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Abstract: 

Peutz-Jeghers syndrome (PJS) is an autosomal dominant polyposis syndrome and its prevalence is 1 in 100000 

individuals. It can be asymptomatic or cause intussusception. Here we present a case of PJS to create awareness and make 

it a differential diagnosis while treating patients. 

 

Introduction: 

Peutz-Jeghers syndrome (PJS) is an autosomal 

dominant polyposis syndrome. It is characterized by 

pigmented mucocutaneous lesions and gastrointestinal 

hamartomatous polyps. 

 

The prevalence of PJS is variable and is calculated to be 

1 in 8300 to 1 in 280000 individuals. PJS is probably 

due to germline mutation in STK11 (LKB1) gene. Peutz  

first reported PJS in the year 1921. Jeghers, Mc-Kusick, 

and Katz in the year 1949 described the cases in detail.  

 

WHO's clinicopathological criteria for PJS is:  

 

1. Three or more polyps with histological characteristics 

consistent with PJS.  

2. Any number of PJS-related polyps with a family history 

of suggestive of PJS.  

3. Typical mucocutaneous pigmentation with a family 

history suggestive of PJS.  

4. Any number of PJS-related polyps with characteristic 

mucocutaneous pigmentation.  

 

The clinical course of PJS can vary from being 

asymptomatic to having symptoms like abdominal pain 

which may progress to intussusception, bleeding, 

intestinal obstruction, and anaemia. PJS is usually 

characterized by hyperpigmented mucocutaneous 

macules present on the perioral region, lips, buccal 

mucosa, periorbital region, and eyelids. This syndrome 

also has hamartomatous gastrointestinal polyps. These 

are most commonly found in small intestine followed by 

stomach and colon; extra gastrointestinal polyps can 

also occur. PJS was initially considered as a benign 

condition, but recently its association with various 

malignancies, including those of the gastrointestinal 

tract, lung, pancreas, testis, breast, uterus, and ovary 

have been published. PJS patients commonly experience 

bleeding, obstruction, and intussusception.  

 

The management of PJS is therefore aggressive. Double 

balloon enteroscopy (DBE) and polypectomy are now 

the treatment of choice. A careful screening is important 

for PJS. The prevalence of PJS is low. Hence it is 

important to diagnose early and prevent grave 

complications. It is also important to screen first-degree 

relatives for PJS.  

 

A very few cases of PJS are reported worldwide, hence, 

we report 53 years old female case with Peutz-Jeghers 

syndrome. 

 

Case report: 

53 years female came with complaints of abdominal 

distention, pain and vomiting for the past few hours. Her 

abdomen was rigid, distended and silent, which were 

suggestive of acute intestinal obstruction. Blood 

investigations were within normal limits, plain CT 

whole abdomen revealed small bowel obstruction due to 

intussusuption. 

 

She was taken up for emergency laparotomy. Intra 

operatively there were multiple small bowel 

intussusceptions with intra-luminal polyps. The largest 

intussuscipiens revealed a 10 cm polyp, 30 cms from the 

Ileo-cecal junction. Hence that segment of ileum was 

resected and end to end anastomosis was done. The 

specimen was sent to histopathology. 
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Post operatively patient was stable and recovered 

uneventfully. Multiple skin and mucosal pigmentations 

were noted in the palms, soles and oral cavity. Patients 

elder brother had similar plantar pigmentations 

 

     
 

Histopathology reported pedunculated and sessile 

polyps with over lying epithelium in villo-glandular and 

tubular pattern, without evidence of dysplasia, 

suggestive of peutz-Jeghers polyposis. 

 

 
 

 

On POD 14, a contrast CT was done, which revealed 

multiple enhancing mucosal polyps in the stomach, 

jejunum, ileum and recto sigmoid. Largest polyp was in 

the ileum measuring 15x14mm, followed by pyloric 

polyp which was 10x8mm.
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Discussion: 

PJS is an autosomal dominant inherited polyposis 

syndrome, characterised by polyps in the 

gastrointestinal (GI) tract associated with 

mucocutaneous pigmentation. PJS is caused by a 

germline mutation in the STK11 (LKB1) gene. 

 

The diagnosis of PJS can be made in patients with 

hamartomatous polyp(s) with at least two of the 

following clinical criteria  

 

1. labial melanin deposits 

2. Family history of the syndrome 

3. small bowel polyposis  

 

The syndrome occurs equally in males and females and 

is found in all racial groups. The clinical manifestation 

of PJS is abdominal pain due to intussusception often 

leading to intestinal obstruction, polyp extrusion 

through the rectum, and bleeding. 

 

Small bowel obstruction is the most common 

presentation in half of these cases. Apart from polyposis, 

there is an increased risk of GI and extra-GI 

malignancies. A study showed the relative risk of an 

individual with PJS to present neoplasia in any region is 

up to 15 times higher compared to the general 

population. The most common neoplasm in patients 

with PJS is the colonic tumor (57%), followed by breast 

(45%), pancreas (36%), stomach (29%), ovary (21%), 

small intestine (13%), and uterine tumours (10%). A 

high risk of pulmonary cancer, renal cancer, prostatic 

cancer, bone cancer, and leukemia has also been 

reported.  

 

PJS patients requires special surveillance that includes 

multiple organs, as it is associated with increased risk of 

cancer in many organs. Screening begins at 8 to 10 years 

of age with an evaluation of the small bowel. If initial 

exam is normal, a repeat evaluation is recommended at 

18 years of age , followed by a 2-3 year intervals. 

 

In our case, the patient was admitted to the hospital with 

intussusception. The exploratory laparotomy revealed 

intussusception (lead point being polyp). Small bowel 

resection was performed and end to end ileo-ileal 

anastomosis done. 

 

Conclusion: 

Intussusception is a rare cause of acute abdomen in 

adults. A high index of suspicion and appropriate 

investigations can result in prompt diagnosis. 75% of 

cases are due to malignancies. The extent of resection 

and operative technique depend upon the age of the 

patient, results of investigations (benign or malignant) 

and the length of the bowel involved. Thorough 

evaluation intra-op and post-op follow up is required in 

such case to prevent further progression of disease. 
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