21

=
ot
%
=

b/ LR AW Wy B - Rl
NAFA2THIT 1RV —IVBIE

MAX=xT7sr  BEAREHE

KA — 27 =% (next generation sequencer, NGS) D&M L) 7
LRARER L DD HELRD DL LY, ENIIHbE TR H L LRIy — L
PR ENTELMBTY —Vida<xr RS54 V2L 00, 757
AANGI—F = 5 =T 2= AZfiRAIDDRE, TRHETNHNAFA T
TRTA T A%k DHENToTCIRDPoMRABCDEHLLT VIS Yy —n
P - AEZOTHESIN TV A XA -7 231375 2&FEELT
D AEHIE, MERRDODT—h —DOER R EANTEH SR TW5.,
CITIE, BT AT ANFIHIER 2 NA A Y 74T A4 7 AV =)V
WIS 5.

1) 5/ L7€>TY

7 A7+ 71 (genome assembly) i —27 s EoN%
DNAWR #2% EEbETRVENZHESLZETHA. Liilde F—A5D
T AREGT HT2OICKREREEERHPLETH /2. e RIEE MY
A0z MTIE, BMYSEEO 19904 1230 % it 7290123068 FIV154E
DLEEE D b7z, BGEED1991FIITLE R PRIZ27THE Py & D
phi7ay = s M2 FERiE L 02003412 T L7z (National Human Genome
Research Institute. “The Human Genome Project Completion : Frequently

Asked Questions”, URL1-2-1). kit —r7 o lHIcL Y Zna

Mari MIYAMOTO X Mari.Miyamoto@giagen.com
An overview of bioinformatics tools using Next Generation Sequencers
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b B R & KIE ISR U, &3 Olluminatt ®HiSeq X Ten ¥ A7 AT, &
N A%1000 RV, 2 HTHE Z &AM REE 22> T\ % (llluminafh, URL1
-2-2). BUEF I 7 v 7 A BHEN TV RO —iE2 K]1-2-1LTRT.
REEIREDOT ) ARHENTRBO) XA M LB L TWEZE 0.

FI AT TYDOREZ, EROY A —EICK V@RI NN L,
KMy = 2 oY flio THRONZFETIEIRESERSL., T
i, BONIWHINOESHHKTIERLT, ~HOF VTN EhsT—ED
ZTHEEL L %L, Y= 2y THRLNZEGIOK T OmTEZ ) 49 &
Fia il it Ew) FERE bhTwiz, kit -7z Homh
THHBM ANV —T > I (throughput) 2V/N&E <, FH1) — FED00HEILFE
Ji & K\ Roche 4543 — 7 T 4 (Rochett) 11 20K EFFHTETS -
7225 BAERD X SFH SIS N T S luminaftd ¥ — 7 T ¥ FIZEEHO T S
NBEI)BELRER)—FOT7XEy 7Y, ZoFEZA»Y, 757
PR (graph theory) ZFIH L 727V T X AVelvet (URL1-2-3, Zerbino
and Birney, 2008) 2SBH3s s 7z, BHAERMR Y -7z oRofiftE L
THEIMR = BBEHB LTS, F3MR -3, 14
FLRLVTDNAZ GO EM 2RO —27 2 % THUY, Pacific Bioscience
fhDPacBio RSII ¥ — 27 = VP EIMA T — 27 = ¥ 12H 725, PacBio
RS ¥y—7 x %k, SMRT (Single Molecule Real Time) 727 / 1o ¥ —
VIS BRIV, 150 FODNAZSHRLE LTI —27 2V XA %479 (Eid et
al 2009). PacBio RSII ¥ — 27 = %9665 57— 1%, lluminath<
Rocheft® V) — F L 38R % D, )V — FORIHFFEH T2 kbx W2 (Pacific
Bioscienceft, PacBioRS II Brochure, URL1-2-4, 2015-11-28), & 2 f:4X
V=X Y —LIIRL LT T FENHIE SNz (Chin et al 2013).

