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Summary

Giant congenital melanocytic nevus is a melanocytic lesion present at birth that reaches a diameter greater than 20 cm and
occurs in 1 per 500,000 newborns. Melanocytes are found in utero at about 40 days of gestation and it is thought that congenital
nevi develop between the 2 and 6th month of gestation. The orbital region is a rare site of occurrence of congenital hairy
melanocytic nevus, especially the giant form. We present a rare case of a giant congenital nevus that involves the head and neck
with congenital unilateral anophthalmia in a one day old girl, coming from an uninvestigated pregnancy from a 25 year old

multipara woman.
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Introduction

Giant congenital melanocytic nevus is a
melanocytic lesion present at birth that reaches a
diameter greater than 20 cm and occurs in 1 per
500,000 newborns [1]. Melanocytes are found in
utero at about 40 days of gestation and it is
thought that congenital nevi develop between the
2"d and 6th month of gestation [2]. The orbital
region is a rare site of occurrence of congenital
hairy melanocytic nevus, especially the giant
form. Patients with congenital melanocytic nevus
have long been known to be at risk of melanoma.
Regarding giant nevi, 50% of the malignancies
develop by 3 years old, 60% by childhood, and
70% by puberty [3]. Congenital anophthalmia is

rare and may cause deficient orbitofacial growth
and impaired visual capability. Possible risk
factors are: disturbances of the morphogenetic
pathway, maternal and gestational variables,
patient characteristics, genetic alterations and
environmental factors or drugs [4].

Case presentation

We present a rare case of a giant congenital
nevus that involves the head and neck with
congenital unilateral anophthalmia in a one day
old girl, coming from an uninvestigated
pregnancy from a 25 year old multipara woman.
The giant congenital nevus has 21,3 cm diameter
with rough surface and lackluster hairs (fig. 1).
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Figure 1. Giant congenital melanocytic nevus
with anophthalmia

Other examinations and surveys were normal. At
birth, the girl had an Apgar score of 9, 2690 g, 49
cm long and no other malformations. No
pregnancy-related trauma was reported. There
was no family history of melanocytic lesions and
the parents along with their other 3 children were

healthy. No underlying abnormalities of the skull
or intracranial structures were noted on
ultrasound examination.

Discussions

Dermoscopy revealed multiple islands of
color and irregular pattern. Giant congenital nevi
are often heterogenous due to multiple patterns
within the same lesion, but each island tends to
be fairly homogenous in its appearance [5]. The
nevus presented reticular network, brown-black
globules in a cobblestone pattern, diffuse
homogenous pigmentation and terminal hair.

The biopsy confirmed the diagnostic of
congenital melanocytic nevus. Microscopic
examination fragment with
connective-adipose tissue which presents
melanocytes proliferation with oval, small and
monomorphic nuclei and a small amount of

revealed a

eosinophilic cytoplasm. Regarding anoph-
thalmia, histopathological evaluation of orbital
contents usually reveals an extremely small or
malformed globe with only rudimentary ocular
contents. Overall, extraocular muscles are often
absent or markedly decreased in anophthalmia.

The immunohistochemical test has shown a
diffuse cell proliferation, intense positive for
5100, melan-A, Mitf and SOX10, reaffirming the
melanocytic nature of the lesion. The cell
proliferation is also positive for vimentin and
some cells are also positive for CD68. The
proliferation index ki67 is 6-8%. The cell

Figure 2. a) haematoxylin eosin staining (100x) b) haematoxylin eosin staining (200x)
¢) immunohistochemical staining MelanA (100x)
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proliferation is negative for CD1a, desmin, actin,
CD34, Mic2 and CLA (fig.2).

Giant congenital nevi involving the head or
neck, may associate meningeal melanocytosis
and they may be complicated by seizures, focal
neurologic defects, obstructive hydrocephalus or
malignant changes. The MRI should be
performed when the patient is 4-6 months old,
therefore the girl will be investigated accordingly
[6].

Giant congenital nevi are associated
with cutaneous melanoma, leptomeningeal
melanoma, neurocutaneous melanocytosis and
malformations of the brain, therefore the baby
will be monitored long term, due to the high risk
[7].

Anophthalmia occurs when the neuro-
ectoderm of the primary optic vesicle fails to
develop properly from the anterior neural plate
of the neural tube during embryological
development. European rates are similar to those
seen in the United States and have been reported
as 0.19 case per 10,000 births [8]. Recent studies
have shown an elevated prevalence in some
ethnic groups. These groups include Pakistani
and Scottish children. Genetic, environmental,
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and possible classification issues may explain
these high rates of disease and need to be
explored further [9].

Physicians giving bad news have to choose
their words with maximum responsibility and in
this case maintaining hope and psychological
mobilization of the parents are essential to the
subsequent cooperation of the medical profes-
sionals with the patient’s parents [10].

Conclusions

The management of congenital melanocytic
nevi depends on a number of factors, including
the size and the location of the lesion, patient’s
age, the effect on cosmesis and the potential for
malignant transformation. The treatment of giant
congenital nevi depends on the potential of
malignant transformation and the cosmetic
appearance, therefore follow up was recom-
mended [11]. In addition, we emphasize the
importance of following up a pregnancy to
prevent the abnormalities that can occur.
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