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Abstract

Designation criteria for Leber’s hereditary optic
neuropathy (LHON) have been established by a
working group for retino-choroidal and optic atrophy
funded by the Ministry of Health, Labor, and Welfare
(MHLW) of Japan in collaboration with the Japanese
Neuro-ophthalmology Society. The criteria are com-
posed of three major symptoms and three ancillary
test findings. According to the number and the
combination of these symptoms and findings, subjects
are classified into definite, probable, and possible
LHON cases and asymptomatic carriers. The major
symptoms include bilateral involvement with a time-
lag, a papillomacular bundle atrophy, both character-
istic optic disc findings at the acute phase. In the
ancillary testings, mitochondrial DNA mutations

specific for LHON are detailed with a table listing the
mutation loci being attached. To enhance readers’
understanding of description of the major symptoms
and ancillary test findings, explanatory remarks on
11 parameters are supplemented. The establishment
of the criteria facilitates epidemiological survey of
LHON by MHLW and contributes to improvement of
welfare for patients with LHON in Japan
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R 1 Leber EEMEMRERZFICRAESINAZI O KU T7 DNAZEE

TrarEyy

HiET SRR
ERER  MTNDI m3460G>A*
(~90%) MTNDA4 m.11778G>A*

MTND6 m.14484T >C*

AR MTNDI — m.3376G>A, m.3635G>A%, m.3697G>A, m.3700G>A%
(~10%) m3733G>A%, m4025C>T, m4l60T>C, m4171C>A*
MTND2 m4640C>A, 5244G>A

MTND3 m.10237T>C

MTND4 m.11696G>A, m.11253T>C

MTND4L m.10663T>C*

MTND5 m12811T>C, m.12848C>T, m.13637A>G, m.13730G>A

MTND6 — m.14324T>C, m. 14568C>T, m. 14459G>A%, m. 14729G>
A, m. 14482C>A%, m. 14482C>G*, m. 14495A>G*, m.
14498C>T, m.14568C>T*, m.14596A>T

MTATP6 m9101T>C

MTCO3 m9804G>A*

MTCYB m.14831G> A

MTND : mitochondrial nicotinamide adenine dinucleotide dehydrogenase subunit &z 1,

MTATP : mitochondrial adenosine triphosphate i# fx ¥, M7TCO : mitochondrial cyto-

chrome C oxidase i#&fz T, MTCYB : mitochondrial cytochrome b #1571
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2. FEREEREE (A2 DWW TR C O 78R EE)

3. FEEEE (100~400 m THREDWLEE)

4, WEEEEQ0m AT 2w)
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