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Abstract:
population and to compare them with the data in the aboard database.

Objective  To investigate the single nucleotide polymorphisms of the MEGSIN gene in Chinese
Methods
randomly from 208 Chinese Han individuals in Guangdong Province. PCR products spanning the exons, intron- exon

Genomic DNA was extracted

boundaries, 5’ and 3" UTR of the gene were sequenced in both directions. The results were compared against the
NCBI (National Center for Biotechnology Information U.S.) databases.
in this study. They were located mostly in the non- coding intronic regions. Among them 22 SNPs were transition, 1

Results Twenty- four SNPs were identified
SNP was insertion and ancther was deletion. There were 6 novel SNPs in our results, and 4 already in the database

were not identified in our subjects. Conclusion ~ MEGSIN gene polymorphisms vary between Chinese and the

Caucasian populations.  Results obtained in this study not only help the understanding of the gene's genomic
structures, but also provide useful information for association studies on MEGSIN gene- related diseases with the aim
of the eventual identification of the causal variants.
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2 . MEGSIN 141
bp 1143 bp 380 1.3 SNPs
208 MEGSIN 5 UTR
- 200 bp
3 UTR NCBI
IgA MEGSIN GenBank ID AF027866
x5 MEGSIN Primer3  http //frodo.wi.mit.edu/cgi-bin/
3 UTR SNPs 2093C 2180T IgA primer3 /primer3_www.cgi 1
IgA 6 PCR 0L 1x
MEGSIN PCR Buffer 4 dNTP 20 mmol/L MgCl, 1.6
MEGSIN mmol/L 0.17 pmol/L Taq DNA
MBI 1 U Geneamp 9700PCR
Applied Biosystems 94
1 3min 94 45's
1455 72 45 s 35
1.1 72 10 min  PCR
208 (usb ) BigDye
Terminator v3.1 Cycle Sequencing Kit Applied
Biosystems ABI
12 DNA 3100 Applied Biosystems
10 mL  Qiagen Maxi QiaAmp DNA SNPs SNP
kit (Qiagen, ) DNA SNPs
1 MEGSIN 2
Table 1  Sequencing region and primers of MEGSIN gene
. Size of  Temperature of MEGSIN
Region P seuence production bp  annealing 97 G>A 1 6.3
Fonerd 5 TGCCTTAGTTGATTTGATGTCTA 3 kb 1140 bp 5200 bp
B e 5 CAGTOAGGTANAGAATAGBATCC 3 . . 24 SNPs 2 22
o Forverd 5 CCACCAACGAGAAGAGATAGTTT 3 521 5 SNPs 1 SNPs SNP
Reverse 5 TGGAGATGTGTGAAGATGTGAC 3 29 SNPs 15 68.20 7
o3 Forward 5: GGACTGACTACCAGACAAGCAT 3 627 6 31.8% ”1
Reverse 5 CCACATTCTCCAACTTCCATCTC 3
gy TV 5 TECGCAGAAAGGATGAKGTTA 3 - - 24 SNPs 1 5UTR 2
Reverse 5 AAGTAGCAATGAGAAACAAAACCA 3 16 5 3 UTR
s Forverd 5 CTTCCAGTCCCATTTCCATA 3 5 5 2 SNPs
Reverse 5 ATTATTCCAAACCACATTGC 3
S Forward 5: ACTCTTCTGTGCTGGACTGG 3" - 6 0,010 0498
Reverse 5 CTTATGCCACCTTCACCAAT 3 ' :
Eans Forverd 5 GGGCCTAGAAAGTGCTGGACACA 3 521 53 1 SNP/570 bp
Reverse 5 CAAGACACGTTTGGTGGTGTITCA 3 1 SNP/236 bp NCBI 2005
£y OV 5 TOBCTITACCACTAAGATITGC 3 678 - 8 SNP SNPs
Reverse 5 TGACATTTGAGAGAGTTCCAA 3
Forverd 5 ATGGGTGAGCAGAGAGTGGAAT 3 6 SNPs 25%
Boon 8- 1 s ® 4 SNPs 512964116 rs17071824 rs11873045

Reverse 5 AGAAATGAGCGTGGGAAGAAAG 3

Exon &2 Forvard 5" TGACCACCCATTCCTATTTGTTA 3 1195 6

Reverse 5 CAGTTCCTATTCAGGTAAAAGTGTTT 3'

rs1055900
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CCAAGGCHEAATGACC

:CAAGGCAAA

1 SNP 797G >A
Fig. 1 The sequence of 797 G > A (indicated by arrow)

A AIG

2 MEGSIN

Table 2 Characterization of 26 SNPs in the MEGSIN gene
No. Position* Location in gene? ~ Allele freq  Identity to dbSNP
1 -6697 &> A El-5UTR 0.855 0.145 1517781440
2 -6468 T >G 11 0.858 0.142 151548320
3 169-261 A> G 12 0.748 0.252 151720844
4 169-211 A> G 12 0.517 0.483 151720845
5 167-117T>C 12 0.976 0.024 158093326
6 220-109 A>T 13 0.522 0478 151701631
7 R-49CT 14 0.981 0.019 158091304
8 455-300 C>A 15 0.966 0.034 138083983
9 455- 85del A 15 0.966 0.034 novel
10 455-28 G> A 15 0.750 0.250 151720858
11 455-7_455-6ins T 15 0.536 0.464 novel
12 597+44 C >T 16 0529 0471 151720857
13 597+78 T>C 16 0529 0471 151720856
14 598-15T> A 16 0519 0481 152658459
15 744+60 C >G 17 0.750 0.250 152689399
16 745-117 A>G 17 0.976 0.024 novel
17 745-19 C>G 17 0.988 0.012 novel
18 797 G>A E8- CDS 0.890 0.110 1517782413
19 936 G>T E8- CDS 0.976 0.024 novel
20 * +18 A>G E8-3UTR 0.502 0.498 1s165353
21 * +485T>C E8-3UTR 0.976 0.024 novel
22 * 4586 C> T E8-3UTR 0.750 0.250 151055901
23 * 4660 T>C E8-3'UTR 0.526 0.474 152658460
24 * +674T>C E8-3UTR 0.750 0.250 1s1055902

dbSNP: database of single nucleotide polymorphisms; 1) Nucleotide
numbering is according to nomenclature for the description of sequence
variations by human genome variation society (http //www.genomic.
unimelb.edu.au/mdi/mutnomen/); the A of the ATG of the initiator
Methionine codon is denoted nucleotide +1; the nuclectide 3' of the

translation stop codon is * 1, the next * 2, etc; ins, insertion

polymorphism; del, deletion polymorphism; 2) E: Exon; I: Intron; UTR:
Untranslated region; CDS: Coding region.
Arg266GIn for No.18 Ser312 Ser for No.19
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