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Familial adenomatous polyposis (FAP) is a hereditary disease characterized by the growth of multiple colorec-
tal epithelial adenomas. It is an autosomal dominant disorder caused by an APC gene defect. Degeneration
to colorectal cancer is considered unavoidable in these patients if they do not receive adequate therapeutic

We present the case of a 25-year-old female patient consulted after a change in her evacuation pattern
and abdominal pain. She had no relevant family history associated but based on results of paraclinical tests
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diagnosis of FAP was made for which therapeutic management was implemented. This is a case report with
a literature review and update of the topic highlighting clinical issues related to recognition of the disease and

issues that should be taken into consideration for the prevention of cancer in patients with FAP.
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INTRODUCTION

Familial adenomatous polyposis (FAP) is inherited through
transmission of an autosomal dominant pattern characteri-
zed by an APC gene defect located on the long arm of chro-
mosome 5q21. (1-5) Only 25% to 30% of FAP patients do
not have clinical or genetic evidence of the disease among
family members. (6) The incidence of documented FAP in
family records ranges from 1 in 7,000 to 1 in 16,000 live bir-
ths and represents approximately 0.5% of all colorectal can-
cers. (4) The average age of onset is 16 years and the progres-
sion to colorectal cancer (CRC) occurs from the age of 40 to
the age of 50 years with almost complete penetrance. (S, 7)
The appearance of hundreds or thousands of polyps on the
rectal, colonic, duodenal and/or gastric mucosa is the pri-
mary manifestation of the disease. (8, 9) Polyps have tubu-
lar, villous or mixed glandular histological structures, but the
size of the polyps, rather than their structures, is the most

significant predictive factor for the onset of cancer. (10) FAP
usually has extracolonic manifestations such as gastric and
small intestinal polyps. (1) Extraintestinal manifestations
can include congenital hypertrophy of the retinal pigment
epithelium, diffuse mesenteric fibrosis (desmoid tumors),
osteomata of the lower jaw (in 90% of cases), skull and long
bones (a phenotypic variant known as Gardner’s syndrome),
and various dental abnormalities. (11) Neoplasms such as
medulloblastoma (Turcot’s syndrome) can also occur in the
central nervous system, thyroid glands, hepatobiliary system
and adrenal glands. (7, 8, 12)

The most important diagnostic approach to FAP is scree-
ning of patients with family histories even though it is belie-
ved that one third of all cases are due to de novo mutations.
(13, 4) Patients without any family history present great
diagnostic challenges with negative prognostic implica-
tions. Surgical treatment aimed at preventing development
of CRC is indicated when FAP is diagnosed, especially
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when the risk of onset is very high. (14) Development
of CRC is inevitable when the disease follows its natural
course in patients who do not undergo surgery. (1, 14, 15)

CASE PRESENTATION

The patient was a 25-year-old woman who had suffered
from bloody stools and abdominal pain for a month prior
to admission. Usually in the morning, she had one bloody
stool without mucus or diarrhea followed by intense colic
lasting for approximately one hour. Her defecation pattern
changed from three/day to one/day.

Personal and Family Background

She was endoscopically diagnosed with chronic gastritis at
the age of 13 when a single sessile polyp was found. One
grandmother had died at age 69 from breast cancer. Her
other grandmother was alive and had rheumatoid arthritis.
Her mother was alive and had been diagnosed with uterine
fibroids. The patient had no knowledge of any family his-
tory of CRC, polyps or FAP.

Physical Examination

The patient weighed 45 kg, was 168 cm tall, and had a
body mass index (BMI)of 15.9. Her abdomen was flat,
soft, depressible, painful on deep palpation of the lower
hemiabdomen, with no signs of peritoneal irritation or vis-

ceromegaly and with sounds of liquid and air. Rectal exa-
mination was not painful and found normal muscle tone
and temperature of the anal sphincter and rectal walls with
multiple palpable masses of different diameters. The rec-
tal ampulla contained pasty stool and the tip of the glove
showed a small amount of blood. The rest of the evaluation
was within normal limits.

Paraclinical Tests

A complete blood count and blood chemistry were normal.
In addition, barium enema abdominal radiography found
alterations of the colonic frame with accumulation of secre-
tion (Figure 1). In the rectosigmoidoscopy, more than 100
polyps of sizes ranging from 3 mm to 5 cm were observed
from the distal ascending colon to the rectum. Some were
pediculate and others were sessile, tubular and villous in
appearance (Figures 2 and 3).

A gastroduodenoscopy showed white cottony points in
the second portion of the duodenum with multiple sessile
polypoid lesions in the corpus and fundus (Figure 4).

The histopathological study shown in Figure 4 repor-
ted that:

« The mucosa of the sigmoid colon had tubular adenoma
with high grade focal dysplasia (10%).

o There were tubular villous polyps in the transverse
colon polyps and adenoma with a predominance of the
adenomatous component in 80% of the material exami-
ned plus areas of high grade focal dysplasia.

Splenic angle

Figure 1. Abdominal barium enema radiography in standing anteroposterior projection shows evidence of colonic wall thickening, irregular dilations
of the colonic frame, increased amounts of heterogeneous secretions in the ascending colon, hepatic angle, descending colon and sigmoid colon with

multiple polypoid images and correlative signs with collar ulcers.
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Figure 2. Rectosigmoidoscopy. A tubular pedicled polyp can be seen.

Figure 3. Rectosigmoidoscopy shows multiple sessile villous polyps of
various diameters.

