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Mutations of BSCL2 and GARS genes in a Chinese family with distal hereditary

motor neuronopathy V

Li Qinghua Liu Chenwei Lin Jianfeng Lin Xiaohui Chen Meilin Wu Lan Department of Neurology ~Affiliated Hospital of
Guilin Medical College Cuilin Guangxi Zhuang Autonomous Region 541001 China

Abstract Objective  To report a Chinese family with distal hereditary motor neuronopathy V
dHMN-V  and to study its relation with mutations of Berardinelli-Seip congenital lipodystrophy 2 BSCI.2
and glycyl tRNA synthetase GARS genes. Methods  Clinical and electrophysiological examination was
performed for the family members with dHMN-V. Mutations of 17 extrons in BSCL2 gene and 3 extrons in GARS
gene were detected by direct PCR sequencing. Results  The main clinical symptom of 13 members in in this
family including 5 generations was the disease occurred at adult age which was first manifested as atrophy
involving the greater thenar muscle in one or two hands followed by the lesser thenar and dorsal interosseus
muscles of hands and interosseus muscles of feet. The hands cramped when they were exposed to cold.
Electrophysiolography showed that the motor nerve conduction velocity was decreased while the sensory nerve
conduction velocity was basically normal. Mutation analysis showed that no pathogenetic mutations but 3 GARS
polymorphisms IVS18 + 136G—A [IVS17 —6C—T and C. —-39G >C were detected in the BSCL2 and
GARS genes of this family. IVS18 +136G—A and IVS17 — 6C—T were found to be new polymorphisms.
Conclusion  dHMN-V is of clinical and genetic heterogeneity and may have locations of new gene besides

BSCL2 and GARS genes.
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Y B T RA R

#*1 GARS EEFF1 BSCL2 £H 3 S45M 82 F PCR 5| ¥ E 5

ShET 558" IEX X BV bp
GARS-1  CATCGGCGGACCAAGAAT TGAAGGGAAAGAAAGGGGTA 897

2 GGCCTGAATTGCATCATTCT - AGGTCTCTCCCATCCAAAGA 28

3 CGCACCTGGTCAAGCTTAGT  GGCAAGCCATGTTCTTGATT 437

4 TGTCTCCTTGCCTTCATTTG  CATAGCTATCTGTGAGCAGAAGG 3’5
5-6 GAATGTGGGAGAGGGTGAGA  CAGCATAATGGGAAATGCAA 81

7 GCAGTGGATGGCTAGGGTTA  CCATTCTTCAACTGTCCCTTC 525
8 AGGGCCTGTTCAACTTTGIT GCAGAATTGCTTCAAAACAGC 363
9 CCATTCCCTTAGGAAACCAA  AATTGCTGCAAACCCTGAAC 3™
10 CCGATATCTTGGCTTTGAAGA  GGAGGCAACTGCTTTTTCTG 32

11 CTGCATGCATTTGTGAATGA CCATAGAACAAGGTAAAGACTTGGA 271
12 TGATTGATTGTTCTCAGGCTCA  TTTCAGAACCTGGCAGATGA 289
13 CTTTTTGGTGCCATTGTTAGA  GCCAAAGAAGACAGGGAATG € 638
14 CGCAGCTGGTGAATTGTTTA  GCACCAGGCAACTAAAACAA 24
15 CTGGCATTTTGGTAATGACG  TGAGCAAGCATATCCTCTCG 39
16 TGGTCCCATTTATAAGTCTCC AAGGAAAGGGAGCATAAACACA TG 391
17 GGCATGACATTGTTTGGCTCT GAGGTTAGAATGGGAGTGAGGT 702
BSCI2 -3 CTCAAAGCCAGTCCAGTAAGC CTTGGGCTGTGAAAGTTGAG 54
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