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ABSTRACT

Proteus syndrome is a variable and complex disorder characterized by multifocal overgrowths affecting any tissue or
structure of the body. We present a girl aged 3 years and 8 months with an epidermal nevus, port-wine stain, macrodactyly
with gigantism of the feet, ymphohemagiomas and multiple lipomas.
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INTRODUCTION

Proteus syndrome was first identified by Michel Cohen
in 1979 and named by Rudolf Wiedmann in 1983. It is
a rare condition that can be loosely categorized as a
hamartomatous disorder with great clinical variability.
Major clinical findings include hemihypertrophy,
symmetric megalodactyly, sub-cutaneous masses
(vascular, lymphatic and lipomatous), epidermal nevi
and skull hyperostosis. The disease was named after
the Greek god Proteus in order to stress the
polymorphic nature of the clinical presentation. Partial
gigantism of a limb or digital overgrowth is
pathognomonic with an unusual body habitus and
often, cerebriform thickening of soles of feet. We
present a patient with this exceedingly rare disorder,
estimated to affect 100-200 individuals worldwide and
having a prevalence less than 1 per 1,000,000 live
births."

CASE REPORT

A girl aged 3 years and 8 months presented with

enlargement of both feet with macrodactyly, swelling
on the left side of the flank, a hyperpigmented nevus
and multiple soft subcutaneous swellings over the chest
and abdomen. There was no family history of a similar
disorder. All lesions were present since birth. There was
no history of epilepsy, mental retardation or
consanguinity.

On examination, she had a flat, soft, velvety,
hyperpigmented linear nevus along the entire right arm,
extending to the neck and then downward parallel to
the mid-spinal line [Figure 1]. The nevus followed the
lines of Blaschko. A bluish red plaque about 5 inches x
4 inches in size with an ill-defined border, studded with
multiple, thick walled, light-to-dark colored vesicles, a
few discharging serosanguineous fluid, was present on
the left flank. Multiple, soft, ill-defined, non-tender
subcutaneous masses were present on the chest and
right posterolateral abdominal wall [Figure 2|. There
was gigantism of both feet, with macrodactyly and
flaying of toes, and soft tissue overgrowth on both
soles. A firm hypopigmented plaque, 1 cm x 1 cm in
size, was present on the coccyx since birth. The hair,
teeth and nails were normal.
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Figure 1: Epidermal nevus on the back

Figure 2: Portwine stain, lympho-hemangioma, scar mark and lipoma

Oral examination revealed no macroglossia or gum
disorder. Cardiovascular and neurological examinations
were normal.

Radiological examination revealed spina bifida at the
level of L5-S1, with a sixth lumbar vertebra. X-rays of
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both feet were consistent with partial gigantism,
macrodactyly and soft tissue hyperplasia of the sole.

Histopathology of the nevus showed mild
hyperkeratosis, parakeratosis, acanthosis and
papillomatosis, reflecting its epidermal nature.
Histopathology of the left flank lesion was consistent
with findings of a vascular malformation
(lymphohemangioma).

CT scans of the abdomen were suggestive of multiple
lipomas and vascular malformations, corresponding to
masses on the chest, right posterolateral abdominal
wall and left flank respectively. Ultrasonography of the
pelvis and abdomen was normal.

DISCUSSION

Proteus syndrome is a disorder of mesodermal
malformation. Its cause is not known.? There is no
male or female predominance and all cases appear to
be sporadic.?3 It reflects mosaicism for a genetic
mutation that is thought to be lethal in the non-mosaic
state.B! It is characterized by multifocal overgrowth
affecting any tissue or structure of the body and its
manifestations are polymorphous.

Our patient demonstrated most of the common
features, like macrodactyly, gigantism, epidermal nevus,
vascular malformations and lipomas. According to the
scoring system devised by Hotamisligil in 1990 (with
modifications by Darmstadt and Lane in 1994), our
patient scored 16 points (13 or more points are required
for diagnosis),® thus establishing the diagnosis.

Our patient also fulfilled the general and specific criteria
for Proteus syndrome proposed by Biesecker et al.>®

No. Criteria Score
1. Hemihypertrophy or macrodactyly 5

2. Palmar or plantar hyperplasia 4

3. Subcutaneous masses 4

4. Epidermal nevi 3

5. Skull exostoses or macrocephaly 35

6. Minor abnormalities 1
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The findings of spina bifida occulta underlying a skin
tag and an extra lumbar vertebra in our patient have
not been described earlier in Proteus syndrome.

The differential diagnosis includes Klippel-Trenaunay
syndrome, Bannayan-Riley-Ruracalba and Maffucci
syndrome, which were easily excluded on the basis of
the distinctive clinical features of these disorders.”!

The aim of treatment in Proteus syndrome is to
minimize disability, and hence prompt attention should
be paid to complications and early detection of
potential problems so as to reduce the morbidity and
mortality. A multidisciplinary approach involving plastic
surgeons, orthopedic surgeons and physiotherapists
was planned in our patient.

ANNOUNCEMENT
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Dermatopathology Society of India
in collaboration with Boston University, Mayo Clinic and the All India Institute of Medical
Sciences
is conducting the
Third International CME on Dermatopathology in New Delhi
from 18th - 20th November, 2005

Venue: Gulmohar auditorium, Convention Centre, India Habitat Centre, New Delhi
The microscopy session will be conducted at All India Institute of Medical Sciences.
Transportation for the microscopy session will be provided. Breakfast, lunch and tea are
included in the registration fee.

REGISTRATION FEES: Before September 30, 2005: DSI member & postgraduate students: Rs. 2200;
Non-DSI| member: Rs. 2600

After September 30, 2005: DSI member & postgraduate students: Rs. 2600; Non-DSI member: Rs 3000.
Please make DD payable to “Dermatopathology Society of India” and send with registration form to: Dr Asha
Kubba, Delhi Dermpath Laboratory, T 25 Green Park Main, New Delhi 110016, Telephone: 2696 7131, 2686

8069, E-mail: ashakubba@hotmail.com
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