KT =7 o HOER LI O0DF ) AT 7T (assembler)
BHFLEHDO L) 7 ) 2F A XREL, ZHEOTEyT) 8ITR 5L
Nyt oTwsb (Luoet al 2012). KRR —27 v HOF ) A7k
YTV ELTHEBNYT ) A A XDBKRELDDICLBHTRLET LT T
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Fi1-2-1 BRI NAEREST / LO—EB

TIL TRy

. - V—JTUA N - AFy iy e W TEUTIL REIN
@R 24 0T v gy T R e Rk [ A
Ty S Yt ug A% Y — Pt
Dates Ziziphus jujuba Illumina 444 438 5898 32,808 12 2 SOAPdenovo 2014
‘ S ‘ (>100bp) g !
. . . Illumina 2103 SOAPdenovo
Pear Pyrus bretschneideri BAC-to-BAC 527 512 (>100bp) 42,812 17 2 SSPACE 2013
Sweet e . o e 16890 . . SOAPdenovo PYST
orange Citrus sinensis Illumina 367 320 (>500bp) 29,445 9 2 OPERA 2013
) X - - 95,216 . e
Apple Malus domestica Sanger+454 742 598 163 /57.386 17 2 FSCICBREZRL 2010
Grape Vitis vinifera Sanger 475 487 3,514 30,434 19 2 Arachne 2007
Peach Prunus persica Sanger 265 227 391 27,852 8 2 Arachne2 2013
i ’ (>1Mbp) o : ’
Papaya Carica papaya Sanger 372 271 17,764 24,746 9 2 Arachne2 2008

1%, SOAPdenovo (URL1-2-5, Li et al. 2010 ; Luo et al. 2012), Velvet,
ALLPATHS-LG (URL1-2-6, Gnerre et al 2011) %, 5% (ploidy) 7%
BOWAIZ RIS LTw SPlatanus (URL1-2-7, Kajitani et al 2014) 7 &8
FIFoha, Zhooy—idaxy K4 Y THREL, T2 AEYR
A=Y BFEPHBIRE LD OWLEE RS, HHY — VT, CLC
Genomics Workbench (QIAGEN#%L), CLC Assembly Cell (QIAGEN%L),
NextGENe (Softgeneticstt) % &25d%h 5. CLCOT Yy 73y —n &
g LUEHT 2 AE) 234 w2 & (Juemann et al 2014), CLC Genomics
Workbench 2779 7 4 A Ve f ¥ % —7 = — ADM %, Windows, Mac,
Linux WFNODOSTHHEMTEL I EHNAY v kb,

R ER O 7 A TET 7 24 X722 TRL, BOfEE, ~T o
T (heterogeneity), F72# 1 & L4HIL (repeat region) & &7 &, T
TYRLBEFETHLEENLL Y 7 A7y 7138 L < &% (Vinson et
al 2005 ; Velasco et al. 2007 ;: Zheng et al. 2013). =D & 9 a1, FIHL
TW2Y =087 A= DA, (VelvetTldk-mer, CLCTldword size®
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bubble sizek o727 €Y T DRERICEBELR B2 55 X5, Y—LD
R=aTVICEREYEH L), HRET DT 20MfEEO) — FTT 2> 7Y
EIT) B EERETL, MR THONIMO Y ) A7y 792 T ED
FIAT Y NG —DWELE LD, $72)—F DTV T ATy TR
WCHHET L0, 7F)VT4DF 2y 7 bHETHS. V—FOIF )74
DF = v 71%, FastQC (URL1-2-8, Andrews 2010) 12X ) L R— b DR
#47\y, FASTX-Toolkit (URL1-2-9) 7% &TZ 4 7 1 DR EET % B
FTHEEERIT) . By A= TRONAES O T &~ 7 121&, Phrap (URLI
-2-10, Bastide et al 2007) ®*CAP3 (URL1-2-11, Huang et al 1999) 7 &A%
», AETIECLC Main Workbench7z &43% 5.

