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BREVSHRBIRSFE, FRNEVNFMAHERLR, SNNREEFRFTAIHE!

ERFETEE
BELSTES m—niEEs PHENETES TS
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= Agilent PacBio 10X Genomics Thermo Scientific 4
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o {‘5
=] =
E ’%‘
g (EERWIFA i
1Lx =
ERPCRIGETES RIRIENETES #HFHPCRES
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HERNEEIEFA

FENHBEER

HREVNERARRS 155, AETEBEIT 150001, AR BA5000R U E, thBhE R RFRSCI3£X1500
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SNPEEDERRTE

BEREEEB LAY (single nucleotide polymorphisms, SNPs) =B RiSTFEFELANKT RS M EEBN TR HhS|
EEHIDNARR I 275 SNPIE A —FhE I ABEARIE, Al TR EERERES S PR ERIEME(L. TSR,
B X BT ; R B B ERNA S RTINS E  BEEST BBt THESEM R,

SNPHIS R ABRS, BBRENAZENF. O HF, PMEBRN G AEERPCR S IEMH, BRRihEF, £
ZEPCRUEERENFHELESHISNPHE, AEMM LR SL RS ERESNPH BB RHEHER,

(EREMSNPEESZRIRS—E

SangerllfF ZEPCRISNPERE A Affymetrix SNPE A
Tagman SNP& &L MassARRAY Bt & [F 53 8Y lllumina SNPE&H
Snapshot SNP43E! SERASIF
2B FENF
SEares it llE
lllumina OmniExpress,Omni1-Quad,0Omni2.5M,2.55,5M
Whole Affymetrix 6.0, Axiom

genome 500,000-5,000,000SNPs

lllumina Golden Gate

. Infinium ISelect, Axiom
Candidate 384-2.300.000 SNPs

genes —
lllumina BeadXpress
Fluorescence probe based Systems
Low plex Fluidigm
genotyping Sequenom MassARRAY

1-384 SNPs

SNPIGITES (ERLE )

03



SNPEES MRS

| SNPEEATH

(BRI LENEEEERSBFEE—Affymetrix  GeneChip® HHFES. Affymetrix  GeneTitan®FE&H]

Numina$FRHRG RS , REUBSHEINIEMREDERIRSS AR LEE RAtSENERS BNEDNEER O
Eﬁﬁo

0 %ffymetrix SNPEGHIRSS

£/ Affymetrix AT AN FEERREADEZIS B ERB A (light-controlled in situ synthesis of DNA microarrays) , 28
IR BENGEHERAR, Affymetrix GeneChip®44iH B R SRR FE—FSR IS E FDARGERTRTEIRIMS #T
ROV

GeneTitan®{{B8LLR L RAIABAffymetrix®BEEHT) GRS AL BE R T E— M TRFIINEHHAE.
Affymetrix GeneTitan™{g#3z, RTINS ASTI AT , RBLITHA :

, IR © GeneTitan®*PATNARSHAS HREN | NHATIESAT R ;
. EH . FEHFRIEN305% | TRMESF

, SE B ST R iRSEREA R B ;

.« SERRARERIRER A RS B E T EEMEEE.

P N By =

EFGeneChip FEIBEELET H

Genome-Wide Human SNP Array 6.0
mETE : Affymetrix Genome-Wide Human SNP 6.0 5 7= SifizsiBid 1,800,000 NEETERIRE - SIEEE906,6004
SNPFOiEIT 946,000 A FHa U2 IMELEE(L ( CNV, Copy Number Variation ) f9#5E

