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ZHANG Ru-Xu', GUO Peng’, REN Zhi-Jun®, ZHAO Guo-Hua®, LIU San-Mei',
LIU Ting', ZI Xiao-Hong', HU Zheng-Mao®, XIA Kun’, TANG Bei-Sha’

1. Department of Neurology, the Third Xiangya Hospital, Central South University, Changsha 410013, China;
2. Department of Neurology, Xiangya Hospital, Central South University, Changsha 410008, China;
3. National Key Laboratory of Medical Genetics, Central South University, Changsha 410078, China

Abstract: The purpose of this study was to understand the mutation features of lipopolysaccharide-induced tumor necro-
sis factor-alpha factor (LITAF), ras-associated protein RAB7 (RAB7), lamin A/C (LMNA) and myotubularin-related protein
2 (MTMR2) genes in Chinese Charcot-Marie-Tooth disease (CMT) patients. Mutation analysis of LITAF gene was carried
out using PCR combined with DNA sequencing, and mutation analysis of RAB7 gene by PCR-single strand conformation
polymorphism (PCR-SSCP) combined with DNA sequencing in 33 CMT patients including 6 probands of autosomal domi-
nated CMT families and 27 sporadic patients; mutation analysis of LMNA and MTMR2 genes was observed using
PCR-SSCP combined with DNA sequencing in 41 CMT patients, including 14 probands of autosomal recessive CMT fami-
lies and 27 sporadic patients. Two sequence variations ¢.269G — A and ¢.274A — G were detected in LITAF gene and two

sequence variations ¢.1243G - A and ¢.1910C - T were detected in LMNA gene. No sequence variation was found in

Yo B8 2009-10-30; &= B #3: 2010-03-24
ESWA: ( 30600200) ( 20063330009)
TEEE N (1975-), R R E-mail: ruxu.zhang@yahoo.com.cn



818 i 1! HEREDITAS (Beijing) 2010 32

RAB7 and MTMR2 gene. Variations of ¢.269G — A in LITAF gene and ¢.1243G - A, ¢.1910C - T in LMNA gene are newly
found SNPs in this study. Variation of ¢.274A - G in LITAF gene is known SNP reported in SNP database. Mutations in
LITAF, RAB7, LMNA, and MTMR?2 genes are rare in Chinese CMT patients.

