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Case Report

A RARE CASE OF HYPOMELANOSIS OF ITO
Sh.Shaafi1, H. Herizchi2

ABSTRACT
Hypomelanosis of Ito (HI) is a syndrome with hypopigmented whorls of skin along the Blascho
lines. The old name, Incontinentia pigmentosa achromiance was probably used because HI
appears to be the negative image of incontinentia pigmentosa. This disorder is inherited as an
autosomal – dominant trait with variable penetrance and the implicated genes are 9q33 and
q11-13, Xp11. Chromosomal mosaiscm is believed to be the reason that hypomelanosis of Ito is
so varied in phenotype. Hypopigmented skin lesions appear as whorls or streaks on any part of
body and tend to progress onto uninvolved areas. The cutaneous lesion is often associated with
developmental and neurological abnormalities. Pyramidal tract dysfunction, mental retardation
and seizures are common neurological signs. Ophtalmologic disorders are also present.
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INTRODUCTION

Hypomelanosis of Ito (HI) is a syndrome with
hypopigmented whorls of skin along the
Blascho lines. Diagnosis is based on the char-
acteristic hypomelanosis and international cri-
teria of ITO. No pathogonomonic laboratory
test is available. Therapy is directed toward the
associated complications, such as antiepileptic
drugs for seizures. We report a rare case of this
disorder in a 9-years old child with completely
unilateral skin lesions.

CASE REPORT

A 9 year- old   girl was admitted in our hos-
pital for intractable seizures. She had history
of secondary generalized tonic-clonic seizures
from early childhood. The familial history

proved negative for genetic and heritable
familial disorders. The neonatal priod was
uneventful. Her past medical history was
characterized by seizures attacks from early
childhood that was treated with Phenobarbital,
carbamazepine and sodium valproate (with
optimal doses). On admission the patient was
awake and alert. She had minimal mental re-
tardation and had subtle pyramidal tract dys-
function in her right limbs. The hypopigmented
streakes and whorls were seen only in the right
side of the body (cutaneous lesions were lim-
ited to the right side of the body and the left
side was uninvolved (as her mother said these
skin lesion have existed since infancy). Labo-
ratory examination showed the following sig-
nificant findings: routine and serologic tests
were within normal limits. Ophtalmological
examination showed no abnormalities accept
hyopigmentation and heterochromia of iris in
the right side. In genetic consultation,
autosominal dominant pattern of inheritance
with 50% peneterance was reported. In the
neuroimaging a hypointense lesion in the left
parietooccipital lobes were reported (Fig-1).
EEG showed a generalized slowness with
epileptiform discharges lateralized to left leads
(Fig-2). Her seizures were controlled with
Depakine chrono and tegretol and for cutane-
ous lesion no specific treatment was needed.
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DISCUSSION

Neurocutaneous disorders are severe genetic
disorders that involve both the skin and ner-
vous system. The clinical spectrum ranges from
frequent abortive forms to a severe potentially
lethal condition with highly protean manifes-
tation.1 The old name, Incontinentia
pigmentosa achromiance was probably used
because HI appears to be the negative image
of incontinentia pigmentosa.2 Hypomelanosis
of Ito is a genetic disorder that is inherited as
an autosomal–dominant trait with variable
penetrance and the implicated certain genes
are 9q33 and q11-13, Xp11.3 In 1992, Ruiz-
Maldonado and associates established some
diagnostic criteria for HI syndrome.4 Nonethe-
less, Ruiz-Maldonado et al’s criteria link the
diagnosis to the presence of systemic
nondermatological (eg, CNS, skeletal) or chro-
mosomal abnormalities. These criteria exclude
patients with only dermatological manifesta-
tions. Patients with skin manifestations sugges-
tive of HI with and without systemic alter-
ations have been described in the same family,
demonstrating that HI syndrome’s systemic
involvement can vary. Studies that do not
include systemic manifestations as diagnostic
criteria for HI reported that approximately
30-74% of patients with typical HI skin lesions
do not have nondermatological pathology.5

In this syndrome the Hypopigmented skin
lesion affect the skin in a characteristic man-
ner and also the brain, eyes, musculoskeletal
system. This syndrome is 1.5 -2.5 times more
common in women and no racial preference is

reported. Hypopigmentation is present at birth
and is not preceded by vesicular or verrocous
lesion, Mental retardation and seizures are the
most commonly associated conditions as re-
ported in the medical literature and the neu-
rologic abnormalities rate have been reported
as high as 75-94%. But recently reported preva-
lence rate is 30-50%. Skin lesions include
hypopigmented or with macules coalese to
form reticular patches cover more than 2 der-
matome (often on the both sides of the body).6

The hypopigmented skin lesion are character-
ized by a decrease in the number of dopa-posi-
tive melanocytes and decreased pigmentation
in the basal layer of the epidermis. Clinically
and based on autonomic tests it can be differ-
entiated from tuberous sclerosis. In tuberous
sclerosis, the lesions are round, oval, or in the
shape of an ash leaf and do not follow the lines
of Blaschko.7 In addition Nevus depigmentosis
is characterized by hypochromic lesions in
streaks and whorls, which also follow the lines
of Blaschko. The hypochromic lesions tend to
be circumscribed and are present at birth,
changing little thereafter. Systemic abnormali-
ties are rare in nevus depigmentosus.8

In our reported patient the cutaneous lesions
was limited to the right side of body with defi-
nite borders in the midline and associated sys-
temic lesions were very limited andthe presen-
tation of the disorder was interactabl seizure.
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