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[Abstract] Objective To screen the mutation of copper, zinc superoxide dismutase (SOD1) gene in a

Hong Kong amyotrophic lateral sclerosis (ALS) family. Method All the 5 exons of SOD1 gene from the

proband were amplified by PCR and then sequenced by Sanger’s method. Resuls A known pathogenic

missense mutation c. (449 T>>C) (p. 1lel50Thr) in exon 5 of SOD1was found in theproband and this mu-

tationwas cosegregatewith the disease in this pedigree. Conclusions

The missense mutation (449 T>C)

(p. 1lel50Thr) of SOD1was the cause of the amyotrophic lateral sclerosis in the Hongkong family.
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1.2.1 DNA #9323 REHFEEEKIN 2 ml.2%

EDTA 1: 9%t 8 )5 — 80 C 217, B 200 pl 1M
£, QIAamp DNA Blood Mini kit (Qiagen, Ger-
many) X ] & #E17 DNA fli 4, Wz K ve . W
Primer3 #ffi% it SOD1 5 087519 . 51 7

UL 1AL b R4 S HA 3R 100 bp 741
&1 SODI 5 AR 1519551

Exon Primer Sequence length (bp)
1F. 5'-GAGACGGGGTGCTGGTFTTGC-3'; 174 bp
1R: 5'-GCCCTTGCCTTCTGCTCGAA-3'
2F. 5-CAGCTGTTTTCTTTGTTCAG-3'; 168 bp
2R 5'-CACCTGCTGTATTATCTCCAA-3'
3F: 5'-TATAAATAGGCTGTACCAGTGC-3'; 227 bp
3R: 5'-TGGGAGCAGGGTTTCACATGAG-3'
4F: 5'-GGCATGTFGGAGACTTGGGCA-3'; 213 bp
4R 5'-TGGATCTTTAGAATTCGCGAC-3'
5F: 5-GTAGTGATTACTTGACAGCCCA-3 200 bp
5R: 5'-AACAGATGAGTTAAGGGGCCT-3'

1.2.2 PCR¥ ¥ WMIEHN 25 pl, & 25 ng M)

B H DNA, dNTP 4% 200 pmol/L, 2.5 mmol/L

MgClL, . I [0 ) 1] 51 ¥ 45 0.5
PCR f4:95 “C WA M 3 43405 95 C A8 30 #b,
68 TR 30 #,72 “CHEAH 1 435, 2 NEFF;95 C
AR 30 #0,66 CEPE 30 #6,72 CHEM 1 4350, 2 4>
PEFR ;95 “CASME 30 0,64 CHE M 30 #,72 CHEfH 1
I35, 2 AMIEER ;95 CAEPE 30 Fb, 62 °C & 30 b,
72 CHEAR AP 2 ANEI ;95 CAEME 30 .60 CTH
PE 30 #0,72 ‘CHEAR 1 4380, 2 A1EFF; 95 C A8
30 Fb.58 °C M 30 5,72 CHEM 1 4340, 2 MR
95 ‘CA P 30 #0,56 CE M 30 #,72 CHEfH 1 43
B2 AR5 95 °CAEHE 30 BP. 55 C & Mk 30 b,
72 CHEAR 1 435, 28 NI ;72 C A EAR 10 43
B4 CIRAT

1.2.3 Sanger M 5 SAP ®Ei4lifk 5, H ABI
3730XL M ¥ , Mutation Surveyor V4. 0.5 (Softge-
netics, USA) &M ¥ &5
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