2) RS RUOUTNTETY

S5 METIEDAET L D b B3 % - 7295, IR RPRRRICEET 5
Y, YU BEEI—FLTWRHHISE > THITZ T30 5604 <,
ZOHELHRE I N, AREBBAFIK 72Ty 70, bR ZY
7 b denovo 77 EIFIEN, mRNAD S5 IDNA (complementary
DNA, ¢cDNA) %L, ¥ =2 TV RAETHRy 7Y EITH. flibhdy—
& LTCi&, Trinity (URL1-2-12, Grabherr et al 2011) % QOases (URL1-2-13,
Schulz et al. 2012), SOAPdenovoTrans (URL1-2-14, Xie ef al 2014) & &,
NG YAZY T NHOT Ry T) =V wENG, 5 AL RRDLT &
VTS5 M) BEIEIRA TS A AN 7+ (splice variant) 12X AHEE D b
FGUAIN) T N ERETEDLL )L TRPENTVEHTH 5.

Ty TVIZEY M TR ) T MEKIRIE, T/ 7 — ¥ 3~ (annotation)
fHF D720 D#EF TR, FF A2 )T NORBEDHITRNA -segn’
Tbhs. THRINHIZOWTHERTWL,

3) &BEFFA, 7/ F7—>ar

BT Filll (gene prediction) & IZEFEEFIDS 5/ LEH] EO#El s T
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W WEETFHNTLIET, K77 M7 2MEEIRER, IRV T O
Ty T BT B R EI TS, FHITIE, BORLEEEET S
EPBRHMDAT v Tl b., NI OBROBIETFHMO Y — VOB G H
LT OTHSH. #0ELEBOHEEIZIE, v A (Zziphus jujuba) O F
77 M7 ansERINIHm L (Liu et al 2014) TldRepbase (URL1-2-
15, Jurka et al 2005), Tandem repeats finder (URL1-2-16, Benson 1999),
RepeatMasker (URL1-2-17) #fibhTw 5.

T/ T—=var i AHENTOURZEPHO T — 5 R—2 % ffin
BLAST (URL1-1-5, Altschul et al 1990) {2 XV, #HAERZEZITVT /T
—Ya ryEMTAFEE, B TFMEIT ) ab initio gene predictionlZl) &
na. HBICEEZLPMZITS Y — L Tld, Augustus (URL1-2-18, Stanke
et al 2004) X% GlimmerHMM (URL1-2-19, Majoros et al 2004) 25 A 4 7
(Citrullus lanatus) %7354 X (Carica papayal.) OT /5 —3 3 AFHFTHW
LNTW5S (Guo et al 2012; Ming et al. 2008). F7/:—#DOT /) 57— a U4
FEITINAT T4 Y RESNTBY, PASA (URL1-2-20, Haas 2003)
MAKER (URL1-2-21, Cantarel et al. 2008) 7 EAAB SN T 5,

Z DM, BLASTHZEH#EH % FIH L T, Gene Ontology (GO) (Ashburner
et al. 2000) DMEEZTVEETHZ T2 b I {fTbha@Tov0ED
THb. GOLITHIEZTFOEYFHEREL LEFHE LTI DTy X—
AT, BLASTOMEKKER EGOZMTIT LI LT, D) tkigz o T
WhHPHNRDL DK D. BLASTMEME RICGOZMMT 52y — & LT
1%, BioBam#L2'Blast2GO (URL1-2-22, Conesa et al 2008) %###fi L CTw 5.
Blast2GOl, BLAST DA RIZIEIVCCODE®RE T 27— ¥ 3 Y1)
L, WEESEZ2ITZ5Y—=VTHh5s. Blast2GOIZIZ A EM D Blast2GO pro &
WA D 505, WEFNhB T I T4 ANRA Vv —T 2= ATHHTE, £
L OmXTHIEPENTWDS (Hipp et al 2014 ; He et al 2013 ; Blanca et al
2011).
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4) % B AR

FBURMT (gene expression) TlX, ¥4 2727 L A (microarray) % FJH
TLHHEE, KMy =7 2507 —% ZFH T HRNA-SeqiEdH 5.
KM= 20D = 73X bOL2#ERKTICHEY, RNA-Seqiias
XA 78T LAICEERDLIFECTHHIA TS,

