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»» 1.1 FRFIEEXI @ 4

> FEFIEEIT(Alignment)

oFHILLXIRIE, RPN ES I FIHIE—R, LIBEFAEFF AR ZERIXNN KRR, H
e 5 2 B B LA — B,
o Z T A EREZIEZER (DNA) | #ZiEzlR (RNA) MIEBBARFFIDTTETET 2.

Score Expect Identities Gaps
76.8 bits (41) 2e-19 49/53 (92%) /53 (0%)
Target1 Query 1 GTTGATAACAGCAAGATGGCTTTGAACTCAGAAGCCTTATCAGTTGTGAGTGA 53

FLECCEEEEEE EEer e e eee e e e e vee e o e
Sbict 68 GTTGATAACAGCAAGATGGCTTTGAACTCAAAAGCCTTAGCCCTTGTGAGTGA 120

Score Expect Identities Gaps
75.0 bits (40) 8e-19 45/47 (96%) 24T (4%)
Target3 OQuery 14 CGCCTGGAGCGCGGCAGGAAGCCTTATCAGTTGTGAGTGAGGACCAG 60
CEEEEEEE Tereerre e terrer e e e ee e e rer e e
Shict 13 CGCCTGGA-CGCGGCAGG-AGCCTTATCAGTTGTGAGTGAGGACCAG 57




»» 1.1 FIEEXIE T

> FHECRIRAMES 2
o I A 2 [BIRYFELLIE (Similarity)
o iRl Z BN ER

> FAIEEXIRIBRYZ
ofBLIFF — HHIRYEM, HBIBYTHEE
o5 =% Z BRI REEME (Homology)
o ENIFEF Z [BRIHI K FR

> NSRS
o SHFER
CRERBFIHMNDT
o EHSHIRE
o TNRETRNIZ

D



»» 1.1 FIEEXIE T

> FRFIRYAEILE (Similarity) V.S. BEiR1%E(Homology)

Ll
Sl

o[FEE(Homology): H_FNEE e R BR— 1B, T

BEEEIRE

=

o[ FiRMESFHIBINIEZZREX, —ﬂﬂﬁMr’ iml]mﬁﬁ?gﬂﬂgﬂﬁg
s, RCAEI R ERAERRS R

o/&E, DNARFIGEEIT30%5400bprIFFITBIE, sERRFSIE
BRI 1257 REZERB(IL, TSN RERIRFS




»» 1.

1 F5UEEXTEsT

> &£

= FRAIELXT (Global alignment)

o X R 55 E 2% S o R N 5l st AT X (A HES
ef[INeedleman-Wunsch &;%(19705)

BMRREESRRE RS S F

ok

» FEBRFEFIEL YT (Local alignment)

HER KBRS FF5

o Z FIT MR LL AR

o4l

Smith-Waterman&;%(19814F)

o FEMRREEEEFEEINE S A



»» 1.1 FRFIELXIE

> LAFfreRts ol
o BEMANFHE, RE—FETFHHN, NTIFNNAITERDE, §EHRES

5

2B F5ILE 3T (Global alignment)

-C-CC
-=T—CC-C-AGT—TATGT-CAGGGGACACG—A-GCATGCAGA-GAC

I N N ]
AATTGCCGCC-GTCGT-T-TTCAG----CA-GTTATG—T-CAGAT--C

BERRE 5 LT (Local alignment)

tccCAGTTATGTCAGgggacacgagcatgcagagac
NEEEEREREE

aattgccgcecgtegttttcagCAGTTATGTCAGatc



»» 1.1 FRFIELXIE

> KEFFILES, afaSk
(EUT =7

=31

offll: WNHNEEREpPS3, £KtEE
25kb, LEXTEREZL, WAHIT

EEXITHN?



»» 1.2 EPFEHIIEN

10

» DNA#ZER I EZRAS (IUPAC codes)




»» 1.2 E’I@r g

11

>

lial

WI'.I

)

A

R

R T EZRIS (IUPAC codes)



»» 1.2 EPFEHIIEN

12

»FASTARESGIFET,
o ST
O ITIFL IR, L "> BEFL
o E5{FEFRIUPACYRTE

GenBank gl | gi-number|gb| accession| 1ocus
EMBL Data Library gi | gi—-number|enb| accession| 1ocus
DDBJ, DNA Database of Japan gi| gi-nunber|dbj| accession| locus
NBRF PIR pir| | entry

Protein Research Foundation prf| | name

SWISS-PROT sp| accession| nane

Brookhaven Protein Data Bank (1) pdb|entzyl chain
Brookhaven Protein Data Bank (2) entry: chain|PDBID|CHAIK|SEQUENCE

Patents pat | country|number
GenInfo Backbone Id bbs | mmber

General database identifier gnl |database|identifier
KCBI Reference Sequence ref|accession|locus

Local Sequence identifier lcl|identifier




»» 1.3 FRHIEEXIFT 2 %60% 13

> BmaE REE

IMATER, RR. FBEENIKFS. SFFIFERITITE?

