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Proteus syndrome with huge tonsillar mass causing
dysphagia: a rare case
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Abstract
Proteus syndrome is a rare and highly variable hamartomatous syndrome that can affect multiple organ systems.
It is characterized by hyperplasia of connective tissue, vascular malformations, epidermal naevi and
hyperostosis. Most of the cases present to plastic and orthopaedic surgeons. Otolaryngologic presentations
are minimal. We report such a rare case, which presented with a huge unilateral tonsillar mass causing dysphagia.
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Introduction

Proteus syndrome is a rare, recently described, congenital
hamartomatous syndrome involving malformations of mul-
tiple organ systems.1 The diagnostic criteria for the disease
are yet to be established properly, and it may be confused
with similar syndromes such as neurofibromatosis,
Klippel–Trenaunay–Weber syndrome and Mafucci syn-
drome. We report a case of Proteus syndrome that pre-
sented with huge tonsillar enlargement causing
dysphagia. The tonsillar mass was surgically removed
without any complication. The case is reported on
account of its rarity.

Case report

A five-year-old boy was referred to the ENT out-patient
department of the Kalawati Saran Children’s Hospital
with complaints of increasing difficulty in swallowing of
one year’s duration and also congenital morphological
abnormalities. The child had been born at full term to a
prima gravida mother by normal vaginal, hospital delivery,
from a non-consanguineous marriage. There was no family
history of similar abnormalities. The ante- and peri-natal
history was insignificant. The birth weight had been
2.7 kg and the infant had shown mild right hemifacial
hypertrophy, linear epidermal naevi on the right half of
the body, and mild hypertrophy of the right upper and
lower limbs. Hypertrophy of the left ring finger had been
noted. The parents advised that all these features had
become more obvious with the growth of the child. The
motor milestones had also been delayed.
On examination, the child had a ‘hot potato’ voice. The

above-mentioned skeletal findings were confirmed. The
child had mild developmental delay, with frontal bossing,
scoliosis, epidermal naevi, palmar and plantar hypertro-
phy, venous varicosities, and left genu valgum (Figure 1).
Oropharyngeal examination revealed gingival hypertro-
phy, malocclusion and overcrowding of teeth, and a huge
right tonsillar mass that was almost touching the opposite
side (Figure 2). The left tonsil was normal in size. The

rest of the ENT examination was unremarkable. Ophthal-
mological examination showed bilateral choroid sclerosis.

Routine investigations, including serum calcium, phos-
phorus and alkaline phosphatase levels, were reported to
be within the normal range. The soft tissue lateral X-ray
of the neck showed no adenoid hypertrophy. Thyroid func-
tion tests were also normal. An abdominal ultrasound was
normal except for the absence of the left testis. Whole body
scans showed skeletal hypertrophy of the right upper and
lower limbs and scoliosis. Fine needle aspiration cytology
of the tonsillar mass showed lymphoid hyperplasia. Karyo-
typing from a peripheral leucocyte culture revealed a
normal 46XY pattern.

Because of complaints of increasing dysphagia, tonsillect-
omywas conducted under general anaesthesia. The tonsillar
mass was easily dissected out in toto, following a routine
tonsillectomy procedure (Figure 3). The post-operative
period was uneventful and the child was discharged after
three days. Histopathological examination of the tonsillar
mass revealed normal tonsillar tissue. Six months after the
operation, the child was asymptomatic, with no oropharyn-
geal complaints and no signs of recurrence.

Discussion

Cohen and Hayden first reported a case of Proteus syn-
drome in 1979,2 but it was not until 1983 that Widemann
et al. conferred the name ‘Proteus syndrome’.1 The first
case in India was only reported in 1990.3 Proteus was the
Greek god who could change shape to avoid capture. On
the basis of around 200 cases reported in the world litera-
ture, Proteus syndrome has been found to have a sporadic
occurrence, with an equal male to female ratio.4

Apart from some cutaneous manifestations, features of
this disease are usually not marked at birth but start to
become apparent after one year of age.4 The disease
involves multiple systems, with skeletal overgrowth being
the most apparent feature. The characteristic overgrowth
features are: hemifacial hyperplasia; hypertrophy of part
or whole of one or both upper and lower limbs or the

From the Department of ENT and Head & Neck Surgery, Lady Hardinge Medical College, New Delhi, India.
Accepted for publication: 29 September 2005.

The Journal of Laryngology & Otology (2006), 120, 408–410.
# 2006 JLO (1984) Limited
doi:10.1017/S0022215106000430
Printed in the United Kingdom
First published online 24 March 2006

408

https://doi.org/10.1017/S0022215106000430 Published online by Cambridge University Press

https://doi.org/10.1017/S0022215106000430


trunk; or any combination of these (including hemihyper-
trophy of one side of the body). Macrodactyly has been
regarded as a characteristic feature but not diagnostic.4

Other common features included are verrucous epidermal
naevi, plantar and palmar gyriform masses, ambiguous
genitalia,5 infantile haemangiomas and lipoma-like subcu-
taneous hamartomas. Among these, the palmar and
plantar gyriform mass may be considered a pathognomonic
sign.5 Developmental delay also occurs in about 50 per cent
of cases.4

Themajority of Proteus syndrome cases present to plastic
and orthopaedic surgeons. Very few cases directly present
to the otolaryngologist because ENT manifestations are
less obvious and seldom require prompt treatment.
However, the otolaryngological problems associated with
this disease which have been reported are high arched
palate, gingival hypertrophy, malocclusion and overcrowd-
ing of teeth.6 Because of the known association of Proteus
syndrome with vascular abnormalities, it was feared that
our patient’s tonsillar mass might bleed during the tonsil-
lectomy; however, no abnormal bleeding was observed
and the tonsillar mass was easily dissected out in toto.
Our patient was a classical case of Proteus syndrome,

showing typical features such as macrodactyly, plantar
and palmar gyriform masses, ambiguous genitalia and epi-
dermal naevi. These features helped us to differentiate the
syndrome from neurofibromatosis, Klippel–Trenaunay–
Weber syndrome and Mafucci syndrome, which all may

FIG. 1

Child showing right hemihypertrophy of the body, with left
ring finger macrodactyly.

FIG. 3

Dissected tonsillar mass.

FIG. 2

Huge right tonsillar mass causing almost total oropharyngeal
obstruction.
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contain similar hypertrophy features.1 Our patient had a
huge right tonsillar enlargement causing dysphagia. Unilat-
eral enlargement of the tonsil was due to this syndrome’s
tendency to prefer organs of one half of the body.
However, such symptomatic tonsillar enlargement, which
required tonsillectomy, has never before been reported in
Proteus syndrome.
The objective of this article is to educate otolaryngolo-

gists about this rare syndrome, which may cause significant
tonsillar enlargement. Although plastic and orthopaedic
surgeons would normally manage Proteus syndrome
cases, otolaryngological surgeons can certainly improve
the quality of life of those patients with obvious ENT
complaints.

. This report describes the otolaryngological features
in a child with Proteus syndrome, a rare congenital
disorder involving multiple organs with
hamartomatous malformations

. The primary feature of this case was of extreme,
unilateral tonsillar enlargement, managed
successfully by tonsillectomy
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