AT VADYE, T—5R33A4 70T VADF v TRATADIEK
RIS ST — 7 LIFIEN % BV DNAR R L TR,
mRNAD SERK L72cDNABT R 204 7Y ¥4 ALz D2t AF v —T
BARY, FOHOLEEZRIAEALWRL, T ¥ E217 (KEHF1FEESH
WFRRR) . 0, KRR — 2 =¥ TiE, mRNAAD SPER S 7zcDNAKH
RIS — 7 T CTIARIRE LIRS, 77 A0, $23MHTES
BT ) Kh5d LYENE, 7 ANy EY L, FFYAZY T
TLIIRy TENT) - FORERBEL S L. 7 ABEVITDRTES T,
RO ) AEFIMTERWEER, WBRCRRLET 2y 7Y ORETT
TV RITG, TRV T)ENTHRE N T AT PEREL, TR
FINY)—=FE<oErr7 L, vy 78— M2 RHE LT 5.

<A 7ua7T VA ORBFENR T, T FRTICRIETE Y — Vi, #aEH#
Wo* =72 =AY —=VTHAHR (URL1-1-23) £ THH T & %Bioconductor
(URL1-1-24, Gentleman et al 2004) % il L CRMTICAEE R %y r— V% F
T2 EMNTE L. FEMIEHREURS: KRB R EMGRAIIZER MHSE A
DY = 7% A4 & (URL1-2-23) IV EAB E IR I TBY, 72w
NAEHTH D, 7574 WV V5 =T 2= A&fl8@HlY 7 727
T, GeneSpring (Agilent Technologiestl:), CLC Main Workbench7z &A% 5.

KA Y — 7 £ TORBFN IIMRNAD 5cDNAZEK L, ¥—27 1>
AEAT). ZDH, V=K% NI VA7 Y TNy ¥V T LEBREZRIET
%7 RNA-seq W, BHEOFHIZOWT, §TEMHHREINTZT /A
PRHWEELREA L, 29 TRVWEHEICOVT, K1-2- 1Mo ERL
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Nengxney

SEINCERIONLNGYL A T LRI SHUBP BB YBBTRIXNENLNGYLAC T L




28 B1E 7 AMERENAFA Y TARTA T AY—

oo R INTT ) ABFHTE WA, ko727 Fikzfiv,
FNIYAZYT PEEETHE V) ATy THUEL 5.

BT (differential gene expression) &, W% SOY >~ FNFH L,
AUV ERLF Y TINVHORBEIIEI VTS, 2L 23D HFEAE
WA LIREL Z) THOWIERETH L. TREhOH v 7V OR B EZRNA
-seqIC X D EHE L 72, MEMMRMETHM OB ELZ AL L LR L. Y
N % 4T 9 Y — Vv idBioconductor % 38 L THIH T & SedgeR (URL1-2-
24, Robinson et al 2012) % DESeq (URL1-2-25, Anders and Huber 2010 ;
Love et al. 2014) 3% 5. FEHAEMBHT O Y — VTR X AHER I NI
% 7% (Soneson and Delorenzi 2013 ; Nookaew et al. 2012 ; Kvam et al. 2012),
HYDOF—yTRY T4 7 -aryia—), 24747 - 3> bu—L2iE &
R LEVPEETH L. KT — 7 = VBN OFBURHTICB VT, Hidk
OMHEED Y = 79 A MEWTT 2 R BRG] & LIRS T 5.

