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ABSTRACT: Peut:-Jeghers syndrome is generally considered a condition in which 
familial gastrointestinal polypos1s is associated with a characteristic pigmentation of 
the skin and mucous memhrancs Two members of a family i.n which the characteris
ncpigmcnranon was present in the ahsence of gastrointestinal polyposis arc reported. 
The,e patients hilo'(hlight the importance l)f defining the intestinal lesion associated 
1rnh this syndrome. Can J Gastroenterol 1988;2(3) : 117-118. 

Key Words: Prnr~-./e!!,hers ~yndrome. VLma hie ex/)re.1s1vity 

P El'TZ-Jl:.GHJoR<; SYN[)ROMJ:. AS L1E
scribed originally. linked the asso

aation of fomild gastroinresrinal poly

po,is with a characteristic pigmentation 

oithe skin and mue0us membranes (I). 

~o li ccraturc b ,l\';11 lahle to provide ;rn 

accurate estimate of its prevalence. but 

some authors have suggested that 1t may 

he as common as familial polyposb coli 
11. with an incidence of I :8 300 births (, ). 

The common presenration of Pelll:

Jeghcn, syndrome is that of repeated epi

<odcs of abdominal pain due to recur

rent small inr..::stina l intussusception 

during the first decades of life. These epi

,odcs usually resolve spontaneously hut 

occasionally necessitate repeated lapa ror

omics. Hematochezia may also be an ini-

tia l manifestation. There is an increased 
risk of intestinal malignancy, approxi

mately 2 tn 1'',, (4-<1). These wmplica

tions arc associated wich the intestinal 

polypnsis. However, the ,yndroml' m;1y 

demonstrate variahle exprcssivity. 

CASE PRESENTATION 
A hoy of five ye:ir~. 10 months \\'as 

reierred to the Pediatric Ga:.rroemerol

ogy Clinic in Calgary because of pigmen
uition on his lip, and buccal mucosa. 

Except for mi ld speech delay hl' had 
;1lway~ been a well child . On systemic 

l'nquiry he had nor had problems with 
abdominal pain , vomiting. rectal bleed

ing o r diarrhea. Growth pattern was 

normal. 
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Family history revealed that the mo

the r, aged 28 yea rs, had simi lar pigmen

tation which was first noted in early life. 
Subsequently, a diagnosis of Peut:

Jeghcrs syndrome was made on the basis 

of the pigmentation only and chc possi
ble complica tions were outlined to the 

mother. I lowcver, she remained totally 

asymptomatic and specifically denied any 

gastrni n testi na I symptomatology. The 

father was well: the patient was an only 

chi ld. There was no fomily hi,tory of poly
posi, or other 1nd1viduals with oral 

pigmentation 

lnvl:~ti~ation:-. of the pauent demon

strated normal complete blood count and 
urinalysis Barium contrast studies of the 

uppn gastrointestinal tract and small 
intestine were interpreted as normal with 

no evidence oi polyps I Figure .I). ln light 

ol th1~ result, radiographic ,tudil's were 

carried out in the mother which also 

foiled to reveal any evidence of polyposis. 

DISCUSSION 
Thl: characteristic p1gmentanon of 

Pcut:-Jcghcr~ syndrome has been de

'>Cribed as its sine qua non (7) The pig

mentation is often present at birth. bu t 
may not ,1ppear until later. Utsunomiya 

(8) in a nationwide Japanese survey ascer

tained 222 patients with Peutz-Jeghers 

syndrome and found only five without 

I I ~ . , 
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Figure I) 8,.mum .:0111rnsr m1Jy of rhc u/1/Jer gasrrninresrinal rracr and small mresune showing no 
c1•1Jenc·e of /mlypmi, 

labial pigmentation. However. in these 
patients pigmentatory changes were 
noted on bucca l mucosa or digits. The 
patients were all over 45 year~ o ld and it 
ha~ been suggested that lip pigmenta
tion m;iy fade with increasing age ( 5). 

Discordance between pigmentation 
and polyposis has been previously de
scribed (9- 11 ). Variable expressivity is a 

frequent feature of autosomal domi
nantly inherited condi tions ( 12). Where 
malignant change occurs, it is usually a 
duodenal adenocarcinoma, although 
other parts of the bowel may be involved 
(5.13), and intestinal malignancies a re 
thought to arise from polyps. 

With the recognition of a malignant 
potential for Peutz-Jeghers syndrome, 

Le syndrome de Peutz-Jeghers sans polypose 
RESUME: En general. le ~yndromc de Peucz-Jeghers est vu com me unc condition 
clans laquellc la polypose gastroin testinalc familiale est associce avec une pigmenta
tion carnctcriscique de la peau ct des membranes muqueuses. Nous rapportons le 
cas de Jeux mcmbres d'une mcme famille chcz qui cettc pigmentation exisce en !'ab
sence de polyposc gascrointestinale. Ces patients attirent nocre attention sur 
!'importance d'une definition des lesions intestinales associees avec ce syndrome. 
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some authors have suggested annual 
screening for gastrointestinal polyps and 
local resection of any polyps larger than 
2 cm in diameter, and all gastricordudo
denal polyps (8). The risk of in testinal 
malignancy and the oth er intestinal com
plications arc presumably absent in chose 
patients with Peutz-Jeghers syndrome 
who present without polyposis. The 
patien ts described highlight the impor
tance of defining the intestinal lesion 
associated with the syndrome. 
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