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De novo coopka
[Touck SNP
CNV ananus

AunHorarus

MeTtareHoMHBIN aHAJIN3

Strategy

Variant callers

Alignment and pre-processing
Read alignment
Marking duplicates
BAM file creation
Sequencing metrics
Sample quality control

Variant calling
Inherited SNVs/indels
Somatic mutations
Copy number variants
Structural variants
Gene fusions (RNA-seq)

Variant review/storage
Visualization and review

VCF/BCF file manipulation

BWA-MEM [25], Bowtie 2 [26], minimap2 [27], Novoalign
Picard tools [28], Sambamba [29], SAMBLASTER [30]
Samtools [31], GATK [19]

BEDTools [32], Picard tools [28], QualiMap 2 [33]

KING [34], VerifyBamID [35]

FreeBayes [36], GATK HaplotypeCaller [19], Platypus [20], Samtools/BCFtools [37]

deepSNV [38], MUSE [39], MuTect2 [40], SomaticSniper [41], Strelka2 [42], VarDict [43], VarScan2 [44]
cn.MOPS [45], CONTRA [46], CoNVEX [47], ExomeCNV [48], ExomeDepth [49], XHMM [50]

DELLY [51], Lumpy [52], Manta [53], Pindel [54], SVMerge [55]

fusionCatcher [56], fusionMap [57], mapSplice [58], SOAPfuse [59], STAR-Fusion [60], TopHat-Fusion [61]

Artemis [62], Integrative Genomics Viewer [63]

BCFtools [37]

[D.C. Koboldt, 2020]



CoOopka remomoB de NOVO

47 oOpa3noB xJjopormiactTHod W mMutoxoHapuainbHord JIHK, nomydyeHHele Ha
npuoope MiSeq (lllumina) ¢ umcrmonn3oBanmem Habopa pearcHroB Nextera XT
DNA Library Preparation Kit (Illumina).

FastQC (v0.11.9)

Trimmomatic (v0.39)

ABYySS (v2.3.9)

SPAdes (v3.13.1)

NOVOPIasty (v4.3.5)

QUAST (v5.2.0)
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Coopka resomoB de NOVO
Pacnpenesenue cyMMapHOU IJIMHbBI KOHTUIOB

NOVOPIlasty

hpDNA
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BrIcOKO€ KOJTUYECTBO
MPOYTECHU

Hwuzkoe xomnyecTBO
MIPOYTECHUM

Bricokoe Komm4ecTBO
MIPOYTECHUI

Hwuzkoe xonmnuecTBO
MPOYTEHU M

BpICOKOE KOJIMYECTBO
MPOYTECHUN

Hwuzkoe xonmngecTBO
MPOYTECHUI

Bricokoe konmuecTBo
MPOYTECHU

Hwuskoe xomnyecTBO
MPOYTECHU

CoOopka reaomoB de NOVO

242,9+293,1

514+55,9

105,4+47,7

88,4+48,9

26,1+13,6

26,8+17,9

6,1+5,8

8,8+6,5

61,2+24,0

60,7+32,9

14,148,3

16,4+12,4

92,8+49,7

131,7+134,5

75,0+39,6

86,6+40,1

837,9+517,8

431,5+156,9

307,9+174,2

319,5+179,8

867,2+426,8

805,1+384,0

266,4+211,5

335,9+162,9

16,6+10,1 6,72+11,38
23,8+14,2 0,78+0,33
3,5+1,8 1,75+1,57
4,6+3,3 0,74+0,12
7 568,3+
42 5+21,7
3610,0
7 101,9+
100,0+147,1
4671,3
1 706,4+
67,0£39,5
1041,8
1 570,44+
71,4444 1

953,8



BoipaBHuBaHue + BbI30B BApUAHTOB

64 oOpasna JaHHBIX CEKBEHHPOBAHHMS ASK30MHBIX ITOCIICIOBAaTSIHHOCTEH YeIIOBEKa,
noydenHbele Ha mpuodope NextSeq (IHlumina).

FastQC (v0.11.9)
Trimmomatic (v0.39)

Bwa-mem (v0.7.17)
Bwa-mem2 (v2.2)
Bowtie2 (v2.5.4)
Minimap2 (v2.26)

GATK HaplotypeCaller (v4.1.4.1)
FreeBayes (v1.3.10)
Samtools / Bcftools (v1.22)



BoipaBHUBaHue
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BoipaBHUBaHue

Kou1-Bo mpourennm
IIporpamma Bpewms (cex) InyounHa mokpeitus IIpolieHT HOKPHITUS p

(MJIH.)
bowtie2 347,7+106,5 20,7+4,2 88,7+9,3 54,4+17,6
bwa mem 237,44+66.4 20,5+4 2 88,81+9.,0 54 9+17,7
bwa mem2  216,0+58,3 20,5+4,2 83,819,0 54,9+17,7

minimap2  242,6+47,2 22,5+4,9 88,719,2 18,2+27,7



[Iporpamma BbI30Ba

BapHUaHTOB
BCFtools
BCFtools
BCFtools
BCFtools

FreeBayes

FreeBayes

FreeBayes

FreeBayes

GATK4
GATKA4
GATKA4
GATKA4

[Iporpamma aJis
BbIPABHUBAHUS

bowtie2
bwa
bwa-mem?2
minimap?2
bowtie2
bwa
bwa-mem?2
minimap?2
bowtie2
bwa
bwa-mem?2

minimap?2

BbI30B BapuaHTOB

Bpewms (cek.)

1866,6+620,6
1884,0+640,5
1848,2+630,9
1933,3+683,0
2485,4+673,8
2308,7+599,0
2350,2+590,9
2261,6+594,9

3941,9+1510,6
4961,6+2102,1
4920,4+2041,2

2320,6+£517,9

KonnuecTBo (ThIC.)

65,5+15,3
71,3+16,9
71,3+16,9
44,1+11,5
70,4+£17,3
70,0+£16,5
70,0+£16,5
40,9+11,0
71,1+16,4
80,2+18,4
80,2+18,4
45,3+12,1

KauecTBO

157,442,6
162,0+2,8
162,0080833
126,3+6,2
563,8+88,9
646,8+119,8
646,8120625
257,4431,3
796,3+135,5
814,5+143,4
814,5344583
333,2+44,6



Bpema (cex, norapugn)
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Bpema (cex, norapudm)
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Kon-so sapuanTos (DP = 10, GQ = 20)
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BJIATONAPHOCTH

Muxajgenko Einena IlerpoBHa
IIlarok ArHa HukonaeBHa
Ma3yp Oxkcana UecnaBoBHA
MaasimeBa Onpra MuxannoBHa
Cunsasckasa MapuHa ['eoprueBHa
AJiekcanaposud Banepus BaguMoBHa



Cnacuoo 3a enumanue!



