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Abstract

An 18-year-old male patient presenting with mucocutaneous lesions of the face, chronic recurring abdominal
pain for two years and recent swelling in the right hypochondrium for two days was investigated by CT scan.
Multiple polypoidal lesions within the proximal jejunal loops were noted in addition to a large mass causing
intussusception in the descending colon. Surgical decompression, imaging features and histological findings

confirmed the diagnosis of Peutz-Jeghers syndrome.
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Introduction

Peutz-Jeghers syndrome (P]S) is a rare polyposis
syndrome with autosomal dominant inheritance
having multiple non neoplastic hamartomatous
polyps of varying sizes and shapes mostly in children
in the age group of 11 to 13 years. The prevalence
rate is from 1in 1,00,000 to 2,80,000. Small intestine
predominantlyileum, colon and stomach are involved
in the descending order. 25 to 50 % of adolescents
and childhood patients having polyposis in the small
and large intestine have associated P] syndrome.
Only 12 cases were diagnosed as PJS polyps out of
a total of 46 gastrointestinal polyps in a series of
44,615 surgical specimens during a period of five
and half years. Pigmentation was lacking in less than
5% of patients with PJS and similarly, less than 5%
with pigmentation lack polyps [1-3]. The incidence
of intussusception in PJS is not clear in the literature.
Characteristically the syndrome is associated with
melanin pigmentation of mouth, fingers and toes.
This article discusses the imaging, clinical and
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histological features of PJS with intussusception as
an emergency presentation.

Case report

A male patient of 18-years age, presented with chief
complaints of pain abdomen and swelling in the left
hypochondrium since two days. Pain was of sudden
onset, intermittent, colicky in nature, aggravated on
straining and relieved with rest over the past two
years occurring every 10 days. Physical examination
revealed tenderness over the left hypochondrium
with a well-defined firm oval swelling measuring 4 x
5 cm without any visible peristalsis. Occasionally the
patient had blood stained mucoid stools. Physical
examination revealed pallor, pigmented lesions
over the face, around the lips, buccal mucosa and
bilateral pedal oedema (Figure 1). Plain and contrast
enhanced computed tomography demonstrated
multiple intraluminal enhancing polypoidal lesions
in the proximal jejunal loops. A large homogeneously
enhancing mass measuring 83 x 43 mm was noted
in the descending colon. Pericolic fat planes were
clear. There was no retroperitoneal or mesenteric
lymphadenopathy (Figure 2).

Figure 1: Clinical photograph - Pigmentation is seen in the
buccal mucosa.

Exploratory laparotomy revealed multiple polyps
in the duodeno-jejunal junction, distal jejunum and
ileum and alarge polyp with lead pointin the jejunum
causing intussusception. Resection and end to end
anastomosiswas performed (Figure 3).Postoperative
period was uneventful. Histopathology confirmed
villoglandular polyp with low grade dysplasia having
stratified nuclei and hyperchromatism without any
invasive features (Figure 4).
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Figure 2: Contrast enhanced CT scan axial views, (a)
Enhancing large polypoid intraluminal mass lesions in
the jejunum are observed; (b) Telescoping jejunal loop is

appreciated as intussusception.
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Figure 3: Specimen phdtograph - Multiple conglomerate

polyps of varying sizes are noted.
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Figure 4: Photomicrograph - H & E 4X, a portion of polyp
shows villi and glandular formation of mucosa.

Discussion

PJS is diagnosed in patients of second or third
decade presenting with abdominal pain, rectal
bleeding, intestinal polyps and obstruction due
to intussusception. Three or more polyps with
history of mucocutaneous pigmentation in any
family member with polyposis are the diagnostic
criteria laid down by the World Health Organization
[4]. The gene responsible for PJS is located on
chromosome 19p 13.3 [5]. PJS has two components:
hamartomatous polyp involving the gastrointestinal
tract and mucocutaneous pigmentation [6, 7]. The
melanotic pigmented lesions do not turn malignant
with a hamartomatous origin and generally fade
during adolescence. The hamartomatous polyps
occur with varying sizes from <1 cm to > 3.5 cm
in diameter, pedunculated or sessile, commonly
involving the small intestine predominantly ileum,
colon and stomach in the descending order. They
are known to occur in extra intestinal sites like
kidneys, gall bladder, bronchial tree, ureters etc.
These polyps may ulcerate and lead to chronic
anaemia. PJS is associated with increased risk of
intussusception, adenocarcinoma and other extra
intestinal malignancies in the breast, pancreas, ovary,
testis, lung and uterus. Histologically, continuity of
muscularis mucosa in a branching pattern helps in
distinguishing from other polyposis such as Cronkite
Canada, juvenile polyposis and Cowden’s disease.
Pseudo invasion due to epithelial misplacement
possibly leads to recurrent bowel obstruction or

intussusception. Imaging features of PJS are typical
on barium studies, USG, CT and MRI. Intra operative
enteroscopy (IOE) and double balloon enteroscopy
(DBE) combined with video capsule enteroscopy
(VCE) are gold standards for investigation. However,
rapid capsule transit, poor luminal distension and
restricted tumor size evaluation are well known
limitations of VCE [8]. Alonger symptom free interval
is provided by complete polypectomy on DBE or IOE
[9-11].

Conclusion

Mucocutaneous lesions associated with multiple
enhancing polypoid intraluminal lesions observed on
CT scan or endoscopy are diagnostic features of PJS.
Intussusception in adult patients with pigmented
mucocutaneous lesions should be suspected of
PJS. Capsule endoscopy or MR enteroclysis, if
available are performed for follow up. Screening of
patients and first degree relatives is necessary for
surveillance of this rare entity to avoid an increased
risk of mechanical obstruction or malignant
transformation.
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