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# # 5970324021 : MAJOR SOFTWARE ENGINEERING
KEYWORD: structural variation, genomics
Sakkayaphab Piwluang : A bioinformatics tool for structural variant

detection. Advisor: Duangdao Wichadakul, Ph.D.

Genomic structural variations (SVs) represent large genomic alterations
and have been reported to be associated with diseases. The detection of structural
variations is an important approach for investigating the cause of diseases. While
several tools for detecting structural variations are available, they achieved varied
performance for each type of the variation. Moreover, many experimentally
verified variations were still uncaught by these tools. This thesis proposes a
computational method for SV detection aiming to increase the coverage while
maintaining the precision. The method incorporated the read-pair, split-read, and
read count analyses to compile the evidence for each SV type. To filter the
potential breakends, the starting and ending positions of a SV, the genome was
divided into blocks containing the read coverage and the number of detected SVs
of each type. Our method then considers the data of a block suggested with a
breakend position and the data of its adjacent blocks for breakend filtering. Based
on two real datasets NA12878 and HGO00514, our method outperformed SvABA,
DELLY, GROM, LUMPY, and Wham in term of precision for detecting tandem
duplication and inversion and got the highest recall for detecting insertion while

maintaining the comparable precision.
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2.1 nufningatag

2.1.1 N908AT9EIUEN5Y (DNA Sequencing)

n1saensianugnssuludagiuiivesenit waluladiduiiea (Next generation
sequencing) Fulunszurumsaduddiuiuansinss wazaldiefignainiinismaisuiud
WUULTALNDS (Sanger sequencing) [23] maluladiduieainarsunanasulasunnanenu

TuSe9999 Al JURDUNITUIANULMIE TEELIANUNITYINGIUY AULNUET VUIALEY

v
Ao A’

aRuLud wavgUluUTBsENgaInULUE Wy ImaﬁgﬂLLUUﬂJaﬂmaﬁﬁUL‘Uﬂ%mmmﬂmmu
=l v W 3 a . . a & | a

walulagnensiaiugnssuiluaiswel (single-end sequencing) MUUN1TEMURUUAANIY

Aea fean 5 U 3’ wazimaluladnensianugnssutuaneg (paired-end sequencing) 7

(%
1 Y

B1UNY 2 NEne 81ubUT19nn (forward strand) kage1udaunau (reverse strand) (5U% 1)

) o

dwu paired-end sequencing UuUWaRNDTY Illumina Hadwildaziduaesiaiugnysy

Auensedndiuiuann gaidululwdsuuuy FASTQ Taeiusay3navileg 4 ussvin fe The

o druiua w3y + LATAMNINLUE (g‘dﬁl 2) dlodu paired-end sequencing Azl 2

Inld Aolwdfisuananedueiiewludhamth wazanefidueiieudoundulagianidugiu

wueniusgeuarlnd Tneiithede (abel) Mindloutu
I Adapter

[ I Insert
Read 1 Adapter Read 1 Read 2 Adapter
.5 ; 2

. I ]
3 - 5
+—>
- Read 2
Inner distance
Insert size
< »

Fragment length

JU7 1 8vAvsznauvey Fragment

(i : gﬂﬁ 1 w94 [24])



@SRRO62635.1 HWI-EAS110_103327062:4:1:1071:15970/1
CAGGAAAGACAATTCCAAAATCAGTTAGAGTCCTGTTGGCGCGTGTAATACATCTCCACTTTGAAAATGAAGACAGGGGGTTACGAGTGTTATTAATGAG
+

EAE:A?EEGEE: E:BEDSE?BC———?CAASADBBBA , <——+A31<=CC: SQ####H# EHH AN HHER IR BRI H BB R R R AR S R R BB
@SRRG62635.2 HWI-EAS110_1083327062:4:1:1072:21126/1
TGGGAATGTAAATTAGTCCAGCCACTCTGGAGAACCGTATGGAGGTTCCTCCAAAAATTACAAATAGAACTACCATATGATCCAGCAATCCCATGCTATG
+

