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[Abstract] Objective To analyse the location of pathogenic genes of autosomal dominant Charcot-
Marie-Tooth disease (CMT, peroneal atrophy) in a Chinese pedigree. Methods The pedigree of autosomal
dominant Charcot - Marie - Tooth disease was confirmed by genetic pattern, clinical manifestation and
neuromuscular electrophysiological and laboratory examinations. Linkage analysis was performed by using
37 microsatellite genetic markers for the autosomal dominant Charcot-Marie-Tooth disease pedigree. Thirty-
seven microsatellite genetic markers covering 16 genetic loci were linked to 20 kinds of known autosomal
dominant Charcot - Marie - Tooth disease. The 16 genetic loci were 17pl11.2-pl12 (D17S839, D17S122,
D17S8793), 1¢q22 (D1S426, D1S2771), 16p12.3-p13.1 (D16S764, D16S3137), 10q21.1 (D10S546, D10S561,
D10S581), 1p36.2 (D1S2845, D1S2893, DI1S2660), 3q21 (D3S1273, D3S1292), 12423 (D12S1329,
D12S105), 7p15 (D7S2562, D7S516), 8p21 (D8S552, D8S265), 7qll-q21 (D7S634, D7S669), 12q12-ql13
(D12S1663, D12S368, D12S1632), 8q13 - q21 (D8S286, D8S548), 12q24.3 (D12S1679, D12S86), 10q24
(D10S554, D10S571, D10S1863), 19pl12 - pl13 (D19S916, D19S433) and 1p34 - p35 (D1S489, D1S432).
Results  All microsatellite genetic markers were amplified successfully, and polymorphisms were presented
on every genetic loci. The examined pedigree of Charcot- Marie - Tooth disease was autosomal dominant
inheritance. Three patients did not present the same allele on the 16 genetic loci. Linkage analysis

indicated that the pathogenic
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Marie - Tooth disease in this pedigree is confirmed, but do not coincide with the diagnostic criteria of the

known types of this disease recommended by European Neuromuscular Center (ENMC). It is suggested that

autosomal dominant Charcot-Marie-Tooth disease in this Chinese pedigree may be a new type caused by

