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Recurrent Abdominal Pain in Peutz-Jeghers Syndrome:
A Case Report

SANWAR? N KAMALP, R KHANOME, SK ROYY, F KABIR®, R SHHAf

Summary:

Peutz-Jeghars Syndrome (PJS), also known as peri-orificial
lentiginosis, is a condition of autosomal dominant
inheritance. Here, mutation localized at (19p13.3) LKB1/
STK11. It is characterized by presence of mucocutaneous
pigmentation and gastrointestinal (GI) hamartomatous
polyps. This case of PJS, is a 7 year old girl who came with
recurrent vomiting and abdominal pain for 1 year and
weight loss for 8 months. She had multiple black
pigmentation over lips and buccal mucosa. Endoscopy
revealed multiple polyps in stomach and duodenum.

Introduction:

Y.Peutz, a Dutch paediatrician, describes in 1921, a
family with skin pigmentation and polyps of the small
bowel. Similar cases were reported in US by H.Jeghars
and colleagues in 1949 and consequently the name of
Peutz-Jeghars Syndrome (PJS) was adopted for this
disorder. It is an autosomal dominant inherited
condition although in 50% cases there might be
spontaneous mutation. Diagnosis is based on clinical
findings and histopathological patterns of polyps. It is
associated with significant morbidity due to risk of
both intestinal and extra intestinal malignancies. Most
patients have a characteristic clinical course of
recurrent episodes of polyp induced bowel obstruction
and bleeding.
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Besides supportive management, polyps were removed by
surgical intervention. Biopsy of these polyps showed
hamartomatous type. Post operative period was uneventful.
She recovered well. So far there was no recurrence of pain.
She is on regular follow up.

Key words: Hyperpigmentation, mucocutaneous polyp,

recurrent abdominal pain, recurrent vomiting

(J Bangladesh Coll Phys Surg 2019; 37: 160-164)
DOI: https://doi.org/10.3329/jbcps.v37i3.41739

Melanic spot typically appear in 15t year of life. Lesion
can fade by puberty or adulthood. There are multiple
rarely 20 hamartomatous polyps present in GI tract,
primarily found in small intestine!. The size of Polyp
varies. Risk of dying from a GI cancer is 13 times
greater and risk of extra-intestinal cancer especially
cancer of reproductive organ, breast, pancreas and lung
is 9 times greater than in general population®. The Johns
Hopkins University reported a 48% incidence of cancer
with 73% rising in gastrointestinal tract’. Early
detection and proper evaluation and surveillance are
vital to minimize the risk of malignancies. This case
was reported because though clinical presentation of
PJS is rare in this age group but it should be a differential
diagnosis of recurrent abdominal pain.As there is risk
of development of both intestinal and extra intestinal
malignancy,such cases should be thoroughly evaluated.

Case Report:

Ashamoni, a 7-year-old immunized girl, 2" issue of
non-consanguineous parent hailing from chuadanga got
admitted to Dhaka Medical College Hospital (DMCH)
on 9/11/2016 with the complaints of recurrent
abdominal pain and vomiting for 1 year and gradual
weight loss for 8 months. Initially pain was around the
umbilicus, later spread over the whole abdomen. Pain
was colicky in nature, non-radiating, aggravated by
taking food or water and relieved by vomiting or
antispasmodic drug. Vomiting was present for same
duration along with pain which contained undigested
food particles. She had no history of headache, fever,
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convulsion, cough, jaundice, abdominal distension,
contact with TB patient or taking any offending drugs.
Her bladder habits was normal. She had no family
history of such type of illness. With these complaints
she was treated with several medications and underwent
appendectomy 8 months back without any
improvement. With these complaints she got admitted
to DMCH on 9/11/2016. Clinically, the child was ill
looking, mildly pale. Vital parameters were within
normal limit. Her height was 117cm, weight was 14
kg, and BMI was 10.21 kg /m? which falls below 5th
percentile. BCG mark was present. There were multiple
black pigmented macules on mucosa of lip, right side
of upper gum opposite to molar teeth and inner part of
upper jaw(Fig.-1). Examination of abdomen revealed
normal. On investigation, Hb was 10.2 g/dl, WBC count
was 9000/ cmm, Total and differential count were

Fig.-1: Typical brown macules on lips and oral
mucosa

within normal limit, ESR was 40 mm in 15t hour. PBF
shows mild microcytic hypochromic anemia. Serum
electrolyte, S.ALT, S.Amylase, S. Lipase, Stool R/M/
E, random Blood Glucose were normal. Occult blood
test was negative. . Chest X-ray was also normal.
Barium meal follow through shows gastric stasis
probably due to duodenal stricture ( Fig.-2). Endoscopy
revealed multiple pedunculated (Cauliflower like) both
gastric and duodenal polyps (Fig.-3). Colonoscopy was
normal. Gastric polyps were removed endoscopically
and duodenal one by laparotomy (Fig.-4) by pediatric
surgeons and sent for histopathological study which
showed hamartomatous in origin( Fig.-5).The patient
was advised for regular follow up for early detection
of any type of complication.

