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Pediatric ileal intussusception due 
to Peutz Jeghers syndrome: a rare 
case report
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Abstract

We report an unusual case of ileal intussusception in a 7-year-old girl 
affected by Peutz Jeghers syndrome, characterized by a very misleading 
clinical presentation, resembling chronic constipation. Correct diagnosis was 
guided through appropriate knowledge of inherited condition and cautious 
ultrasound monitoring. Confirmation was achieved by a timely surgical 
intervention and subsequent pathologic examination.
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Introduction

Peutz Jeghers syndrome (PJS) is a hereditary, autosomic dominant disease; 
it is characterized by hamartomatous polyposis (typically in the small bowel) 
and mucocutaneous pigmentation. Prevalence is variously estimated: it ranges 
from 1:8,300 to 1:280,000 according to single case series; the mostly probable 
prevalence is around 1:100,000 people [1]. PJS has very variable penetrance, 
varying from hyperpigmentation alone to whole signs, even within members 
of the same family. Hamartomatous polyps usually are characterized by 
abnormal tissue architecture, while not exhibiting clear neoplastic growth; 
on the other hand, larger hamartomas may contain adenomatous tissue, so 
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malignancy cannot be surely ruled out and has 
been previously described. Moreover, PJS-related 
genetic mutations are related to increased risk 
of gastrointestinal and extraintestinal neoplasm, 
although direct transformation of hamartomatous 
polyp is extremely rare. Intussusception is a 
frequent complication, up to 47% of cases in natural 
history [2], but diagnosis may be very insidious: 
usually small bowel intussusception is intermittent 
and hard to be imaged by ultrasound until it is firmly 
established.

Case report

We observed a 7-year-old girl, diagnosed with 
PJS 3 years before and regularly undergoing upper 
gastrointestinal follow-up (negative until this time), 
with a subacute, periumbilical abdominal pain in the 
last 2 weeks, associated with constipation and rare 
vomiting. She didn’t have typical mucocutaneous 
lesions nor previously diagnosed polyps; PJS 
diagnosis was genetically achieved, because 
her mother was known to be PJS affected after 
intussusception in infancy. At the time of surgical 
evaluation, the girl was in good conditions, with 
satisfactory nutritional status; no sign of anemia 
or flogosis was evidenced in laboratory study. The 
mother reported that her daughter had progressive 
constipation in last months, thought to be related 
to poor fibre dietary intake. Severe worsening 
of abdominal pain in last 24 hours led to hospital 
admission. We performed abdominal US scan: 
initially we were unable to find any obstruction sign; 
we planned to repeat US every 24 hours. Suddenly, 
after 2 days, the girl presented acute wine-stained 
rectal bleeding, associated to intermittent acute 
pain. Urgent US re-evaluation finally evidenced 
typical intussusception sign (target US sign) 
in mesogastrium (Fig. 1). During emergency 
laparotomy, an ileal intussusception was found 
(Fig. 2); after reduction, longitudinal enterotomy 
showed presence of large sessile polyp (Fig. 3) 
as leading point. A 10-centimeter ileal resection 
and anastomosis were performed. Postoperative 
recovery was uneventful and quick.

Discussion

Isolated polyps in PJS are a rare condition, 
especially if associate with intussusception [3, 4]. 
Typical sites of occlusion are jejunum and distal 
colon [4]. As far as we know, this is the 5th case 
of pediatric ileal intussusception described in a PJS 

patient [5]. It is unclear whether the solitary polyp 
is an autonomous entity of PJS, as specific markers 
(LKB1-STK11, a tumor suppressor gene seen in up 
to 70% patients in the syndrome) were not found in 
this lesions, although the pathologic characteristics 
are the same [6]. Whenever an isolate polyp is found, 
it is needed to rule out the diagnosis of PJS on the 
basis of the WHO criteria: (1) ≥ 3 hamartomatous 
polyps; (2) ≥ 1 hamartomatous polyps, if family 
history of PJS; (3) prominent mucocutaneous 
melanosis if family history of PJS; (4) prominent 
mucocutaneous melanosis and ≥ 1 hamartomatous 
polyp [7]. This can be helpful to drive further patient 
management; in case of confirmed PJS, the patient 
must be enrolled in a diligent monitoring program: 
upper and lower gastrointestinal endoscopy, bowel 
MRI, videocapsule enteroscopy [1]. Polyp resection 
is mandatory, by double balloon enteroscopy or 
surgery (laparoscopy/laparotomy), to avoid both 
malignancy and intussusception risk [8]. Double 
balloon enteroscopy appears to be safe, allowing an 
effective, early and non-invasive approach, but it is 
technical demanding and not available everywhere 
[9]. Surgical resection, although more invasive, is 
the only emergency option available to solve acute 
presentations as intussusception or acute bleeding; 
many authors report successful combination of both 
techniques to retrieve polyps [10, 11]. 

Patients with isolated polyps in PJS previously 
described were observed mostly in the 4th decade 
of life, whereas PJS patients present more often in 

Figure 1. Urgent US re-evaluation finally evidenced typical 
intussusception sign (target US sign) in mesogastrium.
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Figure 2. Emergency laparotomy: an ileal intussusception was found.

Figure 3. After reduction, longitudinal enterotomy showed presence of large sessile polyp as leading point.
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the 2nd or 3rd decade of life [8]. Rarity of pediatric 
cases may lead to misdiagnosis, with an increased 
complication rate. We suggest to always rule out 
small bowel lesions in PJS patients, before they 
develop complication, by accurate imaging and 
follow-up. Acute presentation may be challenging, 
so US abdominal investigation alone may be not 
permit a timely intervention.
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