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HA2IHEEE, PARoche A FIRI4S4ZA, lluminaL F]fySolexafkRFIABI A FRISOLIDRAR A AR H — U FF S AR AR 4 5]t
HIEER, F—RUFRAREREZNNATRRAEYZEOALEZARKBHIAR, EEERNARRARETEREE. AT
ZUBRRASEANARBEXEZAWSUBEASE, ARE. TIANRREI, RAHNET AMNNFERRNINR, HERNEH
R LH. ABRETRETEAERINFR. H—RUFRARNRIINAARBHRER T HFHHE.

HAXBRRAITHRRZE, BFEEMEFER (HopMap) HHIMTF AREATWASARFRR TERMBEEREE, L1
R2008FBEINFAREAITY, ELFLESHIERFRN. BEEFXNANENALERARESSMERE, ILRETFH
BAERBRETWMEZE. MZENEREZER, URAEFMERNXEKITRFHANEMEIE, SRAIENFEIRES.
AREBRHR. EREBRAFRAVERBFEFRR. ARXERMAHANT — M IRKAFNER.

EXERBYSEENFRAEDNAKE, RNAKE. RMEEFZKEREZERAKFENEBRAEHUNAR, HEEHRIE

BARFREORAKFENHR, EERNZAFELARITRFHR, HEBEMNEBEEE, SERBEXNGERER (RBFR. AT
£.ITR. REL. HRME) HES, AEEENEBENEYENEIEE 7T EZEAM.

EREFEEAEROENEREARH O, HE-RNSEENFREVEELESN, BEEXER—EBN TERBNEEE
RHR, HEEDARBRRSEZHANHED.

EXRRAMAHFREXLE

« 34 Nature group & Science publications.

P The Chicken Genome
Nature Dec. 2004

100102
200102

p Domestication of Silkworm by Large Scale Resequencing
Science Oct. 2009

p Human Pan-Genome by Sequence Assembly
Nature Biotechnology Jan. 2010

Epigenomics Map of Silkworm by Methylation Study
Nature Biotechnology May. 2010

Z1'6002
LL'0Loz
v

nﬁmfe naturc p Genes for High Altitudes by Exome Sequencing

K Science Jul. 2010
* N

g S

' p Resequencing of 200 Human Exomes Indentifies an Excess
e of Low-Frequency Non-Synonymous Coding Variants
—— Nature Genetics Oct. 2010

-

p Genome-Wide Patterns of Genetic Variation Among Elite
) A Map of Human Genome Variation from Population-Scale Sequencing Maize Inbred Lines
Nature Oct. 2010 Nature Genetics Oct. 2010

) Diversity of Human Copy Number Variation and Multicopy Genes ) Resequencing of 31 Wild and Cultivated Soybean Genomes
Science Oct. 2010 Identifies Patterns of Genetic Diversity and Selection
Nature Genetics Nov. 2010
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22 FAENF (whole genome resequencing) £xt & EARF S B MR EMERTE RRENF, HEMERBHAR L
FERUSITITT %

HAREBIGEKFF] (Short-Reads) . ki (Paired-End) FIREKEMIEALE (nsert-Size) BoRIEGAHT T,
FHLEWRERRFFILERNEHETR, SHERESHMHN. BERLATUEREFRNSBEERSNFL. HEE—RNF
RAMERSER, 2ERABNFCRIERRR. AKREABERUHRARB NG E2—.

BARMRE B FA s -
HARNEREANRANSHMEE R RERENSE LS RN SRR

* UL EREHONBENRELR F IR AR
*EMEE. TRNERERES F ABRIEFHR
FHIRREN. BN, AXRAHAERAES FBHRE S R BB FEIR
FRAR AR R P LR R EASRR
TiERR:

REEFEONAFRENITHT, RIAEBABKENDNARE, HmLiEXitiTclusterfl&, &EELVUNF. FIRRKEN A
MEARBRBmETUNF, BRREFIIERN, EEFNTARREVERNEZRE, ALESFIIXNERNTM.
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ERHH:

E2EREENFH, BIFFIEMLEX, ATIAFREKRBHBEZERZSM (Single Nucleotfide Polymorphism, SNP)
ALK (Insertion/Deletion, InDel) fg TS (Structure Variation, SV) i, FIREEYEESOITHENERAENEFi#H
TER (B2) . s, RIBEREZR, EEAKFELAUHTEREARH#LXZMBETRIAESIT, NHTABEZRMEHE

B, REMRBENEHTFENLEEE (Haplotype) SR,

AFEEERHEE

A RE S F
AR _ -

Hext
l QCHA :

EXERATAR

RESHT
SNPHER, FREGRIT

TR
InDelt&ifl, FRES5T

BEH LT

SV & CNVigl,

RS YR

FRER ST

BARE SRR

TR
HAth MER T

BRERAITAR PMEAERLTRE

2 NE2EREENFEMERFSITRE

EXERAMES:

1. The 1000 Genomes Project Consortium. A map of human genome variation from population-scale sequencing.

Nature, 2010, 467: 1061-1073.

2. Ancient human genome sequence of an extinct Palaeo-Eskimo. Nature, 2010, 463: 757-762.

3.The diploid genome sequence of an Asian individual. Nature. 6 November 2008; 456: 60-65.

