
CASE REPORT

Congenital Aniridia Associated with Congenital Aphakia and 
Glaucoma: A Case Report
Shray Dogra1, Pawan Prasher2

Ab s t r ac t
Introduction: Congenital aniridia is a rare disease associated with absent irides and various other ocular and systemic conditions. We report an 
extremely rare incidence of congenital aniridia associated with congenital aphakia and glaucoma in a young man.
Case description: A 28-year-old man presented with symptoms of ocular discomfort and low vision in his left eye. Visual acuity was finger 
counting at a half-meter, and examination showed the presence of aniridia, aphakia, nystagmus, and aniridic keratopathy, along with partial 
glaucomatous optic atrophy, poor foveal reflex, and a few white vitreous opacities in the fundus. The management was done conservatively 
with aphakic glasses, lubricants, and antiglaucoma drops.
Conclusion: The management of congenital aphakia associated with other ocular anomalies should be aimed at the preservation of residual 
vision and prevention of sight-threatening complications.
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In t r o d u c t i o n
Congenital aniridia is a rare eye disease characterized by the 
absence of iris in both eyes. The most common inheritance pattern 
seen is autosomal dominant followed by sporadic inheritance. 
Autosomal recessive inheritance is seen in a very small fraction of 
cases. Mutation of the paired box 6 (PAX6) gene has been most 
prominently demonstrated in this condition, and congenital 
aniridia is often associated with various other ocular and systemic 
anomalies, including keratopathy, glaucoma, hearing loss, and 
mental retardation.1

However, the association of congenital aniridia with congenital 
aphakia is very rare and only three cases have been reported to 
date.2–4 The chance of association between congenital aniridia and 
congenital aphakia has been estimated to be 1 in 490 million live 
births. Reported herein, is another patient of this very rare entity.

Ca s e De s c r i p t i o n
We report a case of a 28-year-old man who presented to the 
ophthalmology clinic with symptoms of ocular surface discomfort and 
low vision in the left eye for the last one year. There was no associated 
redness, watering, or discharge present in the left eye. The right eye 
had been lost to a corneal ulcer in childhood and had become phthisic. 
Medical and treatment histories of the patient were not significant in 
the context of his symptoms, and there was no history of the presence 
of a similar disease in any of the family members.

Visual acuity in the left eye was finger counting at a half-meter 
on the Snellen acuity testing, and horizontal jerk nystagmus was 
observed on examination. Intraocular pressure (IOP) measured 
by applanation tonometry was 25 mm of Hg in the left eye. Slit-
lamp examination of the anterior segment was remarkable for 
the presence of aniridia, aphakia, and aniridic keratopathy in the 
left eye (Fig. 1A). Retroillumination demonstrated the presence 
of vitreous membranes posteriorly (Fig. 1B). Fundus examination 
showed partial glaucomatous optic atrophy with a cup-to-disk ratio 
of 0.8, along with a poor foveal reflex, and a few white vitreous 

opacities (Fig. 1C). Systemic examination was unremarkable. 
B-scan ultrasound examination showed an axial length of 25 mm
of the eyeball along with the absence of iris and lens. Hyperechoic 
membranes were seen floating in the vitreous suggestive of vitreous 
degeneration (Fig. 1D). A computed tomography scan showed no 
evidence of a Wilms’ tumor of the kidney. In view of the monocular 
status and guarded visual prognosis, the patient was treated
conservatively with aphakic correction by tinted glasses for his
low vision, along with topical lubricants for symptoms of ocular
discomfort. Topical antiglaucoma drops, including a combination
of timolol with brimonidine and dorzolamide, were added to lower 
the IOP. The patient was advised for regular follow-up and reported 
no worsening of vision or progression of glaucoma for 1 year.

Di s c u s s i o n
Congenital aniridia is a rare ocular disease usually caused by 
mutations in the PAX6 gene located on chromosome 11p13. Two-
thirds of aniridia cases are inherited in an autosomal, dominant 
fashion with variable expressivity, and the other cases are sporadic. 
It could not be established whether aphakia in the current case 
was primary or secondary. Previous authors have speculated that 
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it could be a result of spontaneous absorption of the crystalline 
lens at an early age.1,5,6 The surgical management of this type of 
glaucoma is challenging. Filtering or drainage implant surgery 
with vitrectomy, goniosurgery, or cyclodestructive surgery can 
be effective. However, the efficacy of any of these treatments has 
not been established due to the extremely rare occurrence of this 
entity. Our patient responded well to conservative treatment with 
topical lubricants and tinted glasses, leading to improvement in 
the symptoms of ocular discomfort and a best-corrected visual 
acuity of 6/60. IOP was controlled on a combination of timolol 
with brimonidine and dorzolamide. Since the results of surgery 
(glaucoma or secondary intraocular implantation) in aniridia can be 
unpredictable and it is the only eye of the patient, it was decided 
to continue with conservative medical treatment along with close 
monitoring of glaucomatous damage for the time being.

Co n c lu s i o n
As congenital aniridia may be associated with various other ocular 
anomalies of varying severities, ophthalmological management 

should be aimed at the preservation of residual vision and the 
prevention of sight-threatening complications.
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Figs 1A to D: (A) Left eye showing the absence of iris and the presence of aniridic keratopathy in the form of irregular epithelium near the limbus; 
(B) Retroillumination shows aniridia with few membranes floating in the vitreous (left side of the slit beam); (C) Fundus examination showed an 
increased cup-to-disk ratio of 0.8 and inferior notching; (D) B-scan showed the absence of iris and lens with few hyperechoic membranes floating 
in vitreous suggestive of vitreous degeneration
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