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Abstract: Ocular albinism is an inherited condition characterized by reduced ocular pigmentation and developmental abnormalities that
may affect vision. Foveal hypoplasia and nystagmus are common features that limit visual acuity, while cataract can cause further
deterioration. This case report describes a 50-year-old male with ocular albinism, foveal hypoplasia, pendular nystagmus, and bilateral
nuclear cataract. The patient presented with reduced vision of 5/60 in both eyes. Clinical examination revealed iris and fundus
hypopigmentation, while optical coherence tomography demonstrated foveal hypoplasia. Sequential cataract surgery was performed using
Phacoemulsification with intraocular lens implantation in both eyes. The postoperative recovery was uneventful, and best-corrected visual
acuity improved to 6/24 in both eyes. Although the underlying foveal abnormality restricted further visual improvement, cataract removal
provided a meaningful improvement in vision. This case highlights the importance of identifying ocular developmental abnormalities
before cataract surgery and counselling patients about realistic visual outcomes. Cataract surgery can improve vision in patients with

ocular albinism, even when pre-existing foveal hypoplasia limits the final visual acuity.
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1. Introduction

Albinism comprises a heterogeneous group of inherited
disorders characterized by reduced or absent melanin
pigmentation. It orginates from latin word “albus” which
means white.Ocular involvement may occur predominantly,
in eyes as in ocular albinism or may be associated with
variables cutaneous hypopigmentation in oculocutaneous
forms. First group is less common. So proper ophthalmic and
dermatological evaluation is needed.

The ocular manifestation include iris transillumination or
hypopigmentation, fundus hypopigmentation, foveal
hypoplasia, nystagmus, reduced visual acuity or abnormal
optic nerve development, Foveal hypoplasia is an important
cause of reduced visual potential in patients with albinism.

The diagnosis of ocular albinism is primarly clinical and may
be supported by detailed anterior segment examination, Optic
Coherent Tomography (OCT), and genetic testing if
indicated. OCT is particularly useful for identifying and
grading foveal hypoplasisa.

As age progresses cataract may coexist with albinism and can
further reduce vision. Recognition of the underlying
development ocular abnormalities is important when
counselling the patients regarding the expected visual
outcome following cataract surgery.

We report a case of an adult male with clinical features of
ocular albinism, foveal hypoplasia and bilateral visually
significant cataract who underwent sequential cataract
surgery with improvement in visual acuity

2. Case Report

A 50-year- old male presented to the ophthalmology
outpatient department with complaints of defective vision in
both eyes. There was no history of ocular trauma or previous
ocular surgery.

On examination, his visual acuity was 5/60 in both eyes.
Pendular nystagmus was present. The eyelids were with in
normal limits. The cornea was clear in both eyes. The iris
show hypopigmentation. The pupils were normal in size and
reaction to light.

Slit-lamp examination revealed nuclear sclerosis grade 2-3
cataract in both eyes.

Figure 1: Post cataract surgery BE

On dilated fundus examination, The fundus shows
generalized hypopigmentation and absent foveal reflex
suggestive of foveal hypoplasia.

In view of visually significant bilateral cataract, the patient
was counselled regarding the expected vision outcome
particularly in view of the underlying foveal hypoplasia and
nystagmus.

Cataract surgery was subsequently performed in both eyes by
Phacoemulsification with implantation of an intraocular lens.

The postoperative period was uneventful. Following surgery,
the patients was pseudophakic in both eyes. Best- corrected
visual acuity improved to 6/36 in both eyes, with no further
improvement on pinhole examination.

The patient was advised regular follow-up and appropriate
postoperative care.

Volume 15 Issue 10, October 2026
Fully Refereed | Open Access | Double Blind Peer Reviewed Journal

www.ijsr.net

Paper ID: MR261007164610

DOI: https://dx.doi.org/10.21275/MR261007164610 657


http://www.ijsr.net/

International Journal of Science and Research (IJSR)
ISSN: 2319-7064
Impact Factor 2025: 7.089

"

Figure 2: BE fundus pic. showing foveal hypoplasia

Averagng success rate 2/4

Figure 3: (a) LE OCT showing foveal hypoplasia

Averaging success rate 2/4

Figure 3: (b) RE OCT showing foveal hypoplasia
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3. Discussion

Ocular albinism is characterized by abnormalities in ocular
pigmentation and its development. The reduction in melanin
during ocular development can affect several structures,
particularly the fovea and optic disc.