Keywords: Charcot-Marie-Tooth disease; lipopolysaccharide-induced tumor necrosis factor-alpha factor; ras-associated
protein rab7; lamin a/c; myotubularin-related protein 2; gene mutation
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LITAF 2 ggACAAAgCTggATggAAgT TCggTCACTCTCCTEATTCC 220 425 58
3 AgATAgCCAgACgATgAACg gAATgTCAAgCATggTgCAg 157 399 60
4  TgATCCCATCTCAAAATTCC AggCAggAAACCgTggAAC 109 493 60
RAB7 2 gTgCAAgggAggTgTTTTgT AAAgCAAgAAgTggCAgCA 53 224 60
3 CAAgTAATTCgTgTCAgTTTCAgg gATTTgAAgAACAgggAAggAA 127 294 58
4A  ggCACCCCTTgCATACAT TTTTCAggATCTCggggACT 219 244 60
4B ggCCTTCTACAgAgeTgCAg AACCCTCCAAATTCACAAgg 245 60
5  CTggggAggATggAgTCAET ggTCAgTggTCAggCATCA 129 250 60
6 gCAATgAgggCTgAAATETT TTggAAgAggAgAgggg AAT 96 244 60
LMNA 1A CCgAgCAgTCTCTgTCCTTC CTgCgTTCTCCETTTCCAg 356 256 60
1B CAgCTCCACTCCgCTgTC ACTCCTCACgCACTTTgCTC 290 60
1C  CCgAgTCTgAAgAgeTgeTC gCAAAgTTATCggCCTCCAg 279 60
2 TCTAggCACACAgACTCCTTC TCAgACCAggCACCACAT 157 304 60
3 CCTggACCTgTTTCCACAT gCCCAAgTCTgTCATCACC 126 300 60
4 TggCCTCCCAggAACTAAT ¢TAAggeTAggegCTgCCAAg 171 287 60
5A  CTATgCCTTCTggggATCAg ggggTATCACCTgCTTCTgg 126 280 60
5B CTCCCAgTCACCACAETCCT gggACACTTTTCATCCCTCTC 296 60
6A  CCCTCCTTCCCCATACTTAgg CAgggCCAgCTTgATTC 221 231 60
6B CTgCTggCggAAAAggAg AAgTggeeg TCTAgTCAAgE 224 61
TA  TggACgAgTACCAggAgCTT ACTCCAgTTTgCgCTTTTTg 223 293 61
7B TTgACTAgACCCCCACTTgg CCACTCTCTCCCTgATgCAg 311 61
gAgCAAgATACACCCAAgAEC TCTggAgAggAgAAAAggACAC 108 259 60
9  CAggTggTgACgeTgAgTg AgCTggCTCCgATgTTgg 120 284 60
10 CACTggggTAgACATgCTg CAggCCAgCgAgTAAAGTTC 90/111 296 61
I1A CTgAgTggTCAgTCCCAgAC CAgATTgTCCCCgAAgCTg 270 280 61
1B gCTCTTCTgCCTCCAgTgTC 2eTggeCTgTCTAggACTCA 287 61
12 TgCCCCTCTTgTCTgAgC gTgAggAggACgCAggAAg 27 234 60
MTMR2 1  TgTAgCCgCgAAgACTgCT CAgAAgTggTTCCCAAETCC 80 277 60
3 TgAAgCCCCCATTTTTCC CTCCATCAETATCTCCTgCTAAA 106 250 60
5  TgAgTgAAAAAgTAgCCTTTgAAT AgAACACACTAAgATgCTgAgAAgA 76/46 291 60
6  ATTCTgAggTCTCTggAAATTACTg AgCTACAAACAACACACTCATETAC 95 287 60
TA  AAAgCATggAACgggTAAgA CCATAAgAATTTTCACCTCgAC 111 275 60
7B CCCATTTgTTTTAgATgCTTCC ATAggCgTgAgCCACCATET 400 60
TTTTTgTATCCCACATTCACAgA  gACAAgTTTCTTTATACgACATCAAT 102 285 60
TggCAAgTgTCTTTgCTTTT TTCCACCCAgTTTTCTTTgg 84 368 60
10 gCTTCTgTCCTggTgTCeTT TgCAAAggCTCATCCAAACT 150 250 60
IIA CCTCAgATgTCCTTTCATgg TTTgTgAgACTgggCATTgg 189 265 60
1B gAgTggAAAgCgAAgCAAAgE TgAAgAgCCAAgACAAAACC 249 60
12A° TTTCCTgTggAgTTTTCCTTg CAgTgggTTTCCTCAATETT 186 268 60
12B ggAggTTATgAAAgTgAAgATgC ggATATAgTAACACACACCCACCTTA 199 60
12C  AggAgATTgTgTACCCCAACA CCAAgTATCAAAgCATTTACCC 216 60
13A TgAAATAATgATCCCTgATAAgCTg TTTCTCCACAAggACTTCAAA 207 270 60
13B TCTgTTTTCCAgCTTATTCTTgC  CgTTTACCCCACTAgATAAATgA 341 60
14 ¢gTAAACCACAgCACCCgACT CCAAATCTCCCCACTCTgAC 93 286 60
15 TCAAAAggATCTACCCATgACAg TgACCCAAAAgAATgACTTCAg 114 299 60
16  AAAgTgTAAATggCTTATgTggTg  TgCTTTTAAggAgACAAAgTTgC 177 299 60
17 162 263 60

geCTTTggTCAggATTgC

gCCAgTgTAATCAAgAgTgTATAgC
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