Aniridia
What is Aniridia?

Aniridia means an absence of the iris or the col@art of the eye. A small rim of iris may be visilonly with
use of a special instrument by an ophthalmolo@isé pupil is large and the condition in presertiath eyes
[See figure 1].

How common is aniridia? F
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In the general population aniridia occurs in 1 $@000-100,000 people and
the incidence varies in different regions.

What causes Aniridia?

Aniridia occurs while the eye is developing durthg 12th to 14th week of
pregnancy. It is due to a defect in chromosome Thp.PAX6 gene causes
aniridia. Fig. 1 Aniridia means and absence
of theirisor colored part of the

What isthe chance of having another child with &
aniridia?

The chance of having a child with aniridia varidthwhe type of inheritance pattern responsibletiier
occurrence. With autosomal dominant transmissiueretis a 50% chance of a child having anirididn\ggch
pregnancy. When aniridia occurs for the first timea family without affected parents (sporadic tygbe
aniridia) the involved person has a 50% chancewing a child with aniridia with each pregnancyrake
method of inheritance of aniridia is autosomal ssoee in which a couple has a 25% chance of haiclgld
with aniridia with each pregnancy. This type mayabsociated with mental retardation.

How does Aniridia affect vision?

Some children with aniridia have very good visi@0/@0 or better) and some have poorer vision (wihrse
20/200). All have absence of a pupil which causegssive glare. Vision can be affected by a nurober
factors which have variable occurrence with areridome have scarring of the cornea (front of yi&@ @hich
causes light scatter. Cataracts can affect vidiba.lens in the eye may be shifted out of its ndprece
(subluxated) and affect vision. Poor developmernheffovea (responsible for fine vision) or theiopierve
can cause nystagmus (wobbly eyes) and possiblgadsevision. In addition 50% of people with anaidi
develop glaucoma.

|s Aniridia associated with other health problems?

Aniridia may be present with no other systems eflibdy being affected or as a syndrome (a gromok
which occur consistently together). Aniridia canassociated with a kidney tumor called a Wilm'sdum
(nephroblastoma). WAGR syndrome stands for Wilon'sdr, Aniridia, Genital abnormalities and Retardati
(mental). Gillespie’s syndrome is a combinatioraniridia, mental retardation and balance probleamtex{a).



What treatment is available for aniridia?

Children with aniridia need regular eye exams &eas vision and need for glasses, for glaucomafoand
cataract. If glaucoma develops treatment is typicgith eye drops. If vision is reduced by a cataraemoval
of lens with or without intraocular lens implant yriae indicated. A recent development is an ar#figis that
is sometimes placed after cataract removal. Genetioseling and examination of family members tdotke
changes in the iris can sometimes help establsimibde of inheritance. When aniridia is first diaged it may
be necessary to test for a kidney tumor. Genetis @& the chromosomes can sometimes help detethrene
likelihood of a kidney tumor.

What type of glasses should a child with aniridia wear ?
The eye doctor checks and prescribes glassesichited. Glasses to help cope with the glare amudtect the

eye from sunlight and injury (polycarbonate len®) @ften prescribed. Magnifying devices (low viseids)
may be helpful with reading.

What about contact lensusein aniridia?

Special painted soft contact lens are availabledaa reduce glare, improve cosmesis, and potniaprove
vision. If surface of the eye (cornea) problemsmesent, the contact lens may not be indicated.

How often are eye examinationsrequired?

Once aniridia is diagnosed, regular eye examinationlife are necessary. The frequency of exaronat
depends on what eye problems are present andeistdeed by the eye doctor.

How will the diagnosis of aniridia affect schooling?

It is important that a primary care provider asseshild's general development. Most children \amiridia
attend normal school. The school's visual impairtntesm should be aware of a child’s condition araximize
support in order to help continue mainstream edoicat

Arethereany aniridia support groups?

Aniridia Foundation Internationahttp://www.aniridia.net/
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