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of  refraction. Color vision is generally normal. The 
amplitudes of  the scotopic electroretinographic 
response may be more than normal, and a high 
electrooculographic Arden ratio may be recorded. 
Abnormal decussation of  optic nerve fi bers at the 
chiasma is seen with misrouting of  the optic nerve fi bers.

Anterior segment fi ndings: A pink refl ex is sometimes seen 
through the undilated iris (Figure 1). Retroillumination 

Albinism comprises a heterogenous group of  inherited 
disorders characterized by the reduction or total absence of  
melanin pigment biosynthesis from the eye, hair, and skin.

All the current known types of  albinism are inherited as 
autosomal recessive fashion with the exception of  ocular 
albinism, which is X-linked recessive.

Albinism has been classifi ed as to type by the degree and 
the distribution of  hypopigmentation as total versus partial, 
ocular versus oculocutaneous.

The prevalence of  all types of  albinism varies considerably 
worldwide and has been estimated at approximately 
1/7000, suggesting that about 1 in 70 people carry gene 
for oculocutaneous albinism (OCA).

The clinical spectrum of  OCA ranges with OCA1 being 
the most severe type with a complete lack of  melanin 
production throughout life, while the milder forms 
OCA1B, OCA2, OCA3, and OCA4 shows some pigment 
accumulation over time.

The ocular consequences of  pigmentary dilution are 
identical in all types of  albinism:
• Nystagmus may be detected in fi rst few months of  life
• VA ranges from 20/80 to 20/400 but may be as good 

as 20/40 in some patients of  OCA-2
• Patients are generally photophobic, and there is a 

high incidence of  strabismus and astigmatic errors 
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Figure 1: Clinical picture showing undilated hypopigmented iris

Figure 2: Fundus pictures shows prominence of the choroidal 
vasculature because of the lack or paucity of pigment in the 

overlying RPE and surrounding choroidal stroma
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shows transillumination through the iris and the globe. 
The outline of  the lens can be seen.

Fundus fi ndings: There is prominence of  the choroidal 
vasculature because of  the lack or paucity of  pigment in the 
overlying RPE and surrounding choroidal stroma (Figure 2).

The macula is always hypoplastic and foveal pit is absent. 
Many post-mortem histopathological studies1-3 shows no 
foveal pit or umbo but thick central ganglion and nuclear 
cell layers.

The retinal vessels fail to wreath the fovea (Figure 3). Some 
pigment may be present in the presumed macular area, 
obscuring a view of  the submacular choroidal vasculature. 
FFA fi ndings in few studies showed multiple window 
defects in the RPE with normal foveal avascular zone.4 
Patients with tyrosine positive OCA were more likely to 
demonstrate foveation than those with tyrosinase negative 
disease.

Points to Ponder
• The etiology of  macular hypoplasia which is the most 

important factor causing visual impairment is not fully 
understood but may be related to reduced amount of  
melanin in the RPE. Hypoplastic macula may also be 
seen in aniridia and retinopathy of  Prematurity.

• Differential Diagnosis includes entities that can present 
with cutaneous and ocular hypopigmentation namely 
waardenburg syndrome, vitiligo, congenital nystagmus, 
achromatopsia.
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Figure 3: Fundus picture shows hypoplastic macula with the 
absent foveal pit. The retinal vessels fail to wreath the fovea
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