» OJEERIf XA
® [LEL (|)
o /55 HE (*)
O\ (FHN/GRK -)

Query: ACAGCTTACGCGAAAACCAAGCAGGGAGTTTGGGAAACCCAACA-T-AGTCGACCCC
ETPEEEET TGl P o [TEEE e L EE Bt L ETETE == DEEETTT LT

Sject: ACAGCTTACGCCAAAACCCTGCAGGGCTTTTGGGTTTCCCAACAGTAAGTCGACCCC



»» 1.3 FRFILLIFT 3 360 14
> 1Z BT ] 73 FaB%E (Scoring Matrix)

A C T G A C T G A C T G
A 1 0 0 0 A 1| 5| -5 | -1 A| 5 | 4| -4 | -4
cC | o0 1 0 0 C | -5 1| 1| -5 cC| 4| 5| 4| -4
T 0 0 1 0 T -5 -1 1 -5 T -4 -4 5 -4
G 0 0 0 1 G -1 -5 -5 1 G -4 -4 -4 5
Unitary Matrix Transition-transversion Matrix BLAST Matrix
F N B SR M (AL R -FIR RE ) BLAST%E f&

1. ENEE: ERZERZENLEES N, NEZERZERIEIRES F0. XM T2AXNNARER, EHTREEREISSRNRTHESEYECE, SRR

R,

2. §EIR-EIRERF . DNAFSIBAMERNINEIZEZERED FAHMNK, ZEHRD FRRDEHERZIMESERE, DIIZNER (Adenine, fEHRA) , BIEK
(Guanine, f&#RG) , MUBMELE (Thymine, EFRT) , FEMIE (Cytosine, f&FRC) . EEUEDITIYRES, HANEHEAREERFIEADNARS, EEMENESRES, 4

MIRER EEESRIIMRHTYE, ERFZHERSR (A G) , WESZEEIEEE (C T) , XENRIRER Rk, ERSEEZ BRERR, NEIRE

i, VAR ERZRE, AERIUSXEHASELHE, ENFRIILCIETITON, BEXNEERS -1, WEURES /9-5.

3. BLASTERE: 7ESCPMFAISIES, RIBFITRR, BRESSERNERES A5, IR ENERRSA-4, ITDEMETEREERKNT, FESLSE 2N AT

DNARIELSS,



»» 1.3 FRHILLXIFT 5 3E0%

15

> A GapB g
oI HIFEECHT, A gapH{TEAEE

ACTCGGCCCCGCGCTCACTGC

NERRRER R gRRRNRREREN
ACTCGGAC--GCGCTCAGTGC

o GapEET] 7 (penalties):
B gap (GAP OPENING) :
& (Bgn: -2)
iENG4Egap (GAP EXTENSION):
K09 (Flgn: =gap -1)
oBEN BN GapEEiEk D EE(R



»» 1.4 RIS 16

> el sSHLRIETE ( Dynamic Programming )
0SB AHFFFI(LCS, Longest Common Subsequence)
® MEFFHNRIKAEFFY, MEEXREFYIHEIFFY, BiKEEIK.

C1
w‘
o ® £
N o
C

2
121 C1 + W1 7? o TR KAWSMINIE, NERFILRREETE
B2125. 2 4+ W2 ? BEIRZ, BREAHEEMRADE,

A . .

e o EUREIRS LR AR SN E RN, T
HiREmvE WTINEBERT S, EEEEHBA LR,




»» 1.4 FRHIEEXIEZE

17

The Manhattan Tourist Problem



»» 1.4 FRHIEEXIEZE

18

The Manhattan Tourist Problem



»» 1.4 FRHIEEXIEZE

19

The Manhattan Tourist Problem



»» 1.4 FRHIEEXIEZE

20

The Manhattan Tourist Problem



»» 1.4 FRHIEEXIEZE

2]

DNA F5IEES

F51: ATCTGATC
m=28

F512: TGCATAC
n=7



»» 1.4 FRHIEEXIEZE

27

DNA F5IEES



»» 1.4 FRHIEEXIEZE

23

O ZIRFR T FE %

® Gap¥io



»» 1.4 FRHIEEXIEZE

24

> RBEELERFSIEEXT TR

(Dot Plot):