PIGCOLLAGE

Fig.-2: Barium meal follow through studies shows
gastric stasis due to stricture.
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Fig.-3: Endoscopic view of small intestinal (Duodenal) polyp

Fig.-4: Multiple pedunculated (Cauliflower like)
polyps

Fig.-5: Histopathology of a duodenal polyp of
hamartomatous origin, HE stain (objective 10x)
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Discussion:

PJS is characterized by mucocutaneous pigmentation
and GI hamartomatous polyp *>-¢. Estimated incidence
is 1 in 120000 live birth’. It has no racial or sexual
predilection®

PJS belongs to hamartomatous polyposis syndrome
which are a heterogeneous group of disorder inherited
in an autosomal dominant manner. Apart from PJS,
these syndrome includes juvenile polyposis syndromes
and phosphate and tensin homologue deleted in
chromosome ten (PTEN) hamartomatous syndrome
(PHTS). PHTS includes Cowden syndrome, Bannayan-
Riley-Ruvalcaba syndrome and all syndromes in which
there are germline PTEN mutation.

.The mutant gene is serine threonine kinase (STK11 /
also known as LKB1)®%19_Ttis located at 19p13.38-:10,
STK11 protein is involved in the inhibition of AMP-
activated protein kinase (AMPK) and signals
downstream to inhibit the mTOR pathway. The mTOR
pathway seems to be dis regulated in patient with PJS.

The hyper pigmented lesion contain melanotic deposits
which commonly manifest in infancy and childhood.
Pigmented lesion can fade during puberty and
adulthood®. It may be dark brown to dark blue in colour.
Size may vary from 1 to 12 mm. They are primarily
found around the lips and oral mucosa, although these
lesion may also be found on hands, feet or perineum,
conjunctiva or rectum'!. When the melanotic spots are
localized on the face, the diameter rarely are larger

than 2mm?>-612,

The polyps are main characteristic and they could vary
in their shape, size, number and anatomical distribution.
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Most commonly found in small intestine,but they can
occur anywhere from stomach to rectum. 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(?)-
ThePeutz-Jeghers polyp varies in size from <1 cm to
>3.5 cm in diameter, and may be pedunculated or
sessile. This 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
(Christmas tree like appearance). Some polyp may turn
into Adenomatous or carcinomatous transformation!3.
Complications induced by polyps include colicky
abdominal pain, bleeding, and bowel obstruction due
to intussusception. The time when abdominal symptoms
commence can vary. They may present as early as the
first year of life or at the age of 40 years'4. By the age
of ten years, 30% of patients with PJS already required
a laparotomy>.

The diagnosis of PJS is established by the presence of
histopathologically confirmed hamartomatous polyps
and at least two of three clinical criteria:

a family history of PJS, the presence of mucocutaneous
pigmentation and the presence of small-bowel

polyps!.

Our patient has 2 out of 3 diagnostic criteria:
mucocutaneous pigmentation small bowel polyp along
with histologically proven hamartomatous polyp.

Important imaging features of Peutz-Jeghers syndrome
consist of multiple polypoid lesions and
intussusception. Polyps can be detected with
endoscopy, colonoscopy, barium studies,
ultrasonography (USG) or computed tomography (CT).
Some authors have suggested using US or magnetic
resonance (MR) imaging for follow-up imaging to
reduce the lifetime radiation burden 7.

Treatment option for Peutz-Jeghers syndrome include
laparotomy and bowel resection to remove
symptomatic gastrointestinal polyps that cause
persistent or recurrent intussusceptions. This has been
done over the years but lead to short gut syndrome.
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>. Recently, intraoperative
endoscopy and endoscopic polypectomy rather than
segmental resection of the bowel have been
recommended. The new mouth to anus (M2A) capsule
endoscopy will probably become the most useful
screening tool in the near future.

Some expert suggest that an attempt to clear the small
intestine of polyps (“’clean sweep”’) should be made
during laparotomy.It decreases the need for recurrent
small bowel surgery®’. It is even possible to treat
benign hyperpigmentation of the face by means of laser
therapy. Q-switched lasers are the preferred method.
The treatment is only as cosmetic purpose?.

Conclusion:

Patients with PJS should be regularly and closely
monitored because of increased risk of cancer and to
reduce the number of laparotomies. Periodic
endoscopic screening are advocated every 2 year for
25 year. Screening at-risk individuals (first-degree
relatives of PJS patients) should begin at birth and
annual history and physical examination with evaluation
for melanotic spots, precocious puberty and testicular
tumours is highly recommendable. At-risk individuals
who are asymptomatic and without stigmata at age 8
years should be offered genetic testing for mutation
of the STK11/LKB1 gene.
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