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Figure 1. Group I: slit lamp photography

showing 5 round and punctate opacities

in the anterior stroma.

Figure 2. Group Il: slit lamp photography
showing 16 annular or punctate opacities
(arrow) in the anterior stroma and 3 thick

lattice lines in the posterior stroma.



Figure 3: Group Il1: slit lamp photography

showing more than 20 annular or punctate
opacities (arrow) in the anterior stroma
with many superimposed thick lattice lines

in the posterior stroma.
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Figure 4. Direct sequencing analysis of the BIGH3 gene (exon 4).
(A) Normal DNA sequence (B) A heterozygous G->A nucleotide
substitution was apparent at codon 124. Two waves of G and A
coexist within one peak. (C) A homozygous G->A nucleotide

substitution was apparent at codon 124.
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97 3

(figure 5).

Figure 5. Two subtypes of homozygous ACD.(A) Gray-white spot-
like opacities present in the anterior stroma cover the central
and paracentral regions of the cornea. (B) Placoid gray-white
confluent opacities are seen in the anterior stoma of the
cornea, but several translucent spaces are present among the

diffuse opacities.
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(Table 1, p=0.001).

Table 1. Difference of patients ~ characteristics between groups

Group 1 (19) Group 11(40) Group I111(33) p-value

M: F 10:9 19:21 4:29 0.001

Age (years)
23.16+13.77 40.78+x13.04 53.34+15.8 0.001

(mean =*=SD)
Pterygium 2/19 0/40 0/33 0.025
History of
0/19 0/40 8/33 0.001
LASIK

Duration of

wearing glasses
2.58+4.36 4.477.73 3.76+6.95 0.581

(years)

(mean ==SD)

LASIK™: Laser in situ keratomileusis
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10 20 2 20 60
3 20 80 (Figure 6).
3

(Table 1, p=0.001).
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Figure 6. Distribution of heterozygous Avellino corneal
dystrophy according to the age. Group | were distributed
between second and seventh decade. Group Il were distributed
between third and seventh decade. Group 111 were distributed

between third and ninth decade.
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(Table 1, p=0.581).

Figure 7.Slit lamp photography of two eyes with pterygium.
There are clear intervening space from pterygium head. Corenal

opacities incline toward corneal temporal periphery.
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Figure 8. Slit lamp photography of 25-year old female patient
after LASIK on right eye. (A) Right eye after LASIK showing
severe round and confluent opacities in the anterior stroma and
interface, which belongs to Group I1ll. (B) Left eye showing 7
punctate opacities in the anterior stroma, which belongs to

Group 1.
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Abstract

The classification and clinical characteristics in korean

patients with avellino corneal dystrophy

So-Hyang Chung

Department of Medicine

Graduate School, Yonsei University

(Directed by Professor Eung Kweon Kim)

Avellino corneal dystrophy (ACD) 1is an autosomal dominant
dystrophy with clinical features of both granular and lattice
dystrophy. The diagnosis can be confirmed by genetic analysis,
demonstrating the replacement of histidine by arginine at codon
124 of the TGFB1 gene. In patients with heterozygous ACD, the
depositions of corneal opacities generally is slow, and good
visual acuity 1is maintained until later life despite an

increasing number of granular opacities in the cornea. Patients
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with homozygous ACD typically have an earlier onset of visual
symptoms and granular opacities, with increasing latticelike
deposits in later life.

DNA analysis were performed in one of the each 44 families who
were clinically diagnosed as ACD. Five patients were confirmed
as homozygous ACD and thirty nine patients were confirmed as
heterozygous ACD. One homozygous patient was revealed to have a
new phenotype. Corneal opacities were classified into three
groups based on slit lamp photograph. There are significant
differences in age, sex, incidence of pterygium, prevalence of
Laser in situ keratomileusis (LASIK) between three groups.

In conclusion, ACD was aggravated with age, and pterygium and

LASIK would alter the natural course of ACD.

Key Words: avellino corneal dystrophy, TGFB1 gene, slit lamp

photography, pterygium, laser in situ keratomileusis
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