dspression of the opti disc surface
aray or white
infertemporal
[ optic pit |

paracentral or arcuate  mild visual fied defect

serous detachment of the macula
liquefied vitreous through communication

batwen the opic pit and the macula

incomplete closure of the embryonic fissure
inferior
+ extension to adjacent choroid and retina

svisualfod defect | coloboma |

+RAPD

iris
= colobomas of other structures
choroid

PAX2 gene mutations

autosomal dominant *f*

renal failure secondary to renal hypoplasia

visual acuity s often normal dysplastc nerve of papilorenal syndrome
(ronal coloboma syncrome) \d

emanting and exting rom the disc edge  muliple cioretinal vessels ¢ cavated with absence or atenuaton ofhe g

central reinal vessels.

superonasal visual field defects

FM 6
most often unilateral

funnel-shaped staphylomatous excavation of
optic nerve and peripapillary retina

enlarged
pink or orange

elevated or recessed within the staphyloma

chorioretinal pigmentation surrounds the optio disc
excavation

white glial tissue is present on the central disc: | morning glory di
surface

((1n contrast to aysplastic nerve |
‘emanation of reinal vessals from the D
periphery of the disc

canbe normal  visual acuity 2201200

RAPD
389 serous retinal detachment 1%

o s [——
neurimaging s waranied @
NS vasciar anomales o

@ eretogens assoc

hypoplasia

((Excavated optic disc anomalies |

(‘optic nerve hypoplasia |

((ctricalpresantation

5.4.7. Patient With Decreased Visior
Classification & Management (VII):
Congenital Optic Disc Anomalies

[ diagnostic workup |

o quinine

NIRRT | o ethanol

o anticonvuisants phenytoin

56%-82% bilateral
variable visual acuity
nearly all eyes have visual field loss

sublle cases may require a comparison o the
2eyes

112 - 1/3 normal diameter
‘comparison of horizontal disc diameter to
disc-macula distance

pale, gray, or (less commonly) hyperermic

optic disc

bordered by a ring of increased or decreased

may be surrounded by a yellow peripapillary
halo pigmentation

@ couble-ring sign

Figure 4-17 (© 2020 American Academy of
Ophthalmology)

retinal vessel diameter may seem large  vessels may appear fortuous

9 ik o homiheric brain deects <t o abeent corus calomen

growih retardation
fciency of growth hormone and other

e
of endosnoage amomattes . S0y o gons

@@ Unateal o biateral opc nerve hypoplasia
may be as ith

hypoglyceic seizures
‘associated wi

o congenital suprasellar tumors
of skullbase defects basal encephaloceles
o optc nerve hypoplasia

@ scoooptodyspiasia o absent septum pellucidum

o piuitary dwarfism

G ohiarenof dabetio moters

Q O superiorsegment hypopia oror visual ek dect

bilateral, symmetric
1 MRl is recommended in all cases

¥ endocrinologic consutation

80% bilateral

superotemporal portion of the disc remains

s ] can seem elevated, simulating mild ederma

ineronasa colbormatous excavaion of cptc inconrat o vius feldossof il
€.t 0 respec h vrtal midine jacesil
uperotempora visua el deects
parialimprovement with myopic rfractive
Cocton

associated with thinning of adj
choroid

("ciicalpresenation |

(Congenital tilted disc syndrome |

( aiterental tiagnos

retinal vessels are often nasalized

Figure 4-18 (5.2020 Amarican Academy of Ophthalmology)

‘myopic tited optic discs with temporal
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