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[ Abstract]
hereditary optic neuropathy (LHON), and discuss the clinical characteristics. Methods Family

Objective To make genetic diagnose in a matrilineal inherited family of Leber's

investigation and pedigree analysis were performed in this family. NDI, ND4 and ND6 gene of
mitochondrial DNA (mtDNA) were detected by combining polymerase chain reaction with DNA direct
sequencing. Results The family was characterized as matrilineal inheritance. Mutation detection of
mtDNA showed that a primary mtDNA mutation (G11778A) was found in the proband and family patients,
which resulted in the 340th amino acid of ND4 gene change from Arginine to Histidine. There was no
change for this site in healthy family members and control populations. In addition, there was no mutation
for the other two primary mutations (G3460A and T14484C) in the two proband and family patients.
Conclusion The mutation of G11778A is found in the proband and family patients. According to clinical
features and the result of mutation detection, this family is diagnosed as Leber's hereditary optic
neuropathy.
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