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Analysis on pathogenesis and risk factors of Fuchs endothelial corneal dystrophy

Oie, Yoshinori
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Sixteen out of 75 patients (21%) with Fuchs endothelial corneal dystroph%

(FECD) were complicated with abnormal CTG repeat (TNR) expansion of more than 50 in TCF4 gene. There
were no significant differences in gender, age, a history of keratoplasty, central corneal

thickness, corneal densitometry, and anterior chamber morphology between the patients with and

without TNR expansion, suggesting no differences in clinical phenotype.

We assessed the instability of TNR expansion using small pool PCR in 69 patients with FECD. Abnormal
TNR expansions of more than 50 in the TCF4 gene were detected in leukocyte-derived genomic DNA from
15 patients. The average maximum TNR number was 1602+ 1258, with an average variation of 19+ 15.

There was a significant association between the TNR number and variation (R=0.84, p<0.05). TNR

expansion was greater in corneal endothelium-derived DNA compared to peripheral blood-derived DNA.
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Expansion group Non-expansion group  P-value
Central corneal thickness (um) 592.7 £ 48.4 563.6 + 46.9 0.047
Thinnest corneal thickness (um) 576.0 £40.8 550.7 £ 41.6 0.06
ACD (mm) 241+05 25+04 0.56
AOD_T500um (mm) 04+03 0.3+0.2 0.35
AOD_T750um (mm) 0.5+0.4 04+02 0.22
AOD_N500um (mm) 04+0.3 0.3+0.2 0.52
AOD_N750um (mm) 05+04 04+03 0.42
ARA_T500um (mm?) 0.1+0.1 0.1+ 0.1 0.49
ARA_T750um (mm?) 0.3+0.2 0.2+0.1 0.37
ARA_N500um (mm?) 0.2+0.1 0.1+0.1 0.50
ARA_N750um (mm?) 0.3+0.2 0.2+0.1 0.44
TISA_T500um (mm?) 0.1+0.1 0.1+0.1 0.52
TISA_T750um (mm?) 0.2+0.2 0.2+0.1 0.37
TISA_N500um (mm?) 0.1+0.1 0.1+ 0.1 0.54
TISA_N750um (mm?) 0.3+0.2 0.2+0.1 0.46
TIA_T500um (°) 322+17.2 28.1+13.1 0.44
TIA_T750um (°) 31.1+£16.2 255+12.3 0.28
TIA_N500um (°) 31.2+17.0 29.4+12.2 0.72
TIA_N750um (°) 28.9+16.2 255+12.5 0.51
LV (mm) 04+0.3 0.5+0.3 0.76
ACW (mm) 11.3+£0.5 11.4+04 0.59
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