4.The International HapMap Project. Nature, 2003, 426: 789-796.

S.Initial sequencing and analysis of the human genome. Nature, 2001, 409: 860-921.
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2k 2 & 40 A

INBFLENFRAR (Exome sequencing) 2FIfAgilent SureSelect = NimbleGen SeqCap EZ A£4NE RS EER
SRR EFXIEDONA, HEEEZRNFEARITNF .

SNEFENFRE—FMFTENERASTEAR, ABNE 1% HERAFT], MBS TS MEREAXNABLTIEMEER. EX
BEROTGEHEEREBRARRENR, BEDTNERERALERRER, BESFEXAEFENEFERNSRERS.

BARKE

#ARIVNEFROBAIS WERELER
*ARABNERMEALR, FEWHFNERALA
HANERANAIZNF, BMEF. B

B PR 93,

WM A MBRA RS B[R ERYERR
it &R MR RIS UK A6 TT R 23 FMarker
AR R E S FEMHRR

HEZHDNA IR SCEE e > HiSeq
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MR RT3 WENFARE. BEE SNP//NF EInDels
AL - BRGER

WETE: i S

1. Genomic DNA
Exon A Exon B Exon C

HRERBRIEEXAAglient SureSelectfINimbleGen SeqCap EZ ASNE FEE[E A A LI
FHERFES (B3, 4) . IRPTAFMRARERRHTEFRFMENSERZRNINE ‘ v ‘

2. Library Preparation

FREMBE. RUECNSERRERE, PRONERERS, SROEMT LTHEAN | P
SNBFANFFHR. iy ‘
I 4 J - - SeqCap EZ Library m— |
’ $$ >V |
3 Hybridization |
SureSelect ; g g
00000000000C  Target Enrichment System (
(Xxmm Capture Workflow
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000G 20000 An 2 v
0000C ooooe. + EFF® + mw ..l
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S 7 e & ‘
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i | < |
wnnmz:n}t 6. Amplification ‘
i \
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%0606 90000 90008 + G £ tr L4 | %ii
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% 1 NimbleGenFlAgilent/b B FEXF SIREHBE X

i Capture Targets Mb Database Used to
9 (Regions covered by probes) Select Primary Targets
NimbleGen SeqCap EZ Exome v1 34 S Jun20082+6(r)na|Rbase £ ot ok
NimbleGen SeqCap EZ Exome v2 44 CCDSSp S ST 1

Sep2009+RefSeq Jan2010

Agilent SureSelect Human All Exon

vi(developed with Broad) 38 CCDS Sep 2008+miRBase V13

Agilent SureSelect Human All Exon 44 V1+additional RefSeq contents
v2(developed with Broad) including CCDS sep2009

Agilent SureSelect Human All Exon 50 CCDS sep2009+miRBase
50Mb(developed with Sanger) V14+GENCODE+Sanger

228 EPRES ﬁ/%} ,]7@\ :

1. LiY, Vinckenbosch N, Tian G,et al .Resequencing of 200 humon exomes identifies an excess of low-frequency non-
synonymous coding vononfs Nat Genet, 2010 42( s 969-972. / e

2. XinYi, Yu Llong, Emilia Huerta-Sanchez, et al. Seq\Jencmg of 50 Human Exg‘\as eveals Adaptation to H|gh Altitude,
Science, 2010, 329(5987): 75-78. = = —

3. Jun Ling Wang, Xu Yang, Kun Xia, et al. TGMé identified as a novel causative gene of spinocerbellar ataxias using

exome sequencing. Oxford Journals Medicine Brain, 2010, 12(133): 3510-3518. % k\)ﬁ
BARARR L.
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] 4% & 0 A

BFRXIN A (Target region sequencing) 28 BB EREAR T (MARXREEEINE FRIEE) RITHEH RS, 5&
EEDNABITE B #3% (NimbleGen Sequence Capture array) siia&Zx3z (Agilent Sure-Select System), REE & BIrX
DNA, BRAF—KSEENFEFEHTNF. EATRERER. EXERNBESZHALERNAR.
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ABSAHAA

PRERSSMESENERZEABPREANREEZER, REXFENMMZEN TERRESBRENNTFERBETIRTRANER
FE. ERSEFZAR (genotyping) BELEBRREMEWERAFSILIINPHLEHER, BRFXEERFS ARKERHATRES
., MM ERBRXAREER.

AR B FA s, -

PR BHTRIRE AT, SEEARES MBI Yo T SRE R H S SR X B ER
FHATSNP. BRI AL AR ¥ K2 FA I PRIS W 5 AL AT

S MEIRIT RSN, BRE SRR S FEFIRETR
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RNAK I

2 & 180 %

HRANFF (franscriptome resequencing) B EAHA S AMER —INEERS TERHRAFTERNAR ZF, BFEMRNAFIIE
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SRNA
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IR E EMRNA MRNA
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BFRAD LLEH B

HFrERARKKETRR(RNA-Seq(Quantification)) RARMAR — AN REREEVIRPERREZRNORA, ZRARE
ATHRENFRENTIR S ES5DGE (Digital Gene Expression Tag Profiling) MIEESTFE, BEERE. TEEMS. K
WEEE. RERFRFI.
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WRNERBEEER S %25%
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