Genome Wide SNP_Physical Coverage

_ : i 2=
LELLLLELLS & b, Affymetrix SNP6.0 i H 4 ER B R

== #5NPs/Mb —8— #CNs/Mb —i— #SNP+CN




SNPEESHBR AR

® 482,000/NSNP3EEFHICF=EA500KEISNP5. O E

# 424,000 SNPEIEEIFHapMapitRIhHREESNP , X, YE@&Emekis FREREERSNPLIR RE FEERAXEN
5001 Frigit el SR InAdbSNPEIEREAISNP ;

# 202,000/ NETFHENS, 677N EXE N HERKIENIRE , XUKERTSHRETREMIRE,. Z8IEES3, 182N EEE
RIS FIIR6 1 NRE i ;

744,000 MREFFISDERIRANREE | EREIRNMENHER R,

DMET™ Plus

HRME : ASEEELPER (SNP, A, &Rk, SH%E ) 2SEFRMYE—EW=4ETRANREA. HxmER
AffymetrixfEt T DMET ( Drug-Metabolizing Enzymes and Transporters ) PlusseBfRR7AE, BRERNIZ2SMNREF S
REFEEFERO1936M D FIRc, XEDFIRCELERRMEE. E01200MMEAPIIE, BIRBFRNMED FiFcHE
8 | ARENTLURNSYRIETEEBBENS , ANTARESMAEIERNR,

HEF GeneTitanFEfJAxiomPEE DB

Axiom " EESRBERSRABRMSTER, SULIEEENRYMNEELAE , BALUEEREAxom " ERAKIEENE
ESpE 2 el a: WS E
SEA o YHAWE. (HARREMEFEAGEATHTERSR

o Axiom®SHTRIHSIHEAGERS ( InDel ) FHRILEZFTAMRESNP

o SHESNPRIARNAZ0 bp , SEHL T ESBHIQTLAHT

AISE e {2100 ng DNA , I HEEES LR | ERTERHALR
o EHERUSHIE > 99%

& o Z2BEmLATE , SEMMESSSHE AR , MATIEINA TS
o —KEGHIR LRSI RIBANEE , BB MERBIR26057ER

Axiom® Precision Medicine Research Array ( PMRA ) — BTG A

ER—REBESNPIGF, SNPITIC N BE T £ EFEA, R S BEAXREOTIREENSITNERE;

PMRA$R{# T B E#7891000 Genome Phase IIF1E# ZE20165E5H {3HINHGRI-EBI GWAS catalog#iBEEFHIR
B, AXRBOR A EEENRIE,;

BEELIRFIITNBUR(LS;

BEEREGWASHIRBIEAEHEX B TR (common variants) ;

BE T RENEBAXNTSR, BIFEHLAMKIRIERMImarker, 7 a]fEAAxiom HLAD BUIRE#HITHLAS BY;

18 T MM R EARX B marker, MIMRFEFEGWAST R PEEINLSER;

S5HENRFAHET —EfingerprintSNPs, 8] F FiBEREZ,

AxiomSRFmBR
o
Axiom® Precision Medicine Research Array A ~903K 96

Axiom® Genome-Wide Population-Optimized
A ~12M 9%
Human Arrays
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Axiom® Equine Genotyping Array b= ~671K 192
Axiom® Porcine Genotyping Array % ~659K 192
Axiom® Trout Genotyping Array =] ~58K 192
Axiom® Trout Genotyping Array 384-format =1 ~58K 768
Axiom™ Genome-Wide BOS 1 Array Plate
Genotyping Bundle 1 * Sk Be
Axiom® Genome-Wide Chicken
Genotyping Array 2 280K 192
Axiom® Buffalo Genotyping Array pl e ~90K 192
Axiom® Salmon Genotyping Array =X& ~130K 192
Axiom® Soybean Genotyping Array =2 ~181K 192
Axiom® Cotton Genotyping Array 8t ~36K 192
Axiom® Wheat 820k Genotyping Array Plate A ha& ~B820K 96
Axiom® Wheat 820k Genotyping Array Plate B haE ~820K 96
Axiom® Wheat Breeder's Genotyping Array h&E ~35K 768
Axiomn® Strawberry Genotyping Array BE ~90K 192
Axiom® Maize Genotyping Array ES S ~600K 192
Axiom® Rose Genotyping Array g ~69K 192
Axiom® Rice Genotyping Array IKFE ~43K 192
Axiom® myDesign™ Human Genotyping Arrays A 1K-2.6M =480
Axiom®™ myDesign™ Genotyping Arrays for - K 2EM Sap