Foveal hypoplasia is a vital structural abnormality associated
with albinism and contributes significantly to the reduced
visual acuity. Clinically it may be suspected by the absence
of the normal foveal reflex and can be demonstrated more
accurately with optical coherence tomography (OCT)

Nystagmus is another common manifestation and may be
present from early childhood. Iris hypopigmentation and
fundus hypopigmentation are useful clinical clues to the
diagnosis.

In the present case, the combination of iris hypopigmentation,
nystagmus, fundus hypopigmentation and foveal hypoplasia
was suggestive of ocular albinism. The presence of bilateral
nuclear cataract provided on additional, potentially treatable
cause of visual impairment.

An important consideration in cataract surgery in patients
with albinism is that the postoperative visual acuity may
remain limited by the pre-existing foveal hypoplasia and other
developmental — abnormalities.  Therefore, appropriate
counselling is essential.

Despite these limitations, the improvement from 5/60 to 6/36
following cataract surgery demonstrates that removal of the
lenticular opacity can provide clinically meaningful visual
improvement in appropriately selected patients

4. Conclusion

Ocular albinism should be considered in patients with
hypopigmented iris, nystagmus, fundus hypopigmentation
and reduced visual acuity. Foveal hypoplasia may
substantially limit the visual potential. However, coexisting
cataract represents a treatable cause of further visual
Deterioration, cataract surgery can result in significant
functional visual improvement, although patients should be
counselled regarding the limitations imposed by underlying
foveal developmental abnormalities. This case highlights
importance of early recognition of characteristic ocular
features, appropriate management of treatable lesions and
realistic counselling regarding visual prognosis are essential
in patients with ocular albinism

References

[11 Rooryck, C., Morice-Picard, F, Elgioglu, N. H.,
Lacombe, D., Taieb, A., & Arveiler, B. (2008).
Molecular diagnosis of oculocutaneous albinism: New
mutations in the OCA1-4 genes and practical aspects.
Pigment Cell & Melanoma Research, 21(5), 583-587.

[2] Charles, S. J., Green, J. S., Grant, J. W., Yates, J]. R., &
Moore, A. T. (1993). Clinical features of affected males
with X-linked ocular albinism. British Journal of
Ophthalmology, 77(4), 222-227.

[3]

[8]
[9]

[10]

[11]

[12]

[13]

Fulton, A. B., & Yang, P. (2022). Visual impairment in
infants and young children. In Albert and Jakobiec's
Principles and Practice of Ophthalmology (pp. 6691—
6714). Springer.

Summers, C. G. (2009). Albinism: Classification,
clinical characteristics, and recent findings. Optometry
and Vision Science, 86(6), 659-662.

Thomas, M. G., Zippin, J., & Brooks, B. P. (2023).
Oculocutaneous albinism and ocular albinism overview.
In GeneReviews. University of Washington, Seattle
McCafferty, B. K., Wilk, M. A., McAllister, J. T.,
Stepien, K. E., Dubis, A. M., Summers, C. G., &
Carroll, J. (2015). Clinical insights into foveal
morphology in albinism. Journal of Pediatric
Ophthalmology & Strabismus, 52(3), 167-172
Grenskov, K., Ek, J., & Brondum-Nielsen, K. (2007).
Oculocutaneous albinism. Orphanet Journal of Rare
Diseases, 2, 43.

MSD Manuals. (2024). Albinism: Symptoms and signs
of albinism. MSD Manuals Professional Version.
Octting, W. S., & King, R. A. (1999). Molecular basis
of albinism: Mutations and polymorphisms of
pigmentation genes associated with albinism. Human
Mutation, 13(2),99-115.

Onojafe, I. F., Adams, D. R., Simeonov, D. R., Zhang,
J., Chan, C. C., Bernardini, I. M., Brilliant, M. H., et al.
(2011). Nitisinone improves eye and skin pigmentation
defects in a mouse model of oculocutaneous albinism.
Journal of Clinical Investigation, 121(10), 3914-3923.
Summers, C. G. (2009). Albinism: Classification,
clinical characteristics, and recent findings. Optometry
and Vision Science, 86(6), 659-662.

Scheinfeld, N. S. (2003). Syndromic albinism: A review
of genetics and phenotypes. Dermatology Online
Journal

Grenskov, K., Ek, J., & Brondum-Nielsen, K. (2007).
Oculocutaneous albinism. Orphanet Journal of Rare
Diseases, 2, 43.

Volume 15 Issue 10, October 2026
Fully Refereed | Open Access | Double Blind Peer Reviewed Journal

WWWw.ijsr.net
DOI: https://dx.doi.org/10.21275/MR261007164610

Paper ID: MR261007164610

659


http://www.ijsr.net/



