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Aniridia : A window to wilm's tumour
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Abstract

We are reporting a case with aniridia which lead to the diagnosis of Wilm's tumour in a twelve month male child.
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Introduction

Aniridiain majority of the cases occurs isolated without any
systemic involvement due to dominantly inherited
mutations or deletions of the paired box gene-6 (PAX6)
where as in minority of cases it occurs as part of the WAGR
(Wilms tumor-aniridia-genital anomalies-retardation)
syndrome caused by deletion of 11p13, which includes the
Wilms' tumor (WT1) and aniridia gene (PAX6) loci'. The
major diagnostic feature is congenital partial or complete
hypoplasia of the iris; foveal hypoplasia with reduced visual
acuity and early onset nystagmus. Other associated ocular
abnormalities include cataract, glaucoma and corneal
opacification and vascularization.’Our case was diagnosed
with aniridia leading to diagnosis of Wilm's tumour along
with vitamin A deficiency.

Case Report

Twelve months oldmale child presented to us with history
of photophobia and whitish lesion in right eye. On
ophthalmological examination visual acuity was 20/30 at
38cms with Teller's acuity chart. Conjunctiva of right eye
showed bitot's spot temporally and left eye showed

S . conjunctival xerosis.
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Aniridia in both eyes with

clear lens (Figurel) .Bilateral
fundus was normal. There
was no family history of
aniridia or renal tumors. No

delay in language and gross-
motor development.

Subsequently child was referred to nephrologist and was
diagnosed with Wilm's tumour .He underwent partial
nephrectomy surgery and is on regular cycle of
chemotherapy (adrimycin). Child was started immediately
on vitamin A 1,00,000 IU I.M,subsequent next day and
4weeks.Follow up after one month showed resolution of
bitot's spot and conjunctival xerosis.

Fig 1: Shows the right eye with aniridia.

Discussion

Aniridia is seen in approximately 1.8/100 000 live births.?
The incidence ranges from 1:40000 to 1:100000. No
significant racial or gender predilection has been
described.’ The frequency of Wilms' tumour-in the general
population is one in 10,000 to 50,000 individuals.
Fraumeni and Glassfound seven Wilms' tumour patients
among 28 cases of aniridia which indicates that Wilms'
tumour is more frequent in patients with aniridia than in
general population.” WAGR syndrome, characterized by
the clinical association of Wilms' tumors with aniridia,
ambiguous genitalia, genitourinary anomalies, and mental
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retardation, which was first described by Miller et al."The
underlying defect of Aniridia-Wilms' tumour was found to
be asmallinterstitial deletion of chromosome band 11 p 13
. In patients with WAGR syndrome, the risk for developing a
Wilms' tumor has been estimated to be up to 45%." When
associated with aniridia, a Wilms' tumor is diagnosed
before age 5 yearsin 80% of cases.’ In a study of 28 patients

with non-familial bilateral aniridia Wilms' tumour

syndrome, mental retardation along with microcephaly
and craniofacial dysmorphism was observed in 71%, and
cataract and glaucoma in 78% of cases .° optic nerve
hypoplasia resulting from inactivation of the aniridia gene
Pax6, which lies telomeric of WT1 on chromosome 11p13."*
In our case aniridiawith wilm's tumour was associated with
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ocular signs of vitamin A deficiency such as bitot's spot and
conjunctival xerosis.

Therefore, renal ultrasound is recommended every 3-6
months until approximately 5 years of age .’ Boys are often
born with genital abnormalities, such as cryptorchidism or
hypospadias, but more rarely ambiguous genitalia
However, genitourinary anomalies are not always present
as in our case where no genital malformation was seen.
Mental retardation in WAGR ranges from borderline-to-
severe. However, individuals with normal intelligence have
been reported "which was similarly seen our case.All the
patients presenting with aniridia must be screened for
wilm'stumour.
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