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Abstract

A G to A transition of nucleotide position (nt)
11778 of mitochondrial DNA (mtDNA) is frequently
observed in Japanese Leber’s hereditary optic neuro-
pathy (LHON). We performed a multi-institutional
study on Japanese LHON with the 11778 mtDNA
mutation. Genetic and clinical data of 108 cases from
79 families (90 affected and 18 carriers) were obta-
ined from 64 institutions nation-wide. Detection of
the nt 11778 mutation was performed using restric-
tion enzymes (74 cases) or dot blot with allele speci-

fic oligonucleotides (34 cases). Heteroplasmy was
observed in 13 out of 90 affected cases and 8 out of 18
carrier cases. Although 45 families had a positive
family history (44 maternal inheritance, 1 undeter-
mined), 28 families (35.9%) were isolated cases. ( J
Jpn Ophthalmol Soe 99 : 715—720, 1995)

Key words: Leber’s hereditary optic neuropathy,
11778 mutation, Multi-institutional
study, Family history, Heteroplasmy
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