC) gene on chromosome
5921 is the causative agent of FAP, an uncommon autosomal
dominant hereditary cancer-predisposition condition [1]. It is an
autosomal dominant disease in which the large bowel develops
more than 100 adenomatous polyps [2]. During metaphase, the
APC gene acts as a tumour suppressor and is crucial for proper
chromosomal alignment. In colonic epithelial cells, the APC protein
promotes apoptosis. However, mutations in the APC protein
disrupt apoptosis and allow unchecked cell growth, leading to
the formation of adenomas. The progression from adenoma
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[Table/Fig-1]: a) MRI pelvis (Coronal T2W1), a cauliflower-shaped polypoidal
mass in the rectum; b) multiple pedunculated polypoidal growths located on the
circumferential wall of the colon; ¢) Haematoxylin-eosin staining on X40 shows
conserved crypt architecture and an increased number of glands with moderate
dysplasia; d) Haematoxylin-eosin staining on X400 demonstrates colonic epithelium
showing columnar cells with reduced mucin content, hyperchromatic nuclei, and
frequent mitotic figures, indicative of histopathological characteristics associated
with Familial Adenomatous Polyposis (FAP).

to cancer is well-documented, beginning with the inactivation
of the APC gene. Subsequent mutations in other oncogenes
and tumour suppressor genes, such as p53 and KRAS, lead
to dysplasia and eventually cancer. Mutations in the APC gene
are common in both sporadic and familial cases of Colorectal
Cancer (CRC) [3]. If left untreated, almost all patients with the
diagnosis of FAP develop colorectal carcinoma which is usually
diagnosed between 32-50 years of age. FAP affects both sexes
equally at birth, has an incidence of around 1/8,300, and causes
fewer than 1% of instances of CRC. Prevalence in the European
Union is thought to be between 1/11,300 and 37,600. Until the
adenomas are big and numerous, causing rectal bleeding or
even anaemia, or until cancer occurs, the majority of patients
remain asymptomatic for years. Cancers often begin to manifest
ten years after the polyps first arise [4]. Although, there has
been much written about the relationships between genotype
and phenotype, there is still diversity within and across families.
Determining the causal pathogenetic mutation in every pedigree
is essential for creating a cancer management programme and
a follow-up plan for at-risk families [5]. In addition, patients with
FAP have an increased chance of acquiring additional cancers,
such as hepatoblastoma, thyroid cancer, gastric cancer, and
duodenal or ampullary cancer [6,7]. Malignant extracolonic
manifestations can cause the patient’s death, despite the fact that
they are frequently benign. Once an afflicted person’s hereditary
CRC syndrome is recognised, monitoring needs to be carried
out on both that person and any at-risk family members [8]. For
patients with the APC mutation, lifetime screening is advised [9].
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When choosing a therapy and monitoring approach for patients
with FAP, good patient compliance is crucial in determining the
patients’ prognosis [10].

This case underscores the rarity and complexity of diagnosing
FAP. This rare variant poses significant diagnostic challenges
due to its infrequent occurrence and atypical radiological and
histological features [7,9]. [Table/Fig-2] shows the published
case of AFP. In conclusion, recognising the uncommon and
atypical presentations of FAP is crucial for accurate diagnosis
and appropriate management.

Year of Place Findings of
Authors publication | of study No. of cases the case
Righetti AEM et 2011 Brazi 29-year-old | £p Giagnosis
al., [7] female
AdlaAetal, [9] 2023 USA 21-year-old male | FAP diagnosis
Present case 2024 India 40-year-old male | FAP diagnosis
[Table/Fig-2]: Published cases on Familial Adenomatous Polyposis (FAP) [7,9].
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