other pathogenic genes.
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Fz2 30 H STRARIC S BUWREE N € A i 45
N . FEE 7Y (bp)
EL§E S A STR #ric
9 1 2 13
17p11.2-p12(CMT1A) D17S839 156 154 154 170 154 154
D17S122 158 160 158 162 160 158
D17S8793 85 85 89 85 89 85
1q22(CMTI1B.CMT2I.CMT2J .DI-CMTD) D1S426 136 138 136 138 136 138
D1S2771 253 247 253 247 247 253
16p12.3-p13.1(CMT1C) D16S764 104 104 104 104 100 104
D16S3137 223 223 221 221 223 223
10g21.1(CMT1D) D10S546 150 156 146 146 146 150
D10S561 264 288 288 266 288 264
D10S581 139 137 135 139 135 139
1p36.2(CMT2A) D1S2845 191 205 199 205 199 191
D1S2893 215 215 213 215 213 215
D1S2660 257 257 253 257 253 257
3¢q21(CMT2B) D3S1273 104 110 104 110 108 110
D3S1292 125 141 133 129 127 129
12¢q23(CMT2C) D12S1329 157 151 141 141 141 141
D12S105 139 149 139 139 139 153
7p15(CMT2D) D7S2562 192 200 206 206 206 206
D7S516 320 318 320 324 320 324
8p21(CMT2E) D8S552 170 172 168 172 172 176
D8S265 218 216 214 214 214 214
7q11-q21(CMT2F) D7S634 140 140 140 142 140 142
D7S669 184 186 190 176 190 176
12q12—ql3(CMT2G) D12S1663 241 243 241 243 241 243
D12S368 198 198 202 198 202 202
D12S1632 218 218 212 214 212 202
8q13-q21(CMT2H .CMT2K) D8S286 218 236 228 230 228 232
D8S548 228 228 228 232 228 242
12¢24.3(CMT2L) D12S1679 194 200 196 198 196 198
D12S86 146 158 146 146 146 146
10q24(DI-CMTA) D10S554 150 150 150 150 150 150
D10S571 189 209 193 209 185 209
D10S1863 117 119 117 115 117 115
19p12-p13(DI-CMTB) D19S916 244 246 238 238 246 248
D19S433 209 207 207 211 207 209
1p34-p35(DI-CMTC) D1S489 136 138 138 138 138 144
D1S432 247 247 249 255 257 245
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STR #Ric LW g9 F810(5°—3") TSI FA(5°—37) 7= (bp)
D175839 GCCGAGATCGTGCCAT AGACCCTGGAAGATCAACTACCTTA 154 ~175
D175122 CAGAACCACAAAATGTCTTGCATTC GGCCAGACAGACCAGGCTCTGC 154 ~ 164
D175793 TGTTGGAGTTAATGTGCCAT TCTTTGACCCAGACCTCTAA 85~ 98
D1S426 ACTTTGAGTTGCCGTTTCTG GACCTTGCCCACTGACC 132~ 158
D1S2771 TCAGTTCCATAGGCTGACG CATTGCTGATGCTGGAGG 243 ~259
D165764 TTGTTAAGTGAGGCATGATG CTGTGCTTGGACCTGAAGAT 96~116
D1653137 GCAAAGAATAATTGCACATATACG AGTACAAAGAGATCCCCTGTAAC 217 ~237
D10S546 TGTGATGACTAGAAATTCAGTTCA ACTTCTCAATTACAGGCCCA 146 ~ 158
D10S561 ATAGCAATATCCCTTTGAGA CTACACTCCAGCCTGGTTGA 264 ~314
D10S581 GCTGTCAAATGCAACCAT ACAACTTCTCCACTCAACCC 129 ~ 155
D152845 CCAAAGGGTGCTTCTC GTGGCATTCCAACCTC 171 ~223
D152893 AAAACATCAACTCTCCCCTG CTCAAACCCCAATAAGCCTT 185 ~223
D152660 CACACATGCACATGCAC AGTGACACCAGCAGGG 221 ~261
D3S1273 TCTGTGTTTGGCTGAAATGT GAGGCAAATCTGTGGGTTAC 100 ~ 122
D3S1292 TGGCTTCATCACCAGACC CAGATTCAAGAGGCACTCCA 121 ~ 145
D1251329 CCTATCCCACCCAGGC AGTCTGCCCCAGGCAC 141~ 151
D125105 TTTACCTAAGGCTGGATCTG CAAAGTTGACACTGATTATAGCA 137~ 155
D752562 CACTAAGTATGCACACACCA GCAAGAGTTTGATACATCAGA 195~217
D7S516 GACCTCTCAAAACTTGGTTG CTACTGCCTCCATTACGTTG 304 ~326
D8S552 AGGATTGTAATTTCCTTGC GGGACTTTTTGAAGGTTTG 168 ~ 182
D8S265 ACCTCTTTCCAGATAAGCCC CCAATGGTTTCGGTTACTGT 208 ~231
D75634 AATCCTCCAAATGAAACAGA CTCAGTACACGTTGCTGGTA 136 ~ 148
D75669 ATGCAACCTACCCTCAAATG TACGGNTTACCCACATTGCTAT 168 ~ 194
D1251663 GCCCATGATACTAAGTGAGAAATAC GTAAAACGTGAAACAATCCTAAGA 209 ~ 253
D125368 GCAACACCTTTGTGATGAAAAT AGTCTGCACAGCCTGTCC 200~216
D1251632 GCCTAATCAAGATGTCACCA GCTAGGGAGCCAATTCA 216 ~226
D8S286 GCTGTTTATTTGCCCATGT GCATGAAACTGTCACTGAGA 220 ~238
D8S548 CTACCTCATGCAAGGCCA CATTGAGCACACCCTCAGT 228 ~ 248
D1251679 CCAATTTGTTAATCTCACCC ATTCACAGAGGCAAGAAGC 171 ~207
D12586 AGCTAGTCTGGCATGAGCAG CTATCCCCTGATGATCTCCC 124 ~ 160
D10S554 GGAGGACTCATGTCAGACTT CCTACCTTTAATTCAGCCCT 150 ~ 162
D10S571 CAGTCCTTGCTTTGTCAGAA ATGTACACTGTGTCTGTAATCCCT 187 ~213
D10S1863 TTAAGTGCCAATGCCCAATC TGCTAACACGACAGTATCCCAGAC 120 ~ 130
D195916 CCACTACACTTCAGCCTGGG GCAGAAAGGTTTGCTTACTGTTTCC 232 ~260
D195433 CCTGGGCAACAGAATAAGAT TAGGTTTTTAAGGAACAGGTGG 199 ~ 221
D15489 AGCCAGACCAAGTCTCAACA ACAAAATGATGGGGTTATGG 141 ~153
D15432 GGCATGAGAATTACTTGAACGC TCCCTGGGAGATGAACAGAC 246 ~ 268
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