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ABSTRACT
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Peutz-Jeghers Syndrome (PJS) is a rare, autosomal dominant disorder responsible for mucocutaneous pigmentation
and gastrointestinal hamartomatous polyps. We present a case of Peutz-Jeghers syndrome in a 12 year old male child
who presented with abdominal pain, vomiting and malena. The patient had pigmented lesions on the malar area, nose,
lower lip and buccal mucosa. The imaging studies revealed multiple polyps in small intestine.

INTRODUCTION

Peutz-Jeghers Syndrome (PJS) is an autosomal dominant
inherited  disorder  characterized by intestinal
hamartomatous polyps in association with a distinct
pattern of skin and mucosal macular melanin deposition.
Patients with Peutz-Jeghers syndrome have a 15-fold
increased risk of developing intestinal cancer compared
with the general population.® The mutation is localized
to chromosome 19p13.3.2 An overall recommendation
for PJS patients includes not only gastrointestinal
multiple polyps resolution, but also regular lifelong
cancer screening. Early detection and proper surveillance
are vital to minimize the risk of gastrointestinal
carcinoma.

CASE REPORT

A 12 year old boy presented to our department with
complaints of multiple small hyperpigmented lesions on
face and oral cavity since one year. He also complained
of abdominal pain, vomiting and blood stained stools of
two months duration. As stated by his father, the lesions
initially started as asymptomatic small brown pigmented

spots on the cheeks and nose and gradually involved the
whole face within a period of 2 months (Figure 1). Later,
they became darker and increased in size and eventually
progressed to involve the lower lip and buccal mucosa
(Figure 2). During this phase, patient also experienced
intermittent abdominal pain since 2 months, which was
diffuse and caused discomfort. He had few episodes of
non-projectile vomiting and blood stained stools during
the same period. There was no history of altered bowel
habits, fever, anorexia, weight loss or any other
significant systemic complaints. Family history was not
contributory. On examination, there were well
demarcated, diffuse, 2-3 mm dark brown macules present
over entire face, densely distributed on malar area, lower
lip & buccal mucosa. Other areas like trunk, extremities,
back, external genitalia, gums and palate were spared.
Scalp, hair, nails were normal. There was presence of
significant pallor. On systemic examination, abdominal
tenderness was present. Routine investigations revealed
anemia (Hb-9 gm/dl) and stool was positive for occult
blood. LFT, RFT, urine examination were within normal
limits. USG & barium studies revealed small polyps in
stomach with filling defect in jejunum & multiple small
pedunculated polyps throughout the colon. USG pelvis
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was normal. Endoscopy revealed 10-15 polyps in
stomach, jejunum and colon (5-15 mm in diameter).
Biopsy showed hyperplastic, dilated mucous glands and
centrally radiating smooth muscle bundles with necrotic
surface epithelium without any signs of malignancy
(Figure 3).

Figure 2: Lentigens on lower lip and buccal mucosa.

Figure 3: Hyperplastic, dilated mucous glands and

central radiating smooth muscle bundles. Surface

epithelium undergoes hemorrhagic necrosis due to
intussusception.

DISCUSSION

The primary description of PJS was published by Peutz in
1921 in one Dutch family (the Harrisburg family) as a
gastrointestinal familial polyposis with pigmentations.**
Jeghers specified the description in 10 cases from
different families in his work in 1949 and defined the
relations between pigmented lesions, gastrointestinal
polyposis and increased risk of carcinoma; approximately
half of his patients suffered from gastrointestinal
malignancy.'? The Peutz-Jeghers syndrome consists of
two major components: hamartomatous polyposis of the
gastrointestinal tract and mucocutaneous
pigmentation.®*** The incidence of PJS is reported to be 1
in 150000 to 200000 individuals."® The hyperpigmented
lesions contain melanotic deposits and commonly
manifest in infancy and childhood. Pigmented lesions can
fade during puberty and adulthood.*® The median time to
first presentation with polyps is about 11-13 years of age
and approximately 50% will have experienced symptoms
by the age of 20 years."* Peutz-Jeghers polyps can also
ulcerate, leading to acute blood loss or chronic anemia.
Although Peutz-Jeghers polyps are most commonly
found in the gastrointestinal system, they can also occur
in extra-intestinal sites such as kidney, ureter, gall-
bladder, bronchial tree and nasal passages. The Peutz-
Jeghers polyp varies in size from 1 c¢cm to 3.5 cm in
diameter, and may be pedunculated or sessile. Since it
appears to be composed of non-neoplastic tissue normally
found at the site, the Peutz-Jeghers polyp is generally
considered a hamartomatous polyp but with an abnormal
growth pattern. The most characteristic feature of a
Peutz-Jeghers polyp is a central core of smooth muscle
that extends into the polyp in an arborizing fashion
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(Christmas tree like appearance) and that is covered by
either normal or hyperplastic mucosa native to the
involved site. Adenomatous & carcinomatous changes
have been described in Peutz-Jeghers polyps.’® The
diagnosis of PJS is established by the presence of
histopathologically confirmed hamartomatous polyps and
at least two of the following clinical criteria: a family
history of PJS, the presence of mucocutaneous
pigmentation and the presence of small-bowel polyps.™
Over the years, the standard therapy for Peutz-Jeghers
syndrome has been laparotomy and bowel resection to
remove symptomatic gastrointestinal polyps that cause
persistent or recurrent intussusceptions. However, some
patients require multiple surgical resections, which can
lead to short gut syndrome. Because of this, it has been
recommended that endoscopy be performed to remove all
polyps. During each laparotomy, the small bowel should
be examined by means of intraoperative enteroscopy
(IOE). Nowadays, Double Balloon Enteroscopy (DBE) in
combination with capsule enteroscopy are the gold
standard for the diagnosis and treatment of the small
bowel hamartomatous polyps.***°
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