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Case Report

Peutz-Jeghers syndrome: an unusual cause of recurrent
intussusception in a 7-year-old boy
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Pediatr 2016; 58: 535-537.

Peutz-Jeghers syndrome (PJS) is an autosomal dominant inherited disorder
characterized by intestinal hamartomatous polyps in association with
mucocutaneous pigmentations. Main symptoms of PJS in childhood are
abdominal pain, obstruction, intussusception, and bleeding from hamartomatous
polyps. PJS carries a high risk of gastrointestinal cancer with advancing years.
Although, intussusception has been reported as a well-known complication
of PJS, recurrent intussusception as an alarming finding in a patient with
normal gastrointestinal endoscopy is uncommon. A 7-year-old boy who had
recurrent intussusception episodes and diagnosed with PJS histopathological
confirmation after surgical excision of involved bowel segments is presented to
discuss the clinical features and treatment options of recurrent intussusception

as a presenting finding of PJS.
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Peutz-Jeghers syndrome (PJS) is an inherited
disorder characterized by hamartomatous polyps
in the gastrointestinal tract and pigmented
mucocutaneous lesions. It was first reported by
Peutz in 19211. Syndrome’s clinical description
was written by Jeghers in 19492. In 1954,
Bruwer “coined” the eponym “Peutz-Jeghers”3.
PJS is a well-known but rare disease. The
incidence is 1 in 30,000 to 120,000 live births
and both sexes affected equally*. Most patients
have a characteristic clinical course of recurrent
episodes of polyp induced bowel obstruction
and bleeding. In addition to the clinical
diagnosis and polyp-related complications such
as intestinal obstruction (14%), abdominal
pain (23%), rectal bleeding (14%), and polyp
intussusception (40%), the most challenging
clinical aspect is early tumor occurrence or
preinvasive lesion identification>®. Also, risk
of gastrointestinal and extra-gastrointestinal
malignancies is significantly increased in PJS
patients”-8.

Typical clinical features such as abdominal pain,
hyperpigmentous lip spots and polypoid lesions
in gastrointestinal endoscopy are commonly

present in most of the patients. Although,
these clinical findings suggest PJS, identification
of hamartamatous polys in endoscopy and
histopathologic confirmation is mandatory for
diagnosis.

Case Report

A 7-year-old boy was admitted to emergency
with complaints of abdominal pain and vomiting
lasting three days. He had a history of recurrent
colicky abdominal pain for approximately six
months. There was no history of hematemesis
or melena, and significant family history.
He had underwent upper gastrointestinal
endoscopy and colonoscopy because of multiple
hyperpigmented macules over only the lips
(Fig. 1), 4 months prior from this admission
which revealed normal endoscopic findings.

On admission, his vital findings were within
normal limits and physical examination showed
slight distension with generalized tenderness.
Plain abdominal radiography was remarkable
with small air/fluid levels. Blood count analysis
indicated leukocytosis (white blood cell 15,300/
mm?3), and hiponatremia (Na: 132 mEq/L).
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Fig 2. (a) Appearance of jejuno-jejunal intussusception
after the exploration. (b) Hamartomatous polyp in the
small bowel.

Urine analysis and the other blood biochemistry
were normal. Abdominal ultrasonography
revealed the typical “target sign” and the patient
was diagnosed as small bowel intussusception
at left upper quadrant of the abdomen.
According to physical examination findings and
bowel obstruction, he underwent explorative
laparotomy. A jejuno-jejunal intussusception
was found 5 cm distal of the ligament of
Treitz during surgical exploration (Fig. 2A).
Intussusception could not reduced manually
and a polypoid mass in the jejunal lumen was
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Fig 3. (a) Sparse muscularis mucosae covered with normal
villi demonstrated (HE, X40). (b) Cells with atypical
nucleus indicates low-grade dysplasia which were seen
in stroma (Ki-67, X20).

the leading point (Fig. 2B). During the surgical
examination, there weren’t any other polyps at
the rest of bowel. The intussuscepting segment
including the polyp was excised by small
bowel resection, and end-to-end anastomosis
was performed.

Macroscopically, the polyp was approximately
5.5x5x4 cm in size and histopathological
examination of the specimen revealed
hamartamatous polyp. The polyp encountered
in the small bowel had sparse muscularis
mucosae covered with normal villi and was
defined as a hamartoma (Fig. 3A). Peutz-
Jeghers syndrome was confirmed histologically
with low-grade dysplasia (Fig. 3B). After the
operation the boy was discharged from the
hospital uneventfully. He is still being followed
up closely. There was no family history for the
PJS. Consequently the patient and his family
were referred to a tertiary medical center for
further genetic and endoscopic investigations.

Written informed consent was obtained from
patients family.
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Discussion

Peutz-Jeghers syndrome is a hereditary disease
characterized with gastrointestinal polyposis
and skin or mucosal pigmentation. Polyps found
most frequently in the small bowel; besides
can occur in the stomach, colon and rectum.
Polypoid lesions are almost hamartomatous and
are not usually precancerous. The definition
requires histopathological confirmation of
hamartomatous gastrointestinal polyps and
two of the following features: small bowel
polyposis, positive family history and pigmented
skin or mucosal brown macules. Our patient
underwent upper and lower endoscopy with
presumptive diagnosis of PJS before the
clinical findings of intussusception. Endoscopic
evaluation revealed normal findings without
any polypoid lesion. Despite normal endoscopic
findings, intussusception developed by a polyp
and diagnosis was confirmed by the help
of histopathologic evaluation of the excised
bowel. The boy has no family history of PJS
or intestinal polyps. It has been reported that
approximately 50% of cases are sporadic and
represent new mutations.

Although the association of PJS and
intussusception is well-known, this complication
is rarely a presented in finding of PJS. Polyps
are a common cause of intussusception and
lead to small bowel obstructions. Recurrent
intussusception requires further evaluations
to define leading points. Patients with
hyperpigmentous lip lesions with recurrent
intussusception episodes may require surgical
explorations not only relieving small bowel
obstruction but also to diagnose the underlying
polypoid lesions.

Most patients having recurrent episodes of
polyp induced bowel intussusception and
require clinical observation. Patients with PJS
should be regularly and closely monitored in
order to reduce the number of laparotomies and
due to the increased risk of cancer. Since these
patients have an increased risk of malignant
disease in the gastrointestinal system, further
evaluations are needed during close follow-up.
Upper and lower endoscopy is recommended
every two years from the age of 10 in the is
patient group®. Recent advances in genetic
testing and capsule endoscopy should result
in improved management of patients with PJS.
In addition, these patients should be included
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in specific follow-up programs with screening
for pancreatic cancer in the future 10.

In conclusion, recurrent intussusception may
be a finding suggests ruling out PJS even in
patients with normal gastrointestinal endoscopic
evaluations. Patients with other signs of PJS, it
may require early surgical exploration in case
of intussusception. It should be kept in mind
that histopathological confirmation of PJS can
be obtained only after surgical excision.
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