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Japanese Applied Genomics Quality Control Site

HOME

ABOUT REFERENCE

Purpose of JAGQC

EF—HR—2R (JAGQCdD) &, GWASICH TR AREI = /91 VI TF—49 DEANRLZQCE—E
L7=AE  (JAGQC Pipeline) TITW 1), ZO7OCRERBEEMIETICRETT %, CNICEL-T
REBOYT / L74 REEBFTORIMERALICRITZTEEBNE L TWS. AEH, JAGQCTiTHh
HEEIILTOQIERBEZNTE D, BRHANLET—FREEYA MO SEBREAEIND I EIFRLC,
FEERTEEDIYY A MO BEKEI NS,

JAGQC Pipeline TIELT D 2 BEDQCEITVY, Zh 5 DORITARE (log file) RUEREY Y YO—R
ARER LR TIRNT Do




QC Pipeline® AR

glossary

WgREBOY / LOA BB TR, S8 (MBA~BTA) Dcase (BF) Bicontrol (HE) BlcoLWTlEX
BHOERT—hN— (~BHENFOSNP) CET LI /9 TEREL. MEMTFLIBECHRLZE (X
MICRERRICE T AM2ERETYE) B INPERRT 5. FLTIDOLSUSNPOEFBICREER 43
WENERSFEY S LB8MT 3. ZOFRSEMICETTE 301, A ERERMNMLEGEHN CRE AL
EhsdrFUryFahTnad I &, BRREVWCHEREENEVWI L, I/ FEYTHIERTHED, BDF
A E 2 OENE (sample call rate B IFSNP call rate) A +HaEWC &, FrEV T OEME (missingness) 1
SHDVAFIT v IR0 HAEAEMTO) b s, SORGERLTLSEEICEShS, L
LZh S ONREEMOGWASTRAT L HERIATVEL, T TREOCWASTIR TR, SohikT—F i
LTHA2Q2AYTsFzv? (Q0) TV, F—Ftv FOEEISORROEFEEANE D ERMICETL
T CRIERTLT—F 71 L9 Vo TEERT, MEBRETS I ELBS, KBLOewWASHRR, E<FE
HARSHAEFERELLET—YQUOEREFORGTIOEAEHRL T, BERIFORYUMETETL2LENS
B

2) AffymetrixtDNA Array(c & SEATICBAL TIRIEAET -4 (celfiles) EANFT—F EL, T/ TS VAR

@A E Lz Affymetrix Power Tool (APT)@Birdseed v27OF S hlc k2 TV / FrEXFET 2 LBRERWV
%

3 luminatt BeadsArraylc & % BT ICBI L T idBeadStudio T — S RRITY 7 b7 x PICK BSNPY =/ 91 UV %17
W, TOBROV /¥ FF—SEANE,

4) purcell 5, Neale B, Todd-Brown K, Thomas L, Ferreira MAR, Bender D, Maller J, Sklar P, de Bakker PIW, Daly MJ
& Sham PC (2007) PLINK: a toolset for whole-genome association and population-based linkage analysis.
American Journal of Human Genetics, 81, 559-575.

3 patterson M, Price AL, Reich D (2006) Population structure and eigenanalysis. PLoS Genet 2: e190,
doi:10.1371/journal.pgen.0020190.

—RQc

BTS2 /9407752, 3 ZHULTPLINKZOZ S LY 2ANT, Yz /510 TEREED
"D OEE (Test of missingness by case/control status) . EHOH—& OB (multidimensional
scaling) ZE{ToIBERERTT 3.

ZRQcC

BN /A TTF—FDOFTeall rate  99%LL EDSNPERBWTERSMT (principal

component analysis: PCA) S1%{FL., SRHOFE—EIMIBLUEFHSICMT 320 TEME
BLUZ OBITEOlog file R BRT 3,

Project ID Button

JNTM 1 Go
JNTS 1 Go
Illumina Hapmap 1 Go

782¥ 1% FID: INTM

F— ) — A DIES  BEENTE T ]

LiFae

75w b7 A4 —4 ¢ Affymetrix SNP Array 6.0

ZFAFLT 7 A b D INTM#=#2% cp]

URL: hitp:#/

PLINKQC RESULTS

Description Mmllﬂ i Button
Sample( imiss) table 4-Jan-2009
Test of missingness by case/control status(.missing)
he 4J3an-2009
Sample clustering 4-Jan-2009




FID
JNTODT
JNTODZ
JNTOD3
JNTO04
JNTGOS
JNTOOE
JNTGDY
JNTODE
JNTODO
JNTOTD
JNTOTT
JHTO12
JNTO13
JNTO14
JHTO15
JNTO16
JNTOTY
JNTD18
JNTO19
JNTO20
JRTG21
JNTD22
JNTOZ23
JNTDZ24
JNTOZS
JNTOZE
JNTOZT
JNTG2E
JNTO29
JNTOA0
JRTEN

11D MI5S_PHEND
JNTODT N
JNTODZ N
JNTOD3 N
JNTO04 N
JNTO05 N
JNTODG N
JNTOOT N
JNTODE N
JNTO0O N
JNTOTD N
JNTOTT N
JNTO12 N
JNTO13 N
JNTO14 N
JNTO15 N
JNTO16 N
JNTOTT N
JNTO18 N
JNTO19 N
JNTOZ0 N
JNTOZ21 N
JNTOZ2 N
JNTOZ3 N
JNTDZ24 N
JNTOZ5 N
JNTOZ6 N
JNTOZT N
JNTOZ8 N
JNTOZ0 N
JNTO30 N
JNTO31 N