Agrigenomics

1. FEERBHRE © OD 260/280{BRTE1.7 ~ 2.0 Z 8],
Aze0/A230 > 1.5 ; RNA WiZERTE ; 788
HE MR EYTRIDNASEE,

2 PERRE | REMETS5ng/l ;

3. HRER BT EREEFRSTF2ug .

4. BEEER ; i8R 1EReduced TEH,

5. FEEN : DNAGRER (-20°C ) ; TEEid
ErhisHparafimBEOEEHF , LIBFHILSS ;




Oz/lllumina SNPGHIRSS

lllumina ARLANIFIVSSERE , MEEEYS R HENLSBESATZNNMAETNTES. llumina SNP Genotyping$®
PR EHBENIKE R HA ( BeadArray™ ) |, AR RESSESNPRIAITON , HENRETSE | BENRAZIA
A, lllumina SNPIEREERESMREIIGH | B1ECIZ BN ANET A2HapMap#11000GHHREZITHIOMNith &
I ; SHEMEESRS LR R FNEEEInfinium iSelectiBElS .
~EmBER

Infinium OmniZhongHua-8 Kit AZE ~900K -—--
Infinium Omni5-4 Kit A ~4.3M 16
Infinium Omni2.5-8 Kit A ~2.4M 16
Infinium OmniExpress-24 Kit AZE ~713K 48
Infinium OmniExpressExome-8 Kit AZE ~960K, &274K 4B FIm 16
Infinium Omni2.5Exome-8 Kit AZE ~2.6M, 2364K SAEFIR 16
Infinium Omni5Exome-4 Kit AZE ~4.5M, B529K S RFIS 16
Infinium CoreExome-24 Kit A ~552K, &270K 4FB TR 48
Infinium Core-24 Kit A% ~307K, 4K S BF s 48
Infinium Exome-24 Kit A% ~243K9NBF IR 48
Infinium ImmunoArray-24 v2 BeadChip Kit AZE ~254K, &250K iSRS 48
Infinium OncoArray-500K Kit A ~500K, &250K EBEtE XA 48
Infinium PsychArray-24 Kit AZE ~589K, &50K Iathmtaiim 48

Bovine HD BeadChip = ~770K 48

Bovine LD Genotyping BeadChip s ~BK 48
BovineSNP50 DNA Analysis BeadChip & ~50K 48
Canine HD BeadChip X ~T70K 48

QOvine SNP50 BeadChip * ~50K 48
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Paorcine SNP&0 BeadChip & ~60K 48

Maize LD BeadChip X ~3K, 48

Maize SNP50 S ~50K 48

iSelect HD Custom Genotyping BeadChips TE fl 3k-90k 24
iSelect HTS Custom Genotyping BeadChips TE 1l 90k-T700k 24

iE . EEAMEI G AT RiEE A IluminaB S mE S,

Infinium OmniZhongHua-8 Kit

EE T PEAREEIREGER  BEMAHERENESRERATH.

SLARESNPREREHapMapfiE ="M ERUIRFARZREAIR (1kGP ) , IAFEFEARHPRRS TR
AOMEARSRER,

HHEEPEAB1%NELER ( MAF> 5% ) FI60%AIMEER ( MAF > 2.5% ) , IEALBERBXEHAE (GWAS) .

EHAlllumina®FfBeadArray ™A , FHRHEHFEBNEIERE | FiotH=> 99% , EEFR> 99.9%,

Infinium Asian Screening Array

T0R MRe, BEALERABITAGSEEREL

ERHASZEEF 000+ A BN FHER (15-30X) L 1L S

EEEDM A RERETR—ClinvarfiERE , J195E5 B 8 el SRR SNPLR.

CNVEREHH4R : AT 1T100 2%, 2,258 MR E 40005 MNONVE T T,

BERERE 28BS  RMEXEEFETFESEERAFF S (ACMG) #HENSSNEE, AT EERFEHR.

Y EEB T A EECYP2D6, GEPD, CYP2C9, SLCO1BL. CYP 2C19%E M A SI B ER/YI373Mstar
allelesFICNV.

