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Unusual manifestations of the
Peutz-Jeghers syndrome

Intestinal polyposis with mucocutaneous pigmentation was first
described by the Dutch physician Peutz in 1921.1 In 1949 Jeghers2
assembled 22 definite and nine possible cases from published reports.
We present a patient with severe anaemia secondary to gastrointestinal
haemorrhage. The site of bleeding was multiple jejunal hamartomas
of the type classically found in the Peutz-Jeghers syndrome. The
features of interest are, firstly, the lack of mucocutaneous pigmenta-
tion, and, secondly, the restriction of all identifiable hamartomas to
the jejunum. A search of published work has not shown a case with
these hamartomatous malformations without in addition muco-
cutaneous pigmentation.

Case report

A 19-year-old English man presented with iron-deficiency anaemia. Five
years previously he had been found to be anaemic (Hb 5-7 g); the results of
tests for faecal occult bloods had been positive but barium studies had failed
to disclose a source of gastrointestinal bleeding. He had responded to treat-
ment with oral iron and had remained well for four years, when he again
developed gross iron-deficiency anaemia, while contrast radiological examina-
tion of the gastrointestinal tract again failed to demonstrate any abnormality.
Six months later radiochromium studies indicated that he was losing sub-
stantial amounts of blood into the gut, a loss of about 570 ml of blood being
estimated in one week. He repeatedly denied any gastrointestinal symptoms,
complaining only of lethargy and weakness. He was clinically anaemic but
there was no mucocutaneous pigmentation. Repeat investigations showed
no abnormality apart from the iron-deficiency anaemia, and coeliac and
superior mesenteric arteriograms failed to demonstrate any abnormality.
The findings on gastroscopy and sigmoidoscopy were also within normal
limits. There was no family history of similar complaints.

Laparotomy disclosed several large polyps in the proximal jejunum
(figure), which extended through the proximal five feet of jejunum, which was
resected. Histological examination of the polyps showed hamartomatous
lesions compatible with the Peutz-Jeghers's syndrome characterised by smooth-
muscle components not found in adenomatous polyps.3 The patient made
an uneventful postoperative recovery and has remained well.
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A hamartomatous polyp.

Discussion

We report this case because of the absence of mucocutaneous
pigmentation, the lack of a family history, and the prolonged and
severe bleeding. In a review of 75 cases of Peutz-Jeghers's syndrome
Bartholomew4 found pigmentation on the lips of all but one and the
buccal mucosa of all but six. Melanin pigmentation of the skin and
mucous membrane characteristically appear in infancy and early
childhood. The lips are affected almost universally, and the buccal
mucosa in 83° ; 30 have pigment on other facial orifices, fingers

or toes, or perianal area. With advancing years the pigmented freckles
tend to fade. It has been said that when carefully searched for mucosal
pigmentation is invariably found in patients with this type of intestinal
polyposis, whereas cutaneous pigmentation may be missing.
The most probable genetic explanation for the syndrome is a

single pleiotropic gene responsible for both characteristics. The
likelihood of the polyposis and the pigmentation being caused by two
closely linked genes is remotely possible but no instance of crossing
over within a family has been recorded. The single gene probably does
not have complete penetrance, as pedigrees with skipped generations
have been published and there are far too many isolated cases for
all of them to be due to fresh mutation.
Of 59 patients with polyps studied by Rivers et al,5 14 had minor

gastrointestinal tract bleeding, haemorrhage being thought to com-
plicate episodes of intusussception by the polyps.

It would appear that the Peutz-Jeghers syndrome may have several
forms frustes as well as the complete clinical picture, and the descrip-
tion of an incomplete spectrum occurring in isolation may be of
interest genetically.

We wish to thank Dr Irvine Delamore for referring the patient and Dr
R B McConnell for his help and advice.
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Neurological presentation of
psittacosis during a small outbreak
in Leicestershire

In 1975, 177 cases of chlamydia B infection (psittacosis) were reported
to the Public Health Laboratory Service (personal communication),
but more- must go undetected in view of the mild illness often pro-
duced. The usual presentation is of an influenza-like illness with
prominent respiratory symptoms, but dominant cerebral symptoms
appear less common. We wish to emphasise this aspect in a patient
seen recently during an outbreak of psittacosis in Leicestershire.

Case report

In June 1975 a 49-year-old woman was admitted to the Leicester Royal
Infirmary. Two weeks previously she had developed an irritating dry cough
and a week later she developed headache, fever, anorexia, right-sided pleuritic
chest pain, a worsening mental state, and facial asymmetry. Her speech
became rambling, her concentration and memory were poor, and she was
hallucinating, apathetic, and oblivious of her illness. Her husband owned a
pet shop, and three of his birds had recently died, including a sick red lory
(species of psittacine).
On examination she was drowsy, disorientated, and confused. She was

pyrexial (40°C), tachypnoeic, and her pulse was 120 per minute. There were
crepitations over a small area of the right lower chest posteriorly, a right
supranuclear facial palsy, and extensor plantar responses. Investigations
showed normal blood count, cerebrospinal fluid, and electrocardiogram, an
erythrocyte sedimentation rate of 90 mm/h, and right lower lobar consolida-
tion on chest radiography.

Because of her contact with ill psittacine birds tetracycline 500 mg six-
hourly was given. She made a dramatic response, her temperature falling to
normal within 24 hours and chest radiograph clearing after nine days, but
her mental state took four weeks to return to normal.
The complement fixation (CF) tests for influenza A and B, mycoplasma,

and Q fever were negative. Serum CF titre for chlamydia B was less than 1/8
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