1800 // i , $7 2 "Bt 72¢;
PR 4 > g = Lt ” /ﬁ/ &’/%/
1600 7 yoo 2 P p Tt
% " / ,/ ) ’ i & /// / Xj-; ..—%
/ " £ . . /// 2 )y ~ /’f A
1400 / 4 a4 y: / s \
#i, E // 7 ¢ 4 ’ / /, ; // 7 ¢ //2’/ 7¢ ﬁ%r%_§|]$ﬁ1uflz
1200 ° 4 . F Aw A g P - iEJZ,Hj f)ﬂ,iﬁ%éﬁ
= // s // >3 7 ¥ i
r1900] B 7 I T4 ’ /
% / 7 , /{# //f‘ 7 //
s 7
O raol 2 /’ ’r y rr s o7+ # p;
g7 ) £ /, / / £ /’// 2 @ //// Brea(
e - // ’ A /// 4 4// 4 /
/ /// /// /, 7 7 z 7 ;’ - ’ %_Z’%}_‘%ﬁl *EXj-a:
d s 7
0 T // /i‘, / o TRRC o }_‘_ 5' ﬁrﬁ
7 ~ 7 Py v 7
2001, 7, g g £ 5 ? & // d )\_JZH%E—-I-/\\\BE
>
v ) E|:'|':|:|'I)L.break (B
olisse | g . z e T
¢ 500 1000 1500 2000 )



» 1.5 FHILLXIER

25

> HAIRIRRSILERIE R

ES* (asterisk) (RFX, B—xmEE,; HS: (colon) #{RFX(PAM250 similar properties - scoring > = 0.5).

5. (period) {K{EFX(PAM250 similar properties - scoring < 0.5). BEFSHIERTX,



‘m NCBI-BLASTRY{EH



» 2.1 BLASTH#iA

»Basic Local Alignment Search Tool

® 1990 =

=

=+

MVEYIAERFL (NCBI) F

FREY, —1E

F RIS IR R
® https://blast.ncbi.nim.nih.gov/Blast.cqgi



https://blast.ncbi.nlm.nih.gov/Blast.cgi
https://blast.ncbi.nlm.nih.gov/Blast.cgi
https://blast.ncbi.nlm.nih.gov/Blast.cgi
https://blast.ncbi.nlm.nih.gov/Blast.cgi
https://blast.ncbi.nlm.nih.gov/Blast.cgi
https://blast.ncbi.nlm.nih.gov/Blast.cgi
https://blast.ncbi.nlm.nih.gov/Blast.cgi
https://blast.ncbi.nlm.nih.gov/Blast.cgi
https://blast.ncbi.nlm.nih.gov/Blast.cgi
https://blast.ncbi.nlm.nih.gov/Blast.cgi
https://blast.ncbi.nlm.nih.gov/Blast.cgi
https://blast.ncbi.nlm.nih.gov/Blast.cgi
https://blast.ncbi.nlm.nih.gov/Blast.cgi
https://blast.ncbi.nlm.nih.gov/Blast.cgi
https://blast.ncbi.nlm.nih.gov/Blast.cgi

» 2.1 BLASTH#iA

2/

»BLAST RiEifiiz



»» 2.1 BLASTHEHA

28

>»FTENBLASTIZERE

EZFa | EaE | #UERE BERx
Blastn AR A ZER PR Y18 RE— % EREE EE PRI 5
Blastp E{=)p =) EEE%&U@?@—EEE@EF&PE’\J
=2
Blastx AR BHE |ZBEFRIEEARERRRYIEHNERR
HIEEFTHRYE—EER,
tblastn | EHR G BHRFYFRER R EFRZERFES
MEENERRRYIE—LLXT.
tblastx A ZER RS ENERERRFY, Bi%ER
HUEE PRI RS iEEEA A ER R
FAE—{TEEXT,




» 2.2 BLASTIZ{ESLH)

29

»BLASTPsLf: AKTP53%F




» 2.2 BLASTIE{ESL(H

30

>BLASTER: (FEER5

IR

iZas

——




»» 2.2 BLASTIZ{ESLHI

3

»BLASTZER . A ER




»» 2.2 BLASTHE{EZLHI

37

»BLASTER: LEXHEE




E M FEERIFFIELYT



»» 3.1 FBRRFIELXIER{FBWA

34

» BWA: Burrows-Wheeler Aligner

Burrows-Wheeler Aligner

Bwaik{4=Ta: http://bio-bwa.sourceforge.net/
inuENE T, 3T NP BRI LAGER T .
@ PEEXHZ<E.:
wget http://jaist.dl.sourceforge.net/project/bio-bwa/bwa-0.7.12.tar.bz2
QWRIEYE: tar jxf bwa-0.7.12.tar.bz2
OHNEEFEBF: cd bwa-0.7.12
@fmiELE: make