1. DNAFESREHE 1 OD 260/280{EMTE1.7~2.0 8], A260/A230 > 1.5;RNA RIiZERT A, AFSBEHEE MEsHE
EFEIDNATSE,;

2. DNAME IR  iREAMEF55ng/ul;

3. DNAEREE . S MHREERDF1lug;

4, M2 EDTAUAE, 2ml, -20°CkFa1R1E;
MEEACRAR RS . -80°CKFBERTEE;

5. @il DNARRIZEH (-20°C) ; 1EEH 2 P i5 BparafilmiE & O FE4F, B HIE 3.
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E IS EFAFEDowling-Degosim bl ERIHEE

Dowling-DegosimR—MaZmticis , HERERBIHEE  FHEASKENERREENE. REMRIEEZTMEY
R, AWFERTEEDowling-DegosBNREFENHTTSR , BEHAEER191. (FEERT SangerliFHHRTEEE
HEFREFEABCB6, POFUT1FIPOGLUT1ZEZERIREA |, /T LiB{asEEAYlumina Infinium Human OminiZhongHua-8&
BEi BT EESR, SIS SEEEEAE12q13.12-12q14. 1R , LODEH3.19 , BANEER13.76 M, BE, &
Heb—fSE |, IREHTTHNBFEIF , T4 BAgilent SureSelect , MFFREH100X, ERAREAAI TKRTSEFEEH
WIS FHIZEEEC.2T>G (p.Met1?)FINEURODAEFRI—ME M EREEC.376G>A (p. lle126Val), EidfERSangerflfFit{ 585K
RS EST  FEBHER | MalEE0EE S&RmIEX.

. (b} Parametric Analysis for Dominant_Model
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a0 BE IgN i t H
= 3 | 1 i i ERl | ¢
== sl 1 i H
== sk i i ]
0.0 50.0 100.0 150.0
- % © Chromosome 12 Position (cM)
= OB : HE (¢
e B H | ¢2T>G (p.Metl?)
S s H
e B AACAAGCCACCATG TCTCGCCAGTC
==
e G
Tuu  ne
o &
= B

[0 Wild-type
AACAA GCCALCCATGCT CTCECCAG TC

i

LI
ERRLETRRIng

Dowling-DegosiEBEEEKRTSRIEN, (a ) BSROHT; (b ) EHHT , BIHEXKIHLODER3.19 ;
( ¢) SangerflFFIRIEKRTSHEELER

[F3zH4k - Li M, Wang J, Zhang J, et al. Genome-wide linkage and exome sequencing analyses identify an initiation
codon mutation of KRTS5, in a unigue Chinese family with generalized Dowling-Degos disease. Brit ] Dermatol, 2015,
174(3):663-666.
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BE BEEEEEIQTLER

IEIEIEMEL (Genetic linkage map ) RUIEREEMENEMDENBEELE , ARy FEERCZEERHIE
IEE. ERTAIRTHEHFRINEREHE)  BEDNNEIASEEREM, $EHEK (Quantitative  characters )
BIEE—TEHERNS MERIBEEERMER | E— T EFRS MM NER—REEENESS T . ELTEMREER
H5E, BRICH , ASEisHIER (WEYF-E. £5H. FRE, I4FRIE. FERKES ) ORI EEER | FRaE
BMRAIR (quantitative trait locus , QTL) ., QTLEfZLAUSEEISAGRHER , SQTLEIEEEEEN— T KER, £

H—SHEREANERE | BRRE EREENFS.