5) TE®KRHE

ZERML (variant detection) &%, WIRNROY Y TNVEZRT L7 ) A
My &L, SRRSO E RIS 5 ETH L. KRy —7 2T
flibN b5 L v HiEldsingle nucleotide polymorphism (SNP) &R &
LTV, SNPIEHLEMT1I U LOBHETRONLDDOEFL, KLY
— 7 T Y TROD L —HHZE Ridsingle nucleotide variant (SNV) &b
b, AETEHTIERIIZOSNVEIBL TS, XA -7 0 F2fis
CEROWME, HBOAT v I Tiibh, #1-2-21C 20, O HIY,
V—lVERLIZ. V—=IVOURLIZDOWTIZEI-2-3IT/MA L7z, KRELiih
ELTUE, BiE, ~v ¥y, BREWM, T/7—Y a3 AAHT - BaAARE R
. TNENDAT v T TEITHERD Y — VL2475 .
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#=1-2-3 EERERICFBEINZA-T>V—IY—)b

V— 4 URL

FastQC http://www.bioinformatics.babraham.ac.uk/projects/fastqc/

FASTX-Toolkit http://hannonlab.cshl.edu/fastx_toolkit/

BWA http://bio—bwa.sourceforge.net/

GATK https://www.broadinstitute.org/gatk/
Picard http://sourceforge.net/projects/picard/
SnpEff http://snpeff.sourceforge.net/

6) SNPY T/ 24 EY

SNPO~—h—% R T 556, &7/ 2RI HET S LEEFRL, B
NICHH L72SNPE RO 5 Z EHWE R B0, ¥ — 7 TV A%AT ) HI
D THRBIIHHR L AT HEPEFRSI . REW LR DL LTI,
il BR % 3% (restriction enzyme) % FJH L 7zrestriction site associated DNA
Sequence (RAD-seq, Davey et al 2010) & genotyping-by-sequence (GBS)
(Elshire et al 2011) 2328 F 5 5. RAD-seq TIZHIBREEZIC L h YIRI S 7z
KD —h i, TIPOEREHERL, RePMHTOREZIT) 2
ECREICHE L 72ERE O 5 ) TH 5. RAD-seq T, 7/ A5k
MOBAEWZDHHATE, HIRBERICI VU I KEH»r S —HOAD Y —
JIVRAERLI D, V=7 TV ADRERLTHENSTE, vy TEND) —
¥, #/3L v ¥ (coverage) < $AHTENHRLZD, TA MRS
Lo bMEON L MFRFTE 24 LTIHEH &N TWw5 (Hipp et
al 2014; Zhou et al 2015). RAD-seq®f##i>Y —)v & LT, Stacks (URL1-
2-26, Catchen et al 2011) 7% 5.
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7) SNPDISH

SNPY —H —2MERT& 5 &, ZNREH LAZIBHPTZ 5. RIS
(Quantitative Trail Locus, QTL) & DB# % JDIF 5720 DQTL~ v ¥ v 7R,
X 0 B EEE 24T 2 5 Genome Wide Association Study (GWAS), Filll% H
i1y & L 72Genomics Selection (GS) ¥ AR~ DISHAFTHI TV % (Kumar
et al 2013 ; Kumar et al 2012). GWASTIIIEE LSNPOEZ S <Y, LD
SNPOE M A RICHE L TW 222 BT 2018 L, GSTIE, L OSNP
BEHD, LwIHIRED S, ENPEHRIEEZ5] &M 7ZEE» 2 TS 5
ZEIEREYRT TS, GWASHNT TIE, PLINK (URL1-2-27, Purcell et
al. 2007) B AHT, TUVNVHEORESHIREREDY — Vot y b
EhoTwa., GSIIBWMAERZERICLAEHTETH LD, InE TOMNF
BTN L2 L) BRIELMEDN TV Y —VAHET DI Tl L, #Hato
HBREFF TN A A 74374 Vv Y L ORFEMFRICTHEHENS Z &3
UFELWnwEER L.

8) MBMIFY —IVEEL—T

D EODBHZETT HI2E, HEOY —VEHMAGEHLETT) FHHIEL
DI U TUDEMARE 2 YA, T 2 TEE DMV B LATH) S L & b,
F o ZNENOMHT Y — Vb EED U E LT CHBIEEZ D B3 7200 0¥
LBz, WEICHENRIERTED L), Y —VE T LOTETT
XLV —VHHEINTBVHREMTY — Ve Xidh, 22 TWL 0T
5. TD12oHIE, EEEFWEAHM L T ADDB] Read Annotation
Pipeline (URL1-1-27, Nagasaki et al 2013) 2 AMHTREICH725. Th
B4y =4y PEBHRHLCT - 2WEL, Y2777 7% 2L HT
EBILITAMTHY, RETHIA LIz denovo 727 )R, RN,
RNA-seqf#HriC ¥y — VEENRFELITTE D, av Y N4 Y TOMNE
Es#EL <, 9 FLTEHTERVIGAER, BITICLELRAEY, CPUDKE
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HRAVEa—IHPFATELVGEICAEHATH 5.

