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The Importance of Simultaneous Surgical and Endoscopic
Polypectomies in Peutz-Jeghers Syndrome: A Case Report
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ABSTRACT

0z

Peutz-Jeghers syndrome may be presented with gastrointestinal
and extra-intestinal malignancies. Herein, we report a case of
Peutz-Jeghers syndrome with a malignant intestinal polyp
accompanied by synchronous multiple hamartomatous
gastrointestinal polyps that was treated with simultaneous

Peutz-Jeghers sendromu, gastrointestinal ve ekstraintestinal
maligniteler ile prezente olabilir. Yaygin hamartomatoz
gastrointestinal polipler ile senkron bir malign ince bagirsak
polibiolan, eszamanli cerrahi ve endoskopik polipektomiler ile
operatif tedavi uygulanan Peutz-Jeghers sendromu olgusunu

surgical and endoscopic polypectomies.
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Introduction

Peutz-Jeghers syndrome (PJS) is an autosomal dominant, hereditary
syndrome, characterised by hamartomatous gastrointestinal polyps.
Patients may present with hyperpigmented spots in the lips and oral
mucosa, abdominal pain, haematochezia and anaemia (1). Herein, we
report a case who was diagnosed with PJS, had a past history of multiple
colonoscopic polypectomies and surgical enterotomic polypectomy
procedures between 1996 and 2006 and was eventually re-operated
on due to the ongoing formation of multiple polyps in the colon, small
intestine and stomach.

Case Report

A 32-years-old man with a past history of multiple surgical and
colonoscopic polypectomies, was admitted to our clinic, after he was
recently diagnosed with multiple gastrointestinal polyps in various
localisations during his long term follow-ups. His father and five siblings
were also diagnosed with PJS. Upper gastrointestinal endoscopy of the
patient revealed multiple small polypoid lesions in the stomach and
duodenum. In addition to the multiple diminutive and pedunculated
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polyps, a large-pedunculated, lobulated, giant polyp with a size of 5x5
cm in the sigmoid colon was found during colonoscopy. There were also 3
diminutive polyps in the proximal transverse colon. Abdominal magnetic
resonance imaging (MRI) revealed focal dilations accompanied by diffuse
hypo-intense areas filling the small intestinal lumen and suspected
contrast enhancements within these mass lesions. Additionally, MRI
revealed a contrast enhanced irregular mass lesion, filling approximately
50% of the sigmoid colon lumen that extended along a segment of 6.5
cm. After obtaining a written informed consent from the patient, he was
admitted to the general surgery department and underwent surgery. The
surgical abdominal exploration revealed multiple, intraluminal palpable
small intestinal polypoid lesions starting from the proximal jejunum
and continuing approximately 150 cm distally from the ligament of
Treitz. On the other hand, since the colonic polyps were found to be
soft in texture on palpation, it was decided to perform an intraoperative
colonoscopy to determine the exact location of the large sigmoid
polyp, which showed hundreds of millimetric polyps throughout the
colon, in addition to the giant pedunculated 6-cm-sized polyp in the
sigmoid colon (Figure 1). Intraoperative enteroscopy performed via an
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enterotomy 70 cm distal to the ligament of Treitz showed hundreds of
subcentimetric polyps. Multiple surgical and endoscopic polypectomies
were performed via enterotomies created at 70, 100 and 120 cm distally
from the ligament of Treitz (Figure 2). Segmental colon resection with
clear surgical margins and end-to-end anastomosis were performed
due to the giant polyp in the sigmoid colon. The patient was discharged
on the 8" postoperative day without any postoperative complications.
Histopathological examination revealed a total number of 52 polyps.
There was a pedunculated hamartamatous intestinal polyp with
diameters of 3.5%2 X1.7 cm, located in a jejunal segment 90 cm distally

Figure 1. Colonoscopic image of the pedunculated 6-cm-sized giant polyp
in the sigmoid colon

Figure 2. Mucosal polyp excision via enterotomy
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to the ligament of Treitz, the histopathology of which was found to be a
well differentiated intramucosal adenocarcinoma. The carcinoma had a
size of 0.2 cm and its distance to the surgical margin was approximately
1 cm. The stage of this lesion was defined as pTis NO M0 according to the
American Joint Committee on Cancer tumor-node-metastasis staging
system (Figure 3). Additionally, four of the polyps located at the jejunal
segments 0, 10, 60 and 70 cm distally to the ligament of Treitz were
found histopathologically to be focally low-graded hamartomatous
polyps with adenomatous changes. All of the other polypectomy
specimens were defined as hamartomatous polyps. Histopathological
review of the segmental sigmoid colon resection material revealed a
6-cm-sized lobulated giant polypoid lesion formed by a collection of
multiple hamartomatous polyps.

Discussion

PJS is an autosomal dominant inherited disorder with an estimated
incidence of 1:50,000-1:200,000, characterised by mucocutaneous
melanin pigmentation and gastrointestinal hamartomatous polyps (1).
STK11/LKBT gene mutation has been proven as an etiological factor
of PJS and 70% of PJS patients have a positive family history (1,2).
Most PJS polyps are of the hamartomatous type, and they are mostly
reported to be localised in the jejunum, colon, rectum, duodenum and
stomach, respectively; nonetheless, they can be present in the entire
gastrointestinal tract (3). We report a case that presented with multiple
gastric, duodenal, jejunal and colonic hamartomatous polyps.