{EERHA& (F1, F2, RiLs , BC) , NA#L > 200

RN R
& 23

fEEEHS
Btbe. SHENETR  BEOR
i EHEiE R
U
QTLIE(
RI— e mEESGERRNTSERBXIERIOQTLER

BaFFBAKYR  R2ERECT14FRNFTR  FARHTESEESNPE R, AHRHARME AR e
FEM1T19MMEFI2ANESR |, AT Affymetrix Axiom Carp 250K SNPESHEHTEESE |, B3 7T FIONCHER0.38cMINE
EEEHEE. FIAGKEE , FENXMRENERERMR (FE. K. [BRE ) B T3S IE#ET 7T QTR , £EH
T 2207 MERIBXRMQTL , 18 ( PE ) BASETE 1ML, HREHTTEFRENXBONFAEMSTNEE, R
EEMER  AREEHTEIEBEXERERETKISS2 , IGF1 , SMTLB , NPFFR1FICPE , LIRS — A MHEX<ERE3KSRH]

DMRT2b, ARG e AiEEE R e EE A QTUSEEARACER At T A M#ED.
(a) (b)

~log(F}
S S e R eSS
- =

L iy i i PRI o w0 Rt ety

=

scatfold2i37 DMRTa Scalioid1nisT

HEERQTLENE
FXRBROHT.

a. FEAMRRAIRIE
SO
B, FEREHS
H#riS2IMLODME ,
TERXESE
Ft9-log(p)E ;

b. 2/ QTLEES
182 &3KSRH
DMRT2BEHR

[F3ZH4E : Peng W, Xu J, Zhang Y, et al. An ultra-high density linkage map and QTL mapping for sex and

growth-related traits of common carp (Cyprinus carpio) Sci Rep, 2016, 6.
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BE= 2ERAXESHT

SERAXRBESH ( genome-wide association studies , GWAS ) E—FEe B RENE HE A B ARSI EERH
fTRRotrakiaxtEstr , AT ERERHITRERERMNS L. Bl , GWASBE AHEDEEMIRAIMA ( quantitative
trait locus , QTL ) FBHEBUMNEEFE., MESESZRMEYMEEES R0 E , GWASIEES Zb BT R,

TR (REMR ) - PBcase/control , B/ >200-/4H |, HEFF > 5000N/4E
FToRANUR (EEMER ) > >2004 , HERF > 500
FEME B > 2004, #EEF > 5004, RIEHERER

SRR BHEHER
WEEESNPERC
MiBEIE  (MAF | call-rate , HW-p)

AR (RSRIHEE)
HIBHIE (SERERIE)
SRR RS

it R ERAGWASTHRISIN (T HEXEA

T hRRSMIMIEENHERIE | SRS RER ARSI, FUERCWASTTIERIRT
WHATHERNEEER. WHRIAERT 265 M08 , FHAEF0RMFHRMBEIEMR | 44, 2BIAT1 : ECRHE
(16% ) PIFTSHIORE ; T2 : SRFTSHORE (GBEARUEICR ) ; T3 : FI3H0KE ; T4 BEAKTIHOXE,. EESET
e LIBMAEE5ERL | (BRI T Affymetrix Axiom EERNSEEN |, B155600K Affymetrix Axiom HD chicken genotyping
array , 4R 7599,8984 SNPiim. SEiTEEE | (RE5468,02040-SNPHETFGWASHHT. SRIEFRINEERIR , iTHR261
EE. BE . (FEN26MEXERBHTRBERESY  RIBEREFMEH—LERIMER , RBSORC2ERSEMERE
£, IREREERIEE,. 85  ARIDSMTLEMIERDF- 12T SORCS2EENRIAR | MRA E FEERAR
K. MERBRSORCS2EATHERK IS CIIBIRIIRIA , NTIRIERSHEET HTRE.
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™ T2
8 &
1
& &
_— ~_
= S
El E
g &
2
0
1 2 3 4 5 678 W0 13 1B 24 1 2 3 4 5 678 10 13 18 24 B
Chromosome Chromosome
™ T4
8= 8
6 6
a s -
— -
o
g E
_I a= 1 2
o- 0
1 2 3 4 5 878 W 13 18 4 B 1 2 3 4 § 678 W0 13 18 4 29
Chromosome Chromosome

T1-T4A KR AR Manhattan® |, BF04L G5 FIFP=4.6E-671P=2.3E-7

JRIM 4 : Li ZH, Zheng M, Abdalla A, et al. Genome-wide association study of aggressive behaviour in chicken. Sci
Rep, 2016.