DD=?BBDD: DD=AA?>=-?=AAB5?=C5C: :C==A4<<<;5: : :=ACAAA:4:273,891693376; ) 7;-<A?<)8;2+8; ;+:A:-5:-2:<:12?=)?
(SRRG62635.3 HWI-EAS110_103327062:4:1:1075:18579/1
AGATTTCCCTGAGAAAGTCATATTTAAGCTGCCATTTGAAGACCAAGGAATCATGACTAGAGACAAGAAGAGAGAACATAGAGTGATTATGGAGAATCTT
+

<5;3; ; 10=@BD=D5D; DDDD: : DADB:=DAD5: : 9==4. . 4=>?DA=—->.@=?A-CC?-B>AA) ; / 65%~13>CCCECH### # #
(@SRRO62635.964 HWI-EAS110_103327062:4:1:1543:1046/2
AGTATCAGTCCAGTCCTCAGTGACGGGACCCTAACTGACCTGCCCTTCTTTGGCTTAGATTGCTTAAATGGTTCTGGATGTGATGATGGTGCACCTTGCC
+
CC:CCR.>R.C..==.6;;6C-5AA.6,>->5AA?Q: 55-A555A=——CC?AA%? < : 55> 2CH##H S S HHE SN H R B HHHSHHHRBHHHBRUBRRRHHES
(@SRRB62635.1459 HWI-EAS118_103327062:4:1:1622:910/2
TATATTAGAGTAGAGTCTAAAGATTAGAATGATCCACAGGTTAATATGGGCCATTATAAAGAGATTAGTGATATTAACAATNTAGTATCAACATGGAGAT
+

?C-A>60@Q:@CC:@CDADD:D:DD=D?D55D?DD: ADADDC5—@? : R?CCER?B?—B: 26>2A>> 252 2QRERHHARAHHZE | HERRHHBRHAR AR

U7 2 fegnslild FASTQ

sBwWwN -

2.1.2 Matguinaneduiualugeneds
n1snenasianugnssuazlouuiiswadsndug FIuiuuIn 9LUanfedInulud way
AMANVBLUE e linsruisiunianin wazlasluleuvasia deiunisnagnsiuls fenisldy
Flundneds (U7 3) lnshialuiieunsmunideilndifesnniian daunensdionasiiviaua
v Y = & dAa ° =t Ay v o w = Y a 1o w
linseiu aulufuniivadnuiuniwesailisssivdduivaluilune1sduey widdu
A A Y = v a & Y a = o w = | =
AN MR IIMLAYDSE ARSI UUTANNTERlUNS 198NN dfuiuavedsaludiuiling
flaggnifeninanduiuarendiady (soft-clipped) (3U7 4) widn3atulinsuasIatuiay
@ A Ay = o oA A A o DR
naneduianlignuun (unmapped read) Fsagtuiiniasiioununglunisvimdinlunis
Wigusaaduiuilungnede [25] 1y BWA [26, 27] Bowtie [28, 29] SOAP [30, 31] uay
Novoalign 1ufu @9 3 ta3esilousnld FM-index Muni1suierdemituain Burrow
wheeler transform (BWT) snAumianautug antiu Novoalign 160n1519ue% (Hash table) &4
' d' A cA wa a ' LY ! v o o v Ao LY
winzinesllendnuantinuanasiueanty wu nssessudnuiuaduuanlinsaiu n1s
LY ' ! a A a cl' A (J [ ¥ = !
5895704919 wudAnlun1sdenganvaganign waznafldlunisen udu Feusas
A4 A A o S o O o Y a < U A v p
wseslawlavinnsiisuInaneduiviluteaBaasaadnslaeenunavegluguuuuves SAM

(Sequence Alignment Map) [32]



