£ {f HEREDITAS (Beijing) 2013 &*8, 35(%):
ISSN 0253-9772 www.chinagene.cn

BB IR A% Sy IR DR X 35k DA 40 72 L

RpRig 1234, KA B 234, DR ', FEMHF 2

L VHBE R A B g s B A N3RI T RE, 9 530021

2. T AR U RS B AT, AL B URALAIR T L, B URAL [ K s =,
Jbst 102206;

3 E AW K TR0, bst 102206;

4 K EAFRREE L e, Jb5T 102206

WE. DI LAY (Single-nucleotide polymorphism, SNP) higtfEkric, M43k BRI 4H et
1 (Genome-wide association studies, GWAS) {5, LL44E 660 2 Flicii (BRI HRBLT 3 800
ZANTAN Ty JEFEIN Do L, HE o g A 25 QIR PR 2 A1 A S5 eSO 1 PR 3 A% A e 87 i S HL 2B 7 Dy e
A TERTERE IR AT 5 8 A7 B T 1 W S22 B IR 2B AU, DA ROR IR KB b . Ja
GWAS IR 18T 55 2 it G R 40 G TR 2 5 2800 5 Ik AT DXl A e Sl 25 BB 10 2 Jek
A7 BRSO L 1K) 2y AL R B W AR 2 D e o B AR S, T S T 0 I SNIP %
T OGN SNP A7 5, i Dotk AT, RISHEYRAT AU (Expression quantitative trait
locus, eQTL) J3 MR FARTL Sy 45 J5 VA S HR D REPE R SNP {7 iR B I DR o B1 0 AR ST, 0l
TR WAL BT KRR AR S0 55 T VA BEA T RG A0 (07 SCFT I 8 SR A T 1 )
) BEAT T ZRik .

REEE: RILRAOCHII: WAEhn, B 5, RRITIRZ SN

Fine mapping of complex disease susceptibility loci

SONG Qing-Feng™#** ZHANG Hong-Xing >** MAYi-Long *, ZHOU

Gang-Qiao”®*

1 Interventional Radiology Department of Affiliated Tumor Hospital of Guangxi Medical University, Nanning
530021, China;

2 State Key Laboratory of Proteomics, Beijing Proteome Research Center, Beijing Institute of Radiation
Medicine, Beijing 102206, China;

3 National Engineering Research Center for Protein Drugs, Beijing 102206, China;

4 National Center for Protein Sciences in Beijing, Beijing 102206, China

Abstract: Genome-wide association studies (GWAS) using single nucleotide polymorphism (SNP) markers have
identified more than 3 800 susceptibility loci for more than 660 diseases or traits. However, the most significantly

associated variants or causative variants in these loci and their biological functions have remained to be clarified.
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These causative variants can help to elucidate the pathogenesis and discover new biomarkers of complex diseases.
One of the main goals in the post-GWAS era is to identify the causative variants and susceptibility genes, and
clarify their functional aspects by fine mapping. For common variants, imputation or re-sequencing based
strategies were implemented to increase the number of analyzed variants and help to identify the most significantly
associated variants. In addition, functional element, expression quantitative trait locus (eQTL) and haplotype
analyses were performed to identify functional common variants and susceptibility genes. For rare variants, fine
mapping was carried out by re-sequencing, rare haplotype analysis, family-based analysis, burden test, etc. This

review summarizes the strategies and problems for fine mapping.
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