T X BRI DT

AR ERTRINBERET AR A ANEE, SHEMTIRINEN—I¥R. EESEESENRRE  BikS
EREMERR—RHS FHRC , BMERARTEEFENS FIFC. BRI EENCLITE : (1) Bamiitx
R, BASIEESEE ) (2) BRanEEHER  MRRAENNCNEISMERNA BN R ; (3) BHENmEaSs
ik, GlanEREEEA BRI , BHAD AT AS,

EE=EE
RAHE | T8, SEMES > 307
EZvid
BHEREE
WEMESNPIFIC

RIS ( MAF < 0.05, call-rate < 0.95, HW-p < 10-5)
SHEOT (BHSISESI, LD-decay, PCA, #HERINIT)
EIFIHE  (Fo @i, EIEERROH)
JRERETEE ( GOHIKEGGEESHT )



SNPEESRBRA =R

(EEEBESNPEE IR AT YIHLE S

HRERRES 2N ERAENFNAERMETRHNSEREAAT SR "NJAU 355 K SoySNP array” ( EFAffymetrix
AxiomIEE ) 367 PMAEHA (BIE105MEFEM262 M ISR ) HITERSE. 8%, MEM367T MERRTTIRESHM
RGN | SREFPT AT RITEERTPEIBIHCE. EEEEER ( Selective sweeps ) FIRESH (Fst) 2
#r, RMFEESE TYHMNERERER. ATH—STHRMFEREXMSR | X367 MERRTT MFERENSTS
HRBXEOHT  RM20SREN EN—FREMFHERKEEESHTERX. FMRERSBESNPERHTNERENAZ
HTHE , SABRESHESITIIEHAH L DI EIRCGEYIHER | BB GWAS T RE T SiztHiEXNE
X1,

a C
= V
0.8 — wild : .n
— cultivated s | 5
06 |
2 |
= L] e* e
o =] E gl - . -
L 04 - ® o
o] ate ; .
0.2 = Sl o i Y
e ——— -3 - 5
9 _-' % T o
0 4 s - P
I T T T T 1 &
0 200 400 600 800 1000 a1 on o1 oz os

b Distance (kb)

1 i
.

a. LD-decay43#rr ;

b. BHREEEM ST ;
c. PCASHT ;

d. FRIRERHEER

LB FsuEfEa Lot
@ : ROD=1-n/m2 ,

JR3Z 4k : Wang J, Chu S, Zhang H, et al. Development and application of a novel genome-wide SNP array reveals
domestication history in soybean.. Sci Rep, 2016, 6(1):856-859.
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| EEENF

BT UFSARNARE SRR | NFSRAOMAEERE , BatbCRAERRESBEFRZ—, ENTEH , MFESE
AIEETRHENEERIGHTRIRNEF | FHRAEHERNFARNES ;| WFATARRTRGUARTE | HEBRNHR
T ; BRATLAKEMISNPLAS: , FRESSAIHEAGRSE (InDel ) . #EIBEER (CNV ) FESHESR (SV) .

07 e

NErE

SureSelect lllumina Hiseq SNV/InDel
Bt BERI Ampliseq lon Torrent PGM SNV/InDel
Haloplex lllumina Hiseq SNV/InDel
SHBFimENIEE SureSelect lllumina Hiseq SNV/InDel/CNV
SEFEESNF - lllumina Hiseq SNV/InDel/CNV/SV

02 wxes

1. BERREHRE : OD 260/280{EREIFE1.7 ~2.0 /8] , A260/A230 > 1.5 ; RNA [iZERTF | ASEEE MAEE YR
DNAjSH ;

2. BERRIRE © MRBEAMET S5ng/ul ;

3 HEREE  BTEREESRDT2ug

4. BERRIEF - TBARETERE K

5. Bz . DNAERESR (-20°C) ; fFE=idiEhiBAparafimSEORINT , LEHHISH.

=
<+
\i
5
el
.

A
3.

¢
¢




03 mrms

e ——— R ——
i 20 BRI FEE SSRGS Xt EEESUFREGT —EERENE -
| SNV/InDel/CNV SNV/InDel/CNV |
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