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Abstract: In this study, we screened for the Cu/Zn superoxide dismutase (SOD1) mutations in 8 probands who 1 AH 96 SCEE
had been clinically diagnosed with familiar amyotrophic lateral sclerosis (FALS) using PCR and direct sequencing. b A

Two known mu-tations were detected in the three probands. Two probands carried the same Cys111Tyr

(c.332G>A) mutation in exon 4, and others carried Glyl147Asp (c.440G>A) mutation in exon 5. These two b IR
mutations were first reported in the Chinese ALS patients. After reviewing all clinical data of these three b SESI%E
pedigrees, we found that Cys111Tyr led to a relatively mild pheno-type and Gly147Asp displayed a rapidly b Wi
progression, which needs to be confirmed by further study in more ALS patients. In conclusion, this study extends N

the spectrum of SOD1 mutations in the Chinese FALS patients and facilitates to investigate characteristics and b 3L
distribution of SOD1 mutations in the Chinese population. P RER
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