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SHORT COMMUNICATION

Case report

Ectopia lentis et pupillae with patchy
depigmentation of the skin, hair and lashes:

a new association
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ABSTRACT: We describe a case of a four year-old boy, with congenital ectopia lentis et
pupillae, who developed patchy unilateral depigmentation of the skin, hair and lashes. The
association between ectopia lentis et pupillae and transillumination of the iris is well doc-
umented in the literature, but it has never been reported with skin hypopigmentation.
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INTRODUCTION

Ectopia lentis et pupillae, finely described by Cross
in 1979 (1), is a rare congenital disorder character-
ized by displacement of the lens and pupil in oppo-
site directions. This anomaly is usually bilateral and
has been described as a hereditary condition with an
autosomal recessive pattern (2.3) without systemic
abnormalities. The etiology is unknown. These patients
frequently have pupils deformed in a slit like or oval
shape, axial myopia and transilluminant irides (3). Cataract
formation, glaucoma and retinal detachment may oc-
cur (4,5).

We describe a case of a four year-old boy, with con-
genital ectopia lentis et pupillae, who developed patchy
unilateral depigmentation of the skin, hair and lashes.

CASE REPORT

A five-month-old boy with mild facial dysmor-
phisms was referred to our insitution for evaluation
of corectopia and subluxation of the [ens in both eyes.
His history was remarkable for congenital zonular opac-
ity of the lens in the father’s family. He was the first-

born male of unrelated parents. The patient’s moth-
er had had no rashes or iliness during pregnancy, but
she had taken medication for threatened premature
delivery. He was born at 35 weeks of gestation, by
spontaneous vaginal delivery, and his birth weight was
2240 g. Just after birth he developed respiratory dis-
tress and CID, and received a not specified oxygen
therapy. During the neonatal period, the abnormal ap-
pearance of the child’s skull prompted a radiological
examination, which showed premature fusion of the
metopic suture. Neurological findings were within nor-
mal limits. Ocular evaluation was remarkable for bi-
lateral ectopia of the lens and corectopia. Anterior
segment examination of both eyes revealed, posteri-
or synechiae and pigment clumping on the anterior
lens capsule and cataract, more apparent in the left
eye. These findings were thought to be consistent with
remnants of the pupillary membrane. Irides transillu-
mination was also found. The vitreous, optic nerve
head and retina were normal.

General physical examination showed no evidence
of other anomalies. Results of high-resolution chro-
mosome examinations were normal. Laboratory eval-
uation, including VDRL and TORCH, was normal. Over
the following years the child’s developmental mile-
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Fig. 1 - Loss of pigment in the right eye.

stones were regular.

The patient was followed at six-month intervals un-
til the age of three, when his best visual acuity was
OD 6/20 (-5.50 sph) and OS 2/20 (-4.50 sph = -0.75
cyl 90). Magnetic resonance imaging showed occi-
pital cortical alterations consistent with neonatal hy-
poxia.

Approximately four years after his initial presenta-
tion the patient developed slowly progressive depig-
mentation of the skin, and poliosis (Fig. 1). The lo-
calized hypopigmented patches initially involved the
head, hair and lashes, then extended to the right arm
and trunk. Pigment loss was confined to the right part
of the body (Fig. 2).

ISCUSSION
Q

é? A subluxated lens may occur as an ocular sign of
g?} many systemic disorders.

It has been described in Marfan syndrome, in ho-
mocystinuria, in Weill-Marchesani syndrome and less
frequently in aniridia, sulphite oxidase deficiency, hy-
perlysinemia, xanthine oxidase deficiency, syphilis,
Rieger's syndrome, Stickler syndrome, facial dysos-
tosis, megalocornea, trauma and congenital glauco-
ma (5). Ectopia lentis et pupillae is an autosomal re-
cessive disorder, with the lens and pupil dislocated
in opposite directions, and has been reported to oc-

Fig. 2 - Pigment loss confined to the right part of the body.

cur without any systemic defects.

Several syndromes have been described in which
generalized or patchy skin and hair hypopigmenta-
tion is associated with ocular anomalies. The distur-
bance in melanin metabolism resuiting in hypomelanosis
may have a genetic etiology. Hereditary syndromes
involving an enzymatic defect of melanosynthesis or
a failure of melanocyte migration, are distinguished
by the complete or partial absence of pigment in skin,
hair, lashes and eyes, evident at birth.

We describe a four-year-old boy with ocular mal-
formation who showed progressive patchy loss of
pigment in the skin, lashes and hair. He did not pre-
sent the typical findings to allow a diagnosis of any
previously described syndrome. To our knowledge
this is the first case of ectopia lentis et pupillae,
complicated by cutanous depigmentation and po-
liosis. The association of ectopia lentis et pupillae
and transillumination of the iris is well document-
ed. The majority of anomalous cutaneous pigmen-
tation conditions associated with ocular malforma-
tion are congenital and not progressive, such as al-
binism or piebaldism. Only the loss of pigment de-
scribed in vitiligo, as in Vogt-Koyanagi-Harada syn-
drome, seems to be progressive. Our propositum
showed a peculiar pattern of depigmentation. Like
vitiligo it was progressive, but it differs in that it is
confined to one half of the body and the hyperpig-
mented ring is absent.
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The ectopia lentis and cutaneous defect may have
occurred together by pure chance, but we assume
that the mechanism responsible for the iris tran-
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