PECTOMIA
RGE BASTI DA

COLON

Figure 4. Gastroduodenoscopy. (A) Fundus (B) Corpus with multiple sessile polyps of various diameters.

« Hyperplastic oxyntic gland adenoma with dilation of
glandular crypts and chronic mucosal inflammation in
the gastric corpus.

According to the clinical and the complementary evidence,
a diagnosis of FAP was established.

Treatment and Evolution
A total colectomy plus resection of the upper two thirds of
the rectum with an ileorectal anastomosis was indicated. First

intervention, a protective ileostomy was placed. Pathological
analysis of ileal, colonic and rectal tissue obtained showed
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countless polypoid structures mostly consisting of pedicu-
late and sessile tubulovillous adenomas with evidence of
high-grade dysplasia seated on the mucosa with multifocal
hyperplastic changes. This intervention evolved favorably.
The patient was re-admitted six months later for sche-
duled end to end anastomosis. Paralytic ileus developed
in the immediate postoperative period but was successfu-
lly treated medically. In the year after surgery, the patient
had three episodes of intestinal obstruction that merited
surgical resolution. In the last episode, an intra-abdominal
abscess in the right iliac fossa led to placement of a Bogotd
bag which required hospitalization for 8 months. The
patient’s condition evolved favorably, and she is currently is
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in good general condition with regular intestinal transit and
without any other type of compromise.

DISCUSSION

Although FAP has been disease studied and described,
prevention and early diagnosis are key for the prognosis,
and in this lies the relevance of this review considering
that all untreated cases evolve toward in malignancy. (13)
Diagnosis is based on clinical and endoscopic evidence.
(12) The most common symptom is blood in the stool
(occult or visible) mainly because polyps bleed into their
stroma as more and more polyps progressively appear. (1,
8) Other possible symptoms are flatulence, changes in
defecation pattern, and post-defecation colic in the lower
hemiabdomen. (7, 8) Anorectal examination may show
polyps if they prolapse through the rectum. (1) Family
history is also of great importance, so the patient should
be asked about family history of colonic polyps and/or
colon cancer. (15) Nevertheless, about one third of these
patients do not have any related family history, as in the
case of our patient.

The diagnosis is established by clinical criteria by means
of a barium enema and a total colonoscopy which can show
evidence of larger lesions and be used to take biopsy samples
to rule out malignancy. (16) This differentiates the disease
into either its classical variation of more than 100 polyps or
into its attenuated variation with less than 100 polyps. (7) A
search for extracolonic findings, especially duodenal polyps
and epithelial hyperpigmentation of the retina, is necessary.
The latter is observed in 83% of families with FAP. (7, 17)
Screening of relatives and identification of the APC gene are
both important although genetic study of this patient was
not possible for socioeconomic reasons. (2, 14)

Surgery is the fundamental pillar for management of
FAP, particularly when there is a mutation between codons
1251 and 1309 which express the most serious phenotype.
(13) Individualization of each patient and genotype-
phenotype correlation are important for choosing among
surgical options which include total proctocolectomy with
permanent ileostomy, colectomy with ileorectal anasto-
mosis (IRA), and proctocolectomy with ileal pouch-anal
anastomosis (IPAA). The first approach is not performed
prophylactically and is indicated in patients with extensive
rectal polyposis, cancer of the distal rectum and for those
for whom follow up is impossible. On the other hand, the
IRA colectomy and the IPAA proctocolectomy are pro-
phylactic techniques carried out in asymptomatic patients
who have been identified as being at risk by genetic tests
or predictive colonoscopy. However, the risk of developing
cancer in the preserved rectal portion after 20 years is 25%,
so periodic monitoring must be particularly strict. (13, 18)

Medical treatment can be considered for easily monito-
red patients with the attenuated variant with less than 20
rectal polyps whose size is less than S mm. (19, 20) The
use of non-steroidal anti-inflammatory drugs (NSAIDs)
such as sulindac and celecoxib has been shown to be the
most efficient at reducing the amount and size of colorectal
adenomas characterized by high levels of cyclooxygenase 2
(COX-2) expression. (20, 21) Their use is accepted as adju-
vant therapy to surgical treatment but not as an alternative.
(22) Surgical resolution is controversial in asymptomatic
patients for whom intervention is recommended at the end
of adolescence. (14)

In at-risk individuals with evidence of polyposis without
PAF or its attenuated variant, annual colonoscopy or flexi-
ble sigmoidoscopy is suggested from onset of puberty.
(S, 10, 19) Colonoscopic follow up of patients who have
undergone IRA colectomy should be initiated six months
after surgery and thereafter be done once a year. The initial
follow-up is the same for proctocolectomy patients with
IPAA with subsequent follow-up every two or three years.
(18, 22). This periodicity is conditioned by baseline and
follow up findings of the number, size and histology of ade-
nomas as well findings of any symptoms or mutations in
the APC gene. (10)

The close relationship of exhaustive study of each patient
with correct therapy choices and good prognoses demons-
trates the crucial role of permanent analysis of diagnostic
guidelines and constant investigation of the subject since
about 30% of patients with this disease have no relevant
family history. (4) As in the case presented, absence of
family history can result in diagnosis at a later age after
symptoms develop which implies increased risks of mor-
bidity, mortality and development of CRC. (4) Additional
studies of the genetics and epidemiology of patients
without family history could improve the bases of diagno-
sis and clinical management.
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