N_MISS
1751
1840
2760
112
4025
2aal
1929
2411
413
2003
1767
1827
24356
4236
1
2397
1928
1633
321
1183
166
J604
J626
4427
4012
4199
34389
183049
Jin
23713
1993

N_GEND  F_MIS54
BEB16T . 002017+
BEB16T . 0021194
BEB16T 0. 003179+
BEBIGT 0. GO19724
BEBI1GT 0. GO4636-
BEB1GT 0. GOZ29384
BEBI1GY 0. GO22224
BEB1GT 0. 002777+
BEB161T 0. 003586+
BEB16T 0. 003344+
BEB16T 0. 002035+
BEB1GT 0. GO21044
BEB1GT 0. 028294
BEBIGT 0. G032
BEB1G1 0. GO13564
BEB16T . DOD2761+
BEB16T 0. 0022214
BEB16T . 001881+
BEB16T 0. 003768
BEB1GT 0. GO13654
BEB1GT 0. U204
BEB1GT 0. 041514
BEBIGT 0. GO41174
BEB161 0. 005000
BEB16T 0. 003460+
BEB16T 0. 003685
BEBT6T 0. 003004
BEBIGY 0. 021324
BEB161 0. GO3659
BEB1GT 0. GO2 1364

PLINK! | v1. 05 | 11/Dec/2008
(C) 2008 Shaun Purcell, GNU General Public License, v2

For documentation, citation & bug-report instructions:
http: //pngu. meh. harvard. edu/purcel | /plink/

Web-based version check { —noweb to skip )
Recent cached web-check found... 0K, v1.05 is current

Writing this text to log file [ ut_bin.log ]
Analysis started: Tue Jan 6 21:39:14 2009

Options in effect:
—bfile ut_bin
—al low-no—-sex
—assoc
—ad just
—ci 0.95
—out ut_bin

Reading map (extended format) from [ ut_bin.bim ]

868162 markers to be included from [ ut_bin.bim ]

Reading pedigree information from [ ut_bin. fam

198 individuals read from [ ut_bin. fam ]

198 individuals with nonmissing phenotypes

Assuming a disease phenotype (I=unaff, 2=aff, O=miss)

Missing phenotype value is also -9

99 cases, 99 controls and 0 missing

0 males, 0 females, and 198 of unspecified sex

Warning, found 198 individuals with ambiguous sex codes
Writing list of these individuals to [ ut_bin.nosex ]

Reading genotype bitfile from [ ut_bin.bed ]

Detected that binary PED file is v1.00 SNP-major mode

Before frequency and genotyping pruning, there are 868162 SNPs
198 founders and 0 non—founders found

Total genotyping rate in remaining individuals is nan

0 SNPs failed missingness test ( GENO > 1)

0 SNPs failed frequency test ( MAF < 0 )

After freguency and genotyping pruning, there are 868162 SNPs
After filtering, 99 cases, 99 controls and Q0 missing

After filtering, 0 males, O females, and 198 of unspecified sex
Writing main association results to [ ut_bin. assoc ]

Computing corrected significance values (FDR, Sidak, etc)
Genomic inflation factor (based on median chi-squared) is 1.09348
Mean chi-squared statistic is 1.01327

Correcting for 699040 tests

Writing multiple-test corrected significance values to [ ut_bin.assoc. adjusted ]

Analysis finished: Tue Jan 6 21:40:24 2009

BEBI1GT 0. GOZ2296-
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Kyushu University Definitive Haplotype Browser (D-HaploDB)
Showing 200 kbp from Chr21, positions 14,580,000 to 14,779,999

Bl Instructions

Search using a sequence name, gene name, locus, or other landmark. The wildcard character * is allowed. To center on a location, click the ruler. Use the Scroll/Zoom buttens to change magnification and position.

Examples: Chr21:14,180,000..15,180,000, BRCA.

[Hide banner] [Bookmark this] [Link to Image] [High-res Image] [Help] [Reset]
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Nature Reviews Genetics 10, 194, March 2009

Mapping complex disease traits with global gene expression
By Cookson, Liang, Abecasis, Moffatt and Lathrop

FURTHER INFORMATION

Liming Liang’s homepage:

http://www.sph.umich.edu/csg/liang

Abecasis laboratory homepage (contains programs for

genome-scale data analysis):

http://www.sph.umich.edu/csg/abecasis

Catalog of Published Genome-Wide Association Studies:

http://www.genome.gov/gwastudies

Database of Genomic Variants:

http://projects.tcag.ca/variation

dbSNP: http://www.ncbi.nlm.nih.gov/projects/SNP
=) D-HaploDB: http://orca.gen.kyushu-u.ac.jp

Genotype-Tissue Expression (GTEx):

http://nihroadmap.nih.gov/GTEx

H-InvDB: http://www.h-invitational.jp

mRNA by SNP Browser v 1.0.1:

http://www.sph.umich.edu/csg/liang/asthma

UniGene: http://www.ncbi.nlm.nih.gov/unigene

VarySysDB:

http://www.h-invitational.jp/varygene/home.htm

WaferGen: http://www.wafergen.com
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Switch error rate
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Haploid vs. Diploid in CNV Detection
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e In CHM (haploid sample), most CNV (deletion)
markers were detectable as a cluster in the third
quandrant, whereas in PBL (diploid sample), they
were located at the tail portion of the
distribution of normal copy markers.

 After segmental evaluation of CNVs, both the
clusters of normal copy and deletion segments
were detectable as distinct and compact clusters.

Kukita et al., A.J.H.G.(2010),
doi*10.1016/}.a7hg.2010.05.003
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