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INTRODUCTION

Peutz-jeghers syndrome (PJS) is a rare disorder which is 
characterized by intestinal polyposis as well as pigmentation 
of  the skin and mucous membrane.1 This is caused due to 
the mutation of  STK11 gene on chromosome 19p which 
codes for serine-threonine kinase.2 Besides polyposis, there 
is significantly increased risk of  gastrointestinal and extra 
gastrointestinal malignancy.3

The clinicopathological criteria of  World Health 
Organization (WHO) for diagnosing PJS are as follows:
(1) Three or more polyps, with histological features of  

PJS.
(2) A family history of  PJS with any number of  polyps.
(3) A family history of  PJS with characteristic 

mucocutaneous pigmentation.
(4) Characteristic mucocutaneous pigmentation with any 

number of  polyps.4

CASE REPORT

A 10 years old female was referred from surgical department 
to us with the complaints of  multiple pigmented lesions 
over lips involving mucocutaneous junction and bilateral 
palms and soles. Initially, there were few brownish 
pigmented pinpoint macules over lower lips 8 years ago. 
Subsequently, after 3 months similar lesions appeared 
over bilateral palms and soles. For 2 years there was rapid 
increase in size and numbers of  lesion. On examination, 
there were multiple discrete to coalescent macules ranging 
in size from pinpoint to 1cm over lower lips, lower labial 
mucosa, bilateral angles of  eyes, below nose and bilateral 
palms and soles as shown in Figures 1-4.

Patient was admitted at surgical department with the 
history of  abdominal pain, vomiting and blood mixed 
stool for one month. Jejuno-jejunal intussusception 
was diagnosed and laparotomy was done. There were 
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five cauliflower like polyps at different sites within the 
jejunum. Reduction of  intussusception was done along 
with polypectomy. Biopsy report revealed polypoidal 
mass with villous architecture having central fibrovascular 
core and back-to-back glands with little intervening 
stroma with lining of  villi and glands by columnar cells 
showing nuclear stratification suggestive of  tubulovillous 
adenoma. Patient was also operated 5 years back for the 
same problem. Complete blood count, renal function 
test, peripheral blood smear and serology reports were 
normal. Both CEA and AFP were within normal limit. 
Also, there were no mutation in STK11 gene, BRAF and 
APC gene. Patient’s maternal grandfather had undergone 
some operation of  gastrointestinal tract while he was 
65 years old. Similarly, her first cousin was operated for 
similar problem on 30th day of  birth. However, they did 
not have pigmented lesions till date and the detailed 
reports couldn’t be traced.

This case is reported as it is a very rare disease encountered 
only once in a while during practice and palmoplanter 
involvement is another rare finding in peutz-jeghers 
syndrome.

DISCUSSION

Peutz-Jeghers syndrome is a very rare inherited disorder 
with features of  mucocutaneous pigmentation macules 
around mouth and cheek, multiple polyps in the 
gastrointestinal tract, and recognizable family history. 
Condition presented with either mucocutaneous 
pigmentation or gastrointestinal polyps are classified 
as incomplete PJS.5,6 The mucocutaneous lesions 
generally appear during infancy and early childhood 
and usually disappear after puberty with persistent 
oral lesions.2 Similar to this, our patient also developed 
mucocutaneous lesion at 2 years of  age. Palmoplanter 
involvement is relatively rare findings which was present 
in our patient. 

The hamartomatous polyps most commonly occur in the 
small intestine (78%) followed by colon (42%), stomach 
(38%), and rectum (28%)7. Likewise, our patient had 
5 different cauliflower like polyps in different parts of  
jenunum. Patients with Peutz-Jeghers syndrome often 
present with a history of  intermittent abdominal pain due 
to small bowel intussusception caused by the polyps.8 Our 
patient had undergone surgery for intussusception twice 
along with polypectomy.

Figure 2: Multiple lentigenes over labial mucosa 

Figure 1: multiple lentigenes over the lips and nostril

Figure 4: Hyperpigmented macules over bilateral fingers

Figure 3: Hyperpigmented macules over soles
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Regarding the treatment of  PJS, treatment is generally 
not necessary for mucocutaneous lesions. If  however 
needed, laser therapy can be tried.9 For the intestinal 
polyps, intraoperative endoscopy followed by endoscopic 
polypectomy, rather than segmental resections of  the 
bowel, have been recommended. It is recommended to 
do endoscopic surveillance for polyps or gastrointestinal 
cancer every 1–2 years from the age of  25 years.10 About 50 
percent of  the patients undergoes 2 or more laparotomies.11 
Also, our patient underwent laparotomy twice till the age 
of  10 years. 
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