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Abstract: [ Purpose | To analyze the data constitution features of genome-wide association studies (GWAS) in Eng-
lish literatures of neuroblastoma, glioblastoma, Ewing sarcoma and Wilms tumor. [Methods] National Human
Genome Institute GWAS database,one of the latest international research database of GWAS,was meticulously
data mined. Eight characteristics of NHGRI literatures in neuroblastoma, glioblastoma, Ewing sarcoma and Wilms
tumor from November 25,2008 to August 26,2013 were analyzed bibliometrically. These eight characteristics
were the basic characteristic of literature ,the sample sizes of first and second stages, chromosomal regions associ-
ated with single nucleotide polymorphism (SNP),related risk allele frequency in the control groups, P value with
the strongest SNP in the literatures,odds ratio(OR) or beta coefficient of correlation,and experimental platform in-
cluding testing the SNP number. [Results] Total 7 articles about 4 types of rare tumors from GWAS studies were
found (3 for neuroblastoma,1 for glioblastoma, 1 for Ewing sarcoma and 1 for Wilms tumor). These papers in-
volved a total of 27 SNP(10 for neuroblastoma, 1 for glioblastoma,3 for Ewing sarcoma, 13 for Wilms tumor). Most
of the literatures came from Nat Genet. The first stage group sample sizes of these literatures were from 315 to
2101 cases in case groups and from 1879 to 3851 cases in control groups;the second stage group sample sizes
were from 434 to 1488 cases in case groups and 199 to 3851 cases in control group. Chromosome regions associ-
ated SNP were mainly in number 2,5,6 and 11. Control group related risk allele frequency were commonly in
0.40~ group,and no rare mutation was found. P value in the strongest risk associated with SNP alleles was domi-
nated by 1x107°~ the smallest P value was 2x107. OR or beta coefficient ranged from 1.23 to 2.64. Majority of
research platform was Illumina (85.71%). Detective number of SNP was from 286 966 to 599 255. [ Conclusion ]
Chromosome 2,5,6 and 11 regional SNP may be genetic susceptibility regions of neuroblastoma,glioblastoma,
Ewing sarcoma and Wilms tumor,and further study on the susceptible areas can provide some clues in the treat-
ment and prognosis assessment of cancer.
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Table 1 First-stage sample size distribution of rare
cancer GWAS literatures

Sample Literature of case group Literature of control group

(%) (%)
100~ 3(42.86) 0
1000~ 4(57.14) 6(85.71)
NR 0 1(14.29)
Total 7(100.00) 7(100.00)

Note : NR :not report.

23 EZ(WIE) WERHEEXE

55 W Bea B ZHFEAS 5 A 434 1511 51) 1488 11, Xf
FEZH B KN 199 51 1) 3851 1], 14.29% SCiik & 4 %
% B FEAS £ (Table 2)

Table 2 Second-stage sample size distribution of rare
cancer GWAS literatures

Literature of case group Literature of control group

Sample %) %)

100~ 6(85.71) 0
1000~ 1(14.29) 6(85.71)
NR 0 1(14.29)
Total 7(100.00) 7(100.00)
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Table 3 NCBI registration number in chromosome
region SNP of rare cancer GWAS literatures

Table 4 The strongest risks associated with SNP allele
frequency distribution in control groups in rare cancer
GWAS literatures

Chromosome Number Ratio(%)
1 2 741
2 4 14.81
3 0 0
4 0 0
5 5 18.53
6 5 18.53
7 0 0
8 0 0
9 1 3.70

10 1 3.70

11 4 14.81

12 2 7.41

13 0 0

14 0 0

15 1 3.70

16 0 0

17 0 0

18 0 0

19 0 0

20 0 0

21 0 0

22 1 3.70

X/Y 1 3.70

NR 0 0

Total 27 100.00

2.5 XFHRZAAE K RUBG &AL E F SR E

Xif BE 41 v 5 5 SNP A G KU 25 47 3 PR A %
FE/D UL GWAS SCHR b 4 53 A, oK & BG4 AR 5
(BPAE X6 BB AR o 8 & AR 0 R <0.01) Y 2> UL i
GWAS SCHk (Table 4)
2.6 MWHEXXKEEMCERE PEH A RE SNP

AH G XU 25 6 BE K P 1E <1107 Ry 5% A bR
1, f2/N PAE 2x107(Table 5),
27 ORZBHEXRH

SCHR R 5 SNPAH 56 XU 55 407 35 DAL A #5 b (5
B A 2K M 1.23 F| 2.64(Table 6).
2.8 XWFAERKM SNP #H=

6 J SCHR (85.71% ) 1 70 UL 98 GWAS A 5% 7t

Mg 2% 2014 4% 20 5% 10 #

Risk allele frequency Number Ratio(%)
0.01~ 4 14.81
0.10~ 3 11.11
0.20~ 3 11.11
0.30~ 1 3.70
0.40~ 6 22.24
0.50~ 4 14.81
0.60~ 3 11.11
0.70~ 2 7.41
0.80~ 1 3.70
0.90~ 0 0
NR 0 0
Total 27 100.00
Table 5 Risks associated with allele P-value
distribution
OR group Number Ratio(%)
(-30)~ 0 0
(-20)~ 4 14.81
(-10)~ 17 62.97
(-9)~ 2 7.41
(-8)~ 2 7.41
(=7)~ 1 3.70
(-6)~ 1 3.70
NS 0 0
Total 27 100.00

Table 6 The strongest risks associated with SNP allele
ratio distribution

OR group Number Ratio(%)
0.1~ 0 0
1.00~ 23 85.19
2.00~ 4 14.81
NR 0 0
Total 27 100.00

SCEEFH T Mlumina WF5EF-6,1 BT 6 A HE

i SNP %ici A 286 966 1~ F 599 255 4> (Table 7)

Table 7 The number of SNP detection by using test
platforms in rare tumor GWAS literatures

Number of SNP detection Literature Ratio(%)
20000~ 2 28.57
30000~ 1 14.29
40000~ 3 42.86
50000~ 1 14.29
Total 7 100.00
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