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ABSTRACT

Peutz-Jeghers syndrome (PJS) is a rare autosomal dominant disorder characterized by hamartomatous poly-
posis and mucocutaneous pigmentation. We report a case of a 16-year-old adolescent with chronic ab-
dominal pain and anemia who subsequently developed sudden severe abdominal pain. Clinical examination
showed intestinal obstruction, and ultrasound suggested intussusception. He underwent immediate explora-
tory laparotomy. Intraoperatively, there were two points of jejunal intussusception with intraluminal polyps.
Segmental bowel resection was performed with primary anastomosis. The histological examination came
back as Peutz-Jegher polyps. We discuss difficulties in diagnosing PJS during the initial presentation, and the
diagnosis was only made after the complication occurred. Clinical suspicion with an earlier endoscopic inves-
tigation can provide preventive intervention to avoid complication. In the case of intussusception with PJS, a
complete assessment of the entire length of the bowel is necessary intraoperatively as there might be addi-
tional pathology or additional points of intussusception.
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ABSTRACT

Peutz-Jeghers syndrome (PJS) is a rare autosomal dominant disorder characterized by
hamartomatous polyposis and mucocutaneous pigmentation. We report a case of a 16-year-old
adolescent with chronic abdominal pain and anemia who subsequently developed sudden severe
abdominal pain. Clinical examination showed intestinal obstruction, and ultrasound suggested
intussusception. He underwent immediate exploratory laparotomy. Intraoperatively, there were
two points of jejunal intussusception with intraluminal polyps. Segmental bowel resection was
performed with primary anastomosis. The histological examination came back as Peutz-Jegher
polyps. We discuss difficulties in diagnosing PJS during the initial presentation, and the diagnosis
was only made after the complication occurred. Clinical suspicion with an earlier endoscopic in-
vestigation can provide preventive intervention to avoid complication. In the case of intussuscep-
tion with PJS, a complete assessment of the entire length of the bowel is necessary intraopera-
tively as there might be additional pathology or additional points of intussusception.

Keywords: Adolescent, Anemia, Intussusception, Peutz-Jegher Syndrome, Polyp, Sur-
gery.

INTRODUCTION Meckel’s diverticulum, and intestinal duplica-
tion, causing mechanical disruption of motili-
ty.> Peutz-Jeghers syndrome (PJ]S) is a rare

Intussusception is more common in the pedi-
atric age group and rare in adults. It occurs
when a loop of the bowel, the intussuscep-
tum, telescopes into an adjacent segment,
the intussuscipiens.! In the adult, the pro-
cess occurs because of a pathological lead
point lesion due to an infection, tumour,

autosomal dominant disorder characterized by
hamartomatous polyposis and mucocutaneous
pigmentation.® This syndrome is usually en-
countered in infancy and late adolescence,
and the polyps mainly occur in the jejunum.*
Due to the rarity of the disease, PJS is not
usually diagnosed until complications arise

Correspondence: Siti Rahmah Hashim Isa Meri- from the disease. We report a case of a young
can, Master of Medicine (MMED) Surgery USM, Hos- . . .
pital Universiti Sains Malaysia, 16150 Kubang Keri- man with two points of small bowel intussus-
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CASE REPORT

A 16-year-old teenager presented to Accident
and Emergency Department, Hospital Univer-
siti Sains Malaysia, with an acute episode of
left-sided abdominal pain associated with re-
current vomiting for the past two days. How-
ever, he was still able to pass motion normal-
ly. He was previously investigated at the sur-
gical outpatient clinic for chronic intermittent
non-specific abdominal pain for more than a
years which was associated with anemia. On
examination, his vital signs were stable, his
abdomen was soft and not distended with
tenderness at the left lumbar and iliac fossa.
There was a palpable mass over the right
paraumbilical region measuring 10x7cm in
size. Bowel sound on auscultation was pre-
sent and not tinkly. Upon admission to the
ward, an urgent abdominal ultrasound was
performed which showed presence of a target
sign located at the same right paraumbilical
region, confirming the diagnosis of small
bowel intussusception (Figure 1).

