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Uveal Coloboma : Case Reporits
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Fig.1 A case of bilateral uveal coloboma with cataract,
lens dislocation and microcornea in left eye
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Multisystem monogenic syndrome :
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Fig. 3 Coloboma gene network (CGN) model. Mutations
in genes or signalling molecules that are associated
with coloboma are depicted in bold black text.
Mutations in genes that are associated ano-
phthalmia/microphthalmia are in normal text.
Mutations in genes that are associated with other
eye defects are shaded grey. Genes in bold grey
text have not been associated with developmental
eye defects, but are directly involved in regulation/
interaction of downstream coloboma target genes.
SHH and PAX6 are boxed as they regulate many
genes associated with coloboma. Human genes are
in uppercase, and mouse genes are in lowercase.
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Uveal Coloboma : Case Reports

Warangkhana Charoenkul, M.D.*

ABSTRACT : Ocular coloboma is a common congenital malformation which may occur as an isolated
ocular anomaly or in association with multisystem anomalies. Candidate gene screens are currently
limited, because probably most coloboma genes are still not known and gene screening for genetic eye
diseases is currently very limited in most countries. Prompt evaluation by history taking and physical
examination of patient and family members may give useful informations. Ocular coloboma in 2 female
patients were reported with no familial interconnection. After cataract surgery, there was improvement of
visual function. Thai J Ophthalmol 2006 ; January-June 20(1) : 73-83.
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