(FARINEIR£EER/home/teacher/wcz/bin/bwa-0.7.12/bwa
BEIREIMNETE (export PATH="/home/yourname/bin/bwa-
0.7.12:$PATH", t38]E A\ ~/.bashrcFtsource) [G{X{EFHEEREZFR.


http://bio-bwa.sourceforge.net/
http://jaist.dl.sourceforge.net/project/bio-bwa/bwa-0.7.12.tar.bz2
http://jaist.dl.sourceforge.net/project/bio-bwa/bwa-0.7.12.tar.bz2

» 3.1 EFFILLIEREBWA

35

> BWA: Burrows-Wheeler Aligner
BAREEVSEFSERS]

bwa index -a bwtsw ref.fa

BWARRB=#LLXIEi%: 'mem’, ‘bwasw’, and "aln/samse/sampe’.
If you are not sure which to use, try ‘'bwa mem’ first.

@mem&EiX

bwa mem ref.fa se.fg.gz > aln-se.sam
@bwasw&%

bwa bwasw ref.fa long read.fq > aln.sam
®aln/samse/sampe&;Z%

FoHAL AR

bwa aln ref.fa SEread.fq > SEread.sai
AitH /9samig|

bwa samse -f single.sam reference.fa single.sai single.fastq



»» 3.2 SAMM G imCESTHE

30

» SAMTOOLS: 4IESAMI (L

Samtools#{4EmR
http://samtools.sourceforge.net/

SAM 18T G
http://samtools.github.io/hts-specs/SAMv1.pdf

samtools #Abam3fF, StHsam3f4, RESALARTHIR, &7, &
gﬁ;;grl%mﬁa, HYiEMEEXIg R E R reads, LA TSR H1TS
a1 IS

samtools BAJLAMNAFlinuxfImSEER, Ll "-" fEANERANEGED,

view Mbam/sam3I {42/ FIEDERD USSR, AR ERIXIE,
LRI, (1-based, ZEsortFfindex) .
mpileup %lE5E5&readsttdflindel, SNPFHEE.



http://samtools.sourceforge.net/
http://samtools.github.io/hts-specs/SAMv1.pdf
http://samtools.github.io/hts-specs/SAMv1.pdf

» 3.2 SAMXHSBHhiCETHE

37/

» SAMTOOLSH; &~
EEiisam/gbam:

samtools view -bS aln.sam > aln.bam

HER?:

samtools sort aln.bam aln.sorted #1§%laln.sorted.bam
5|

samtools index aln.sorted.bam
FSNP:

samtools mpileup -f ref.fa aln.bam > rawSNP.xls
ST CREN
samtools view -c aln.bam
HiEmapped reads
samtools view -c -F 4 aln.bam
HifEXunmapped reads
samtools view -c -f4 aln.bam
GET

samtools flagstat aln.bam



» 3.3 MFEIEREFILLRS

38

1. $87&5|:
$ /Pipeline/FIS.Traits/tools/bwa-mem?2 index ./00 ref/MGI358.SNP.fa

2. FFHIELSTERLSAM
$ /Pipeline/FIS.Traits/tools/bwa-mem2 mem -M -Y -t 1./00 ref/MGI358.SNP.fa

/01 cIean/test clean.fq.gz > ./02 align/test.clean.sam

T EFEZSEEKBAM
$ samtools sort ./02_align/test.clean.sam -o ./02 align/test.clean.sort.bam

4. T bam 3 {4zE T =5 |

$ samtools index ./02 align/test.clean.sort.bam

$ samtools view -F 256 -hb ./02 align/test.clean.sort.bam >
/02 _align/test.clean.sort.unig.bam



samtools view -S ./02_align/test.clean.sort.bam|less -S

» 3.3 MIFEEHRERFILLXT 39

5. BEEMBAMI A&

$ samtools view -S ./02 align/test.clean.sort.bam|less -S

6. GIEERE .
$ /Pipeline/FIS.Traits/tools/bamdst -p ./00 ref/target.358.SE50.subSNP.bed -0 ./02 align
/02 _align/test.clean.sort.unig.bam

. BEEEEAE
$ less ./02 align/depth.tsv.gz
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