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FAMILIAL INTESTINAL POLYPOSIS WITH PIGMENTATION : 

TWO ADDITIONAL CASES. 

W. RANKIN and A. P. LAIRD, 

from the Royal Hospital for Sick Children, Glasgow. 

This familial syndrome consists of two main features, firstly, distinctive melanin 

spots of the buccal mucosa, lips, face and sometimes of the digits, and secondly, 
polyposis of the alimentary tract, mainly of the small intestine. 

The pigmentation is most striking on the lips and buccal mucosa. The spots 
vary from light brown on the face to dark blue on the mucosa, and they have been 
shown to contain melanin. Section shows that the pigment particles occur in vertical 
bands. The pigmentation may be seen as early as the second year of life. The spots 
of oral distribution persist, but those of the face fade about the age of twenty-five 
years. The mucosal pigmentation is the most definite fact of this syndrome and 

may easily be overlooked. Freckling, of itself, is not regarded as pigmentation 
conforming to the distinctive pigmentation of the syndrome. It is stated that the 

patients are usually of dark complexion. 
The polyps may be distributed throughout the entire intestinal tract. Various 

authors describe involvement of the stomach, duedenum, jejunum, ileum, colon, 
rectum and indeed of the nasal mucosa and of the bladder. 

The most frequent clinical manifestations are associated with polyps in the 
small intestine. These patients present with intermittent attacks of mid-gut colic, 
signs of obstruction and possibly intestinal haemorrhage, which lead to a diagnosis 
of intussusception. Most cases occur in the second decade of life. In most instances 

the jejunum is principally involved. Pathologically the polyps are simple in type, 
but malignancy has been reported. 

The condition is known to be familial, and is believed to be transmitted as a 

Mendelian dominant. 

The following case, which fulfils the conditions of the syndrome presented 
itself atvpically, 

P. S., aged (1 years, a small fair-complexioned and freckled boy, was admitted 
in May, 1952, to the Royal Hospital for Sick Children, Glasgow, for investigation 
of abdominal pain and repeated small haematemeses. At two years of age he had 
scarlet fever, following which it was noted that he was apathetic and disinclined to 
mix with other children. 

He had been reasonably well and he had had a good appetite until three months 
prior to admission, but he now had no interest in eating, had some nausea and he 
refused food. Two days before admission he complained of severe headache, and he 
vomited dark brown blood. He continued to vomit, the blood becoming brighter 
in colour. He had spasmodic epigastric pain, and on the following day there was 
evidence of melaena. On admission numerous investigations were carried out to 

exclude Banti's disease, peptic ulcer, etc. Anaemia was improved by blood trans- 
fusion and intravenous iron therapy. A barium series was done but was inconclusive. 
Abdominal examination revealed a left-sided mass not quite epigastric in location 
contractile on palpation, and accordingly it was decided that surgical intervention 
was necessary. The pre-operative diagnosis was thought to be a tumour of the 

jejunum. The investigations had covered a period of 43 days. He was transferred 
to one of the surgical units of this hospital and prepared for operation. 

A left paramedian incision gave access to the upper abdomen where the third 
part of the duodenum and nine inches of the jejunum were found to be occupied 
by a tumour mass lying within the bowel lumen. At first, as the tumour appeared 
to be pedunculated an enterotomy was performed and although a large part of the 
tumour was removed it soon appeared that an extensive resection of bowel was 
required. This entailed resection of the third part of the duodenum and six inches 
of jejunum. The jejunum distal to the resection was approximated to the ligament 
of Treitz and a posterior no loop gastrojejunostomy completed the operation- 
The exposure and removal of duodenum behind the superior mesenteric artery did 
not present great difficulty. 
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Fig. 1. Resected third part duodenum and jejunum with sessile portion of tumour. 
Large pedunculated portion had already been detached. 

Fig. 2. Melanin pigmentation of lips. liuceal involvement could not be photo- 
graphed satisfactorily. 
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The posterior-operative course was troublesome. Twice during the successive 
three weeks the abdomen had to be opened to deal with obstructing adhesions, the 
main hold up being in the stomach in spite of an adequate stoma. The pathologists 
reported the sessile polypoid tumour to be histologically a mucous papilloma without 
any evidence of malignancy (Fig. 1). 

Re-examination of the case revealed that besides being freckled the bov had 
circumoral melanin spots on the face, the lips 2), the buccal mucosa, and on 
the dorsal aspect of the fingers of both hands. The lips had a distinctive cherry 
hue. 1 his case presented atvpically as a haemateniesis. the fixed duodenal site of 
the mass preventing the usual intussusception. The family history revealed that the 
child s father had also had intestinal polyposis. lie had been operated on twice f()I* 
intestinal obstruction at the age of thirty-one in I'm. At the first operation i? 
Glasgow in May of that year a large chronic intussusception of the ileum, which 
was irreducible and due to a polypoid tumour, was dealt with by a lateral anastomosis 
of two coils of ileum to exclude the intussusception. Polypoid" tumours of the upper 
part of the descending colon and in the sigmoid were noted but not dealt with- 
In June, 1933, when convalescent in Dundee, he again obstructed. An intussus- 
ception was reduced and two polypi were removed, submitted to histological section 

I'itr. Passport photograph of father in his early twenties. 
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and proved to be 
' 

simple glandular adenomatous polypi of the small intestine.' 
His health remained good until 1!>4I, when he had rectal bleeding, which was treated 
at home by his own medical practitioner. Clinical examination of the father 
demonstrated that he also fitted into this syndrome. Pigmentation was noted 011 
the lower lip and melanin spots were present 011 the face and 011 the dorsum of the 
left foot and its second toe. He recalled that he had been heavily freckled, but at 
the age of twenty-eight the freckling had more or less disappeared. This statement 
was confirmed from an old passport photograph (Fig. 3). The father died in 

November, 1953, from uraemia following nephritis. At post-mortem polyps were 
demonstrated in the descending colon. 

There are two other children in the family, an older sister, who is freckled but 
in good health, and a younger brother who so far has had 110 illnesses. 
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