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ME H|0|E] 4]

« FASTA (.fa, .fasta): A€ o] 5 (>header)¥t AE &
A2 g E 7] AL

« FASTQ (.fq, .fastq): FASTAo| Z} 47]9] =2 H4
(Phred score)& F713t P 4. NGS wlo]g o] .

+ SAM/BAM (.sam, .bam): A€ A& (alignment)
HJERE AFshe 4. SAME ElAE, BAM o|Z
(binary) @A

+ VCF (wcf): 84 #o](variant) 2 & A&st= &
Al

+ BED (.bed): 744 -7t (genomic intervals) 5
S Aot P4

- GFF/GTF (gff, .gtf): 4} 9 o2 %UI &
(feature)9] x|} L2 & 7|&0t= 3

oﬁ
o

M HE (Sequence Alignment)
+ BLAST (Basic Local Alignment Search Tool): &
o7l Aeia} slolefulo] A 7he] AoH SAAE B
£ o ALg B 7hg 7] Eel =,
» blastn: F2EEI= A E AA
> blastp: & A AM
» blastx: HH FELEE LS T2 Ho]
Ejulo] 2ol 4 74
+ Bowtie2 / BWA (Burrows-Wheeler Aligner):
e NGS ZE=E(read)s #E fF4A|(reference
genome)oll w23 HekalA] et o de) ALg
=
» bowtie2-build <ref.fa> <index_name>: &
$707) <Ae
» bowtie2 -x <index_name> -U <reads.fqg>
-S <output.sam>: A 43

SAM/BAM I}2! X{2|

+ Samtools: SAM/BAM ut & 225t 24517] 9

Stoirme.

» samtools view -bS in.sam > out.bam: SAM
S BAMO g Wzt

» samtools sort in.bam -o sorted.bam:
BAM o+ ¥

» samtools index sorted.bam: 32 %E BAM T}
2 Qlely (whe e sl Be)

» samtools flagstat in.bam: A 54 =l

» samtools depth: 4 2]9] A2 A|(cover-
age) Alxt

- BEDTools: BED, GFF, VCF o} 5 84| 17+

tHo| £ (Variant Calling)

+ GATK (Genome Analysis Toolkit): F0] —E— 12 9

S ARl 3 T, Best Practices YA EES-E It

2E701F8

» FQ A 2E 2|t Al A -> Indel A -> F7]
4 A4 AHEA -> ¥lo] EZ(HaplotypeCaller)
-> Ho] JEfg

+ BCFtools: Samtools?} 7] AFEE ), Ho] 5% 9l

e P& Ak 7Hg A whE ook,
» bcftools mpileup -f ref.fa sorted.bam
| bcftools call -mv -o variants.vcf

QK| 772N

in}

|
o|E| & Hla, & EAsh= =t &L,

» bedtools intersect: &I+ 7ko] A x|
27

bedtools merge: Ax|= F7He SR ghA]7]
bedtools closest: g+ utd o] JL7kof| 713 717k
& o2 ot o] 3k 3]

bedtools coverage: §F u}deo] FL7to| c}E2 u}
o] txtol oJ5) npt A HE]=2] AL

RNA-Seq 24
« Zz]2]: FastqC (B2 #a]), Trimmomatic (o]HE]
9 4 EgR)

o

-

rlr

22

v

v

v

« 2= STAR, HISAT2 (Splicing& 11 &{3t A H)
« st (Quantification): featureCounts,

Salmon, Kallisto (§&& ZEx HAR(tran-
script) S A4

-+ 2k5 #d 24 (Differential Expression Analy-

sis): DESeq2, edgeR (R T71A]) (A& o} =4 7+
of| WrelgFo] -oJu]stA| 2otz F-AA}; 2H7])

HlO[E] Al Zts}
+ IGV (Integrative Genomics Vlewer) BAM, VCF,
BED 5 tfJst @419 HloEl & A4 Eah-e-fo
N A7 o gl

+ R / Python: ggplot2(R), matplotlib/

seaborn(Python) & AFEst] Volcano plot,
MA plot, Heatmap & thFst o= 234,
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