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Abstract

Purpose : To investigate mutations in the trans-
forming growth factor beta induced(7GFBI) gene
and clinical features in 6 Japanese patients who
were clinically diagnosed as having late-onset lat-
tice corneal dystrophy (LCD).

Methods : The six patients were all male, and
their ages at diagnosis were 56~82 years (average
+standard deviation, 71.8%+9.8 years). Molecular
genetic analysis in the TGFBI gene was performed
after informed consent was obtained. Exons 11, 12,
and 14 were amplified by polymerase chain reaction
(PCR), and the PCR products were directly sequen-
ced.

Results : One of the 6 patients had a family
history of corneal problems. Thick lattice lines in
the middle to deep stroma(Cases 1, 2, and 3, right
eye) and whitish nodular opaque lines in the middle

stroma (Cases 4, 5, and 3, left eye) were observed.
One patient showed tiny nodular deposits with thin
lattice lines in the middle stroma (Case 6). A heter-
ozygous Leu527Arg mutation in the TGFBI gene
was detected in 5 patients(Cases 1 to 5) ; and there
was Asn544Ser mutation in one patient(Case 6).
Conclusions : Patients with Leu527Arg mutation
in the TGFBI gene showed the late-onset form of
LCD with low penetration, and varied corneal
appearance.
Nippon Ganka Gakkai Zasshi(J Jpn Ophthalmol
Soc 109 : 93—100, 2005)
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Biosystems, Foster City, CA) 8 X U*DNA RV X7 —
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TGFBI : transforming growth factor beta induced
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RO N> Tn, ZOFTRIGAEPIIEO O E A
B & IR il st FIRFT R 2 <, TEOFTR &
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BERO L TH AV S ADOBERMEEZ I 2 L iR
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S bDIF2HITHY, FESWOE|E TIX 4 Hilafl
BER F XN BI T H > 72, Fujiki 5908 &1 L SH
D|E ALY S L, BRafEEEREERIC b S
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5. 59 1ODOFRIE, His626Arg BHE T, FKREM 27
M E T, His626Ala 25 E 2%k & 117z & [E D Stewart
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