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Isolated circumpapillary coloboma with normal optic 
disc: a rare presentation
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DESCRIPTION
A 31- year- old man was referred by a general 
ophthalmologist for retinal examination owing 
to an abnormal- looking disc in the right eye. His 
presenting visual acuity in the right eye was 6/12, 
N6 with a refraction of −2.00 DS, −0.75 DC @ 
100° and in the left eye was 6/6, N6 with a refrac-
tion of −1.00 DS, −0.5 DC @ 170°. His intraoc-
ular pressure and anterior segment findings were 
normal. The left eye fundus was unremarkable. 
The right eye fundus showed an excavated lesion, 
extending temporally just sparing the fovea in the 
peripapillary region. The optic disc margins were 
not clearly visible on examination. The remainder 
of the peripheral retina and retinal vasculature 
was normal. No intraretinal or subretinal fluid was 
noted at the macula. The initial impression was 
that of an optic disc coloboma without maculop-
athy. Other differential diagnoses which were kept 
in mind were large optic disc secondary to glau-
coma, morning glory disc anomaly and even peri-
papillary staphyloma. The patient had no systemic 
medical conditions. Clinical examination findings 
were documented under pupillary dilatation using 
the conventional colour fundus photograph with 
Topcon, TRC- 50Dx imaging system with 50° field 
of view. Other imaging tests such as optical coher-
ence tomography and fluorescein angiography with 
Spectralis, Heidelberg machine and ultrasound B 
scan were done. The imaging tests confirmed the 
presence of a normal healthy optic disc within a 
circumpapillary retinochoroidal coloboma and 
intrachoroidal cavitation below its inferior margin. 
No detachment of the intercalary membrane was 
noted (figure 1).

Coloboma of the fundus is caused by defective 
closure of the embryonal fissure.1 Various theories 
have evolved for the optic disc coloboma to come 
into existence. These include impaired closure of 
the optic fissure, defective migration of neural crest 
cells and/or due to PAX- 2 gene mutation leading 
to abnormal astrocytic differentiation.2 The visual 
acuity is affected when coloboma involves disc and 
fovea, or is complicated by occurrence of retinal 
detachment, choroidal neovascular membrane, 
cataract, amblyopia due to uncorrected refrac-
tive errors, etc.3 As per Ida Mann’s classification,4 
there are seven types of fundal colobomas: type 
1, coloboma extending above the optic disc; type 
2, coloboma extending up to superior border of 
disc; type 3, coloboma extending below the lower 
border of disc; type 4, coloboma involving the disc 
only; type 5, coloboma present below the disc with 
normal retina above and below the coloboma; type 

Figure 1 (A) Multimodal imaging of the right eye in a 
case of isolated circumpapillary coloboma: colour fundus 
image of the right eye shows an excavated lesion at the 
posterior pole in the peripapillary area suggestive of 
coloboma, extending temporally just sparing the fovea 
in the peripapillary region. The margins of the optic disc 
cannot be clearly made out. No intraretinal or subretinal 
fluid was noted at the macula. (B) Ultrasound B scan 
shows the excavated lesion suggestive of coloboma 
(white arrows) surrounding the optic nerve head (red 
arrow). (C) Fluorescein angiography of the right eye 
shows the surface capillaries on the optic nerve head 
surface surrounded by the colobomatous area. (D) OCT 
scan of the right eye through the disc and macula shows 
the normal foveal contour and outer retinal layers at 
the fovea. Excavated lesion is noted just adjacent to it 
showing the margin of the coloboma. (E) vertical OCT 
scan passing through the centre of the coloboma shows 
an elevated region within the coloboma suggestive 
of the optic nerve. (F) Horizontal line enhanced depth 
imaging OCT scan passing below the inferior margin of 
the coloboma shows a hyporeflective area in the choroid 
with normal, intact overlying retinal pigment epithelium 
suggestive of intrachoroidal cavitation (white arrow). 
OCT, optical coherence tomography.
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6, pigmentation present in the periphery; and type 7, coloboma 
involving only the periphery. In general, the disease severity is 
depicted from the most severe (type 1) to the least (types 6 and 
7). A type 1 anomaly is expected to have the worst vision, while 
the type 7 anomaly is expected to have normal vision. The gap 
in this classification is that the type of disc involvement within 
the choroidal coloboma was not specified. The classification by 
Gopal et al divided these eyes into six types based on location 
and disc involvement in the coloboma.5 In types 1–3, the fundal 
coloboma did not reach the optic disc, while in types 4–6, the 
disc was enclosed within the coloboma. Poor vision was more 
often seen with types 4–6. The lacuna in this classification was 
that isolated optic disc coloboma was not considered. In our 
case, there was an isolated circumpapillary coloboma sparing the 
fovea with a normal optic disc enclosed within it and mild visual 
acuity loss. Such a variety of coloboma may be classified as type 
1 coloboma as per Ida Mann’s classification (as the upper margin 
of the coloboma is above the optic disc margin) and as type 4 
coloboma as per Gopal et al classification (optic disc lies inside 
the coloboma and appears normal). According to both of these 

classifications, there should have been severe visual acuity loss. 
In our case, visual acuity was minimally affected as the fovea was 
spared by the coloboma, and there was a healthy normal optic 
disc within it. Our case fits into a rare description of fundal colo-
boma, which we label as ‘isolated circumpapillary coloboma’. 
This description has not been previously reported in literature to 
the best of our knowledge.
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Learning points

 ► Isolated circumpapillary coloboma is a rare description of 
fundal coloboma.

 ► Ancillary retinal imaging can help in identifying the optic 
nerve and differentiating an optic disc coloboma from a 
circumpapillary coloboma.

 ► Vision is affected primarily due to involvement of the fovea 
and optic disc in fundal colobomas.
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