22 HidGalaxy (URL1-1-25, Goecks et al 2010 ; Blankenberg et al 2010 ;
Giardine et al 2005) THY, THEHH T T RX—ATORMERENTERE = F24t
LCwAY% 4 bT, DDB] Read Annotation Pipeline[F] #1225 BffiH PRNA -
seqZe KB LY — VAFIHBETH 5. GalaxyldWebBEH TF— & 24150
WCELZENHELVWEER. A1 7 —4y POREIEL, T2 T~NOT v 7
O — FIZKEB S0 536 7% 12 2 C, WIZEA ORia M T b T BRss 2 HE 5L
FTAHZEDVIRELE LTS,

FHY 7 b9 270% 13, MAHMREZRELTBEY, 120V 7
7T CTHEBEOMEANIITZ D L) ->Twah, BHY 7 My =T & LTI,
CLC Genomics Workbench, StrandNGS (Strand Genomicstt) 7 &5 5.
FHWREZR Y — VNEIZDOW TR, RMICK D RL 5 OB LETH .

MERHT Y —VEMEIIGER, MHEINT7 7 ANVONEZHET 57200
Ya—7 (viewer) D& b THHWRLZLGESS WA, Hhoax» FJ
AN ERFEHIGE, BEHOC -7 2 CHETH2LENHS. K
A =7 OB TIE, W) —FEIyEY T L2HZOE 2 —T 9,
BMELZWRHEREOVEDE RS, DX ) R Ea—T7 & LTI, Integrative
Genomics Viewer (IGV, URLI1-2-28, Thorvaldsdéttir et al 2013) A8 &
NIME TR TH 5.

9) ECHIEHY —IWERV U NERE

NAFA YT AT 4 7 AZBETIIEM R MM Z Z/LTBY, wd
D& KM Y — 7 T AT VAN D, 72 & Z IETDNARHI Oy 2 A
Wai3720, 2 37 ORI 2155 % E Lo RHIFITBLEEE 2 5
Band Y, TOLOOMY —VHHEIN TV,

BLY) BT IC A T & 5 — )V Tld, European Bioinformatics Institute (EBI)
25 RAE I N TWBEMBOSS (URL1-2-29, Rice et al 2000) 23150% 8 2. % fi#
Wiy =V ZREELTWD, @Yy — L ofle LT, GCEAR (GC-content)
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DEEHNSHBLAST, 774 Y XY MY — V% ELICH725. EMBOSSIX
Windows, Mac, Linux®W N THHAWRETH 5. EHIFHHT IZTEMBOSSLL
M2, BioPerl (URL1 -2~ 30, Stajich et al 2002), BioRuby (URL1 -2 - 31, Goto
et al 2010), BioPython (URL1-2-32, Cock et al 2009) %> TN+ 5 Z & 28
TEETH5H. FNEFNPerl, Ruby, Pythonk \ o722 27 1) 7 FNEiEER—A L LT
W5,

BioPerlid fig  BE R, FWIBRLEY 2 — V2 fo THBY EH b &
B T»%. BioRubyl, HARTRHIE EN/-RubyZ ITIZENTHB Y, BioRuby
DTS HRADHEE D Hb o TWABE I ED D, HAETOERAHIER
ZHBBENTS. RubyBBEDIEFEICHO2L DR TWVWSIETH S, Pythond JIE
FIZORYRTVEETH L2V HRFEOERIET L RE2L Lk, Zh
DAY )T FEHRIAANDHAMAMETHLEZHBE L, WAHVHRL AN
LHAMEWR T WHOX FFTIAL TAL LI WERDNS.

5[ A3k
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