PJS is a disorder with an increased susceptibility for tumours, and it is
also a predisposing factor for gastrointestinal and non-gastrointestinal
malignancies (4). Tumour incidence in PJS patients is 15 times greater
than in the general population, whereas malignancy incidence is
approximately 20% (3). The lifetime risk of developing gastrointestinal
malignancies among PJS patients is estimated as 39% for colon cancer,
36% for pancreatic cancer, 29% for gastric cancer, 19% for intestinal
cancer and 0.5% for oesophageal cancer (4). Additionally, for non-
gastrointestinal malignancies, estimated risks are determined as 54%
for breast cancer, 21% for ovarian cancer, 15% for lung cancer and
9% for endometrial cancer (5). Studies have shown that the cancer

Figure 3. Intramucosal adenocarcinoma developed in a hamartomatous
polyp (H&E x40)
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predisposition is not only due to the mutation in the STK77 gene, but is
also associated with the hamartoma-adenoma-carcinoma sequence or
directly with the hamartoma-carcinoma transition (6). In the presented
case, a total number of 52 intestinal and colonic polyps were removed,
and one of the intestinal polyps was detected to harbour a focus of
intramucosal adenocarcinoma.

PJS patients clinically present with symptoms such as intestinal
obstruction (43%), abdominal pain (23%), gastrointestinal system
haemorrhage (14%), hyperpigmented skin (13%) and the presence of
anal polyps (7%) (5). Acute mechanical intestinal obstruction, which can
be caused by various conditions such as invagination and malignancy,
is one of the most common complications of PJS (6). Invagination is
a severe complication that can occur in 47% of younger patients (1,5).
Family members of PJS patients also have a high incidence of the
syndrome and therefore, screening protocols have been developed for
the first degree relatives of PJS patients who are considered to be in the
high risk group (1). These individuals must have annual examinations
beginning at birth for the hyperpigmented lesions. Due to the high risk
of invagination-related obstruction seen in the early ages, asymptomatic
children at risk may be advised to take a test at the age of 8 for the
mutation in the STK77 gene. The case presented herein had a family
history of PJS, as well as a history of previous surgical and endoscopic
polypectomies. Therefore, he was being followed-up endoscopically and
an elective surgery was performed due to the recent findings of multiple
polypoid lesions detected during his long term follow-ups.

Imaging methods such as magnetic resonance enterography and barium
series may be recommended for adults. Upper gastrointestinal tract and
intestinal endoscopy as well as colonoscopy are also recommended by
various authors at the ages of 12, 18 and 24 years, respectively (7).

One of the leading PJS-related cancers is breast cancer (32%-54%). The
incidence rate of PJS-related breast cancer is similar to that of the BRCA
1-2 gene-related breast and ovarian cancers (4). Hence, the same breast
cancer screening recommendations are used for patients with PJS and
BRCA 1-2 mutations (1). Breast examination on a monthly basis starting
from the age of 18, annual MRIs and/or ultrasonographies since the age
of 25 and regular mammographic screenings are recommended (7).

Colorectal cancers are the second most common cancers associated
with PJS. Colonoscopic examinations starting from the age of 18 or 5-10
years before the earliest occurrence of cancer in the family members,
and repeating the colonoscopy within 2-3 years are recommended
(1). Since a giant sigmoid polyp was detected in the presented case, a
segmental sigmoid resection was performed because of the risk of colon
cancer that could be associated with PJS. However, the histopathological
examination of this lesion revealed that it was a collection of multiple
hamartomatous polyps that did not harbour any malignant foci.

Pancreatic cancer is the third most common malignancy and
often starts at the ages of 25-30; annual screening methods such
as endoscopic ultrasonography, MRI and magnetic resonance
cholangiopancreatography may be planned (1).

The incidence of gastric cancer is approximately 29%, whereas that of
intestinal cancer is 13%. Therefore, upper gastrointestinal endoscopic
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surveillance with an interval of 2-3 years, starting from the age of 18 is
recommended. Capsule endoscopy may be used as well (8,9). For gastric
and colonic polyps larger than 1 cm, polypectomy via endoscopy is
recommended (9). Surgical excision is recommended for asymptomatic
polyps larger than 1.5 cm or symptomatic/fast growing polyps (9). Upper
gastrointestinal endoscopy of our patient revealed multiple small
polypoid lesions in the stomach and duodenum, and it was decided
to be reserved for continued endoscopic surveillance, whereas it was
decided that the polyps detected throughout the small intestinal and
colonic lumen be removed surgically.

All the palpable intraluminal lesions must be resected in case of
emergency and/or elective laparotomies, on account of the fact that
intestinal lesions may be overlooked during endoscopic surveillance,
and because there is a risk of malignancy related to PJS (6). In order to
clear the entire intestinal system of polyps, intraoperative endoscopies,
and in cases of larger polyps, enterotomies are recommended (2,6,10).
This “clean sweep” approach is identified as a solution that minimises
the requirement for recurrent small bowel surgeries (10). In this context,
we performed multiple intestinal and colonic surgical polypectomies in
our case with the use of intraoperative enteroscopy and colonoscopy, in
addition to a segmental colon resection with the aim of cleaning all the
polyps that could be localised during surgery.

Since hamartomas in patients with PJS possess a risk of malignancy,
these cases must be strictly followed-up, thus for newly developed
polyps, endoscopic polypectomies must be performed, and in case of
necessity for a surgical intervention, all facilities including intraoperative
endoscopy must be used in order to remove the polyps completely.
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