His parents were informed of the di-
agnosis, and a consent for emergency sur-
gery was obtained. He underwent emergency
laparotomy on the same day of admission.
Intraoperative findings confirmed two points
of jejunal intussusception, 20cm and 40cm
from the duodeno-jejunal junction (Figure 2).
Upon reducing the intussuscepted bowel, an
intraluminal palpable mass at the affected
site was noted. The affected bowel was re-
sected, and primary end to end anastomosis

Figure 1: Ultrasound showing the appearance of a
target sign. No colour Doppler flow. (Click on image
to enlarge)
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Figure 2:Arrows are showing the two points intus-
susceptions of the jejunum. (Click on image to en-
large)

performed. The resected bowel was incised
and opened to revealed multiple intraluminal
pedunculated polyps (Figure 3). The remain-
ing small bowel and large bowel were in-
spected and found to be normal with no other
pathology. The histological report of the re-
sected bowels came back as hamartomatous
polyps, which were composed of the central
core of smooth muscle fibers, with tree-like
branching, covered by intestinal-type epitheli-
um forming villous configurations. There were
no dysplasia, intramucosal carcinoma, or fea-
tures of malignancy were seen. Based on the
histological findings, a diagnosis of Peutz-
Jeghers syndrome was made. Patient’s post-
operative recovery was uneventful, and he
was discharged home well after a few days.

He was followed up regularly in surgi-
cal outpatient clinic and at his six months fol-
low-up, he was noted to be well with no re-
currence of abdominal symptoms. He was
informed that he will require regular upper
endoscopy and video capsule endoscopy at 2-
3 years interval.

DISCUSSION

PJS is a rare autosomal dominant disorder,
with the presence of familial gastrointestinal
hamartomatous polyps and mucocutaneous
pigmentation due to a mutant gene localized
at 19p34-p36 named STK1, which is a serine/
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Figure 3: a)The jejunum post-reduction revealed a
palpable mass intraluminal at the intussusception
point. b) Multiple pedunculated polyps intraluminal
in the resected jejunum. (Click on image to enlarge)

threo-nine kinase that regulates growth.*

This young man has been complain-
ing of abdominal pain for a year and was in-
vestigated for anemia at the outpatient clinic.
However, PJS was not suspected as he had
no family history nor mucocutaneous pigmen-
tation. The earliest symptom of PJS is muco-
cutaneous pigmentations which are melanotic
pigmented macules, described as dark brown
or bluish brown in colour and 1-5 mm in size,
commonly at the lip in adult.* Without family
history, PJS is hard to diagnose until the
presentation of severe GI complications.®

The hamartomatous polyps in the
gastro-intestinal system can cause multiple
complications such as bleeding, obstruction,
intussusception and an increase risk of malig-
nancy.'* In our case, the patient had anae-
mia, most likely due to occult bleeding from
the polyps, which was undiagnosed during
the outpatient follow-up. Hamartomatous
polyps have a highly vascular stroma with a
tendency to bleed.®

Intussusception more commonly oc-
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curs in the paediatric age group and rarely in
adults. In paediatric intussusception, non-
operative image-guided enema reduction is
the first-line treatment of choice.” However,
this does not apply to adult case as intussus-
ception in the adult is due to a pathological
lead point lesion which can be infection, tu-
mour, Meckel’s diverticulum, and intestinal
duplication that causing mechanical disrup-
tion of motility.?

In our patient, with confirmatory evi-
dence of intussusception from the imaging
findings, we immediately informed the pa-
tient’'s parents and obtained consent for
emergency laparotomy. Intussusception may
be the initial presentation for adult individuals
with PJS, and it occurs mostly due to the
polyps in the small intestine.! Although intus-
susception can be easily recognized via clini-
cal examination and ultrasound, we would
like to highlight the rare occurrence of more
than one point of intussusception along the
small intestine. This is because the leading
points due to hamartomatous polyps can oc-
cur at more than one site in PJS. Thus, in
adults with intussusception, the whole length
of the intestine should be thoroughly inspect-
ed and examined during laparotomy for addi-
tional pathologies, such as in our case, a se-
cond intussusception point.

There is no definitive guideline in the
management of Peutz-Jeghers polyps, how-
ever resection is generally advised in the cas-
es of bleeding or intussusception.! The polyps
are most commonly at the jejunum, but they
can occur throughout the gastrointestinal
tract.* The other common location of these
polyps is in the colon and stomach.® Thus,
upper endoscopy, video capsule endoscopy
and colonoscopy are recommended in such
cases postoperatively every 2-3 years.

CONCLUSION

It is rare to encounter a case of intussuscep-
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tion in a young man with undiagnosed PJS.
Due to the rarity of the disease, PJS is not
usually diagnosed till complications arise.
Clinical suspicion with an earlier endoscopic
investigation can provide preventive interven-
tion to avoid complication. In the case of in-
tussusception with PJS, a complete assess-
ment of the entire length of the bowel is nec-
essary intraoperatively as there might be an
additional pathology or additional point of
intussusception.
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