>chr4_ctg?_hapl

GAATTCTTCACATTTCCTGGCTTTTAAAAGTTCTCCTTCCACAAATCTTC
TATTACTATATATCCGTGTAAACCCCAGTCATATAATCTCTCCCCACTGA
CCTTGGCAAACACGATGGCTTGTTGTGGATAACAGGTGGAGGCAGCTAAT
CCCATGAAACCAGGTGGACACACTAGCTTCTTTATTTTTGAACCTCTAGC
CAAAAAGAGTCCATTAAGGCCAGCAAAACCAATAACACCAAGTCTTGGAA
AAAATCCAGGAGGTGCATTTTAGAGATACTCATAGCTGTCTAATCCCCAC
TGAACCAAACTTTGCATCTTAGGCTTAGTTTGGGAGTACGTTTCCTGACA
CAAATTTCTATGTGGCTCACAATAGCGTCGGAACTGTGAGATGCCTACTT
CAAGCTGGCTCCTTGACTCTTCCACACACTTCGATTGACCCTCGGGAACT
GAGTACAGTGAAAGCTCATCAACCTTCATGGGATTTTGAGGAGGTGAGTC
CTTTTTTGGTGCTGCATAGACTTTGAAGGTGAACAAGCGTAGGCTGGTTG
GCCTCACGGACCTCCGAATTACCTTGAACATGTCGCTGTCCGTGGTGGCT
CTGGCAGGATTTACTTTCTTTTATTCCAGTTTTATTCCAGTATTTCTTTT
TTTAAAATTTCTTTTATTCCAGTATTTCTTTTTTAAACCTATTCTTTCTG
AAGATCCCAAACTTTTACATATTAGAGAATACAATGGTGGTTTACCTTAT
GAGAGGAAGTGTTTTCTGCCTTATGCCCAGACTAATAGTACACCTCAGTA
AAGCTCATTTTGGGAACATGTGTCTTGCTATATCACAGCTGCTTGATAGA
GAAGCATAGAAAAATGTACAGTGCATGTATAATAAAGACCAAATAATTTC

U1 3 10199187999

Reference  GCACAATACACC ..o, ACTTCACACATA
HE@NAATACAC ACTTCACACATA

U7 4 Faegnarsuiuagensindy (Usaaundlugy)

2.1.3 MsuUsHUMeNUgNIIU (Genetic variation)

NsuUIHUNIaTUENIIH [33, 34] ﬁgULLUUﬁuamuma loun single-nucleotide
variant (SNV) finn sunudisundsesiua 1 wa dumaiianisuusiulunuu deletion
LA insertion RakAszAy 1-49 La [35] uazaninenisuUsdudilassaiduusiaslaslulen
(Structural variation: SV) AnmsuUstusauasysu 50 wadusulyd [36]

2.1.3.1 duma (Indel)
Sulna AedruiliAn insertion waz deletion fislaurndn (gﬂﬁ 5) InaUsenounie

unuuatosndi 50 wa Fuduniswusiunaiugnssulssnvnils



( Reference ) TCACCCACTCAATGTGCTTAATTCTATGATGGATGTTATCAGCAGCACTGT
TCACC- e GCTTAATTCTATGATGGATGTTATICAGCAGCACTGT
TCACC- e GCTTAATI’CTATGATGGATGTTA:IZAGCAGCACTGT
* Deletion * Insertion
CACTCAATGT CTGCG

3‘1/17' 5 sUUUUYIDULAG
2.1.3.2 nsuusaudalasiasie (Structural variation)

msfurnnsuUstuBdassadanunsaieiuludaslaslilousdosywindasiulay Tne
fimsudsiudslassaiilundaslesluleunsduadautsedu 50 waduly uasd 5 Uuuy
wdne (Ui 6) léun

1) Deletion fio druvesiduemsluanlaslulsudiofiouiuilundeds

2) Insertion Ao diuvesiisutelisvuiawmsniiuiudiofiouiudluudneds

3) Tandem duplication fie duresiduaiianmstudleiieuiuilunseds Inedui

FrAnfy
4) Inversion Ao druvasmdualinnsnausuvesdiduvaiiofieuiuilundsds tny

LaifinsiuviseansnuIuA

5) Chromosomal translocation Aa d@1uveeAtduLaiin1séteanlasiulauniialudn

Taslulauniadagunuiluyp19a9

Deletion Insertion Duplication

— _— I—F
g 3 g

Inversion Translocation

111
o =

U7 6 suuvunsudsiudalasiailuwgaylnsluloy lnslaslulouaenedluyenide

(3 - gﬂﬁ 2 903 [37])



2.1.4 11595295 USHUTIlAsIasaluLsaslastulow
A15052MNShUsEHUT I AsIas 19 luwmaslastulay Azkusents 2 wuu [38] AD WUU

A4 (experimental) AU WUULTIAIUIAL (computational) Taeiuuunaasy agl435n19

1

nslauslawdu (hybridization-based) 38n151197%815 (PCR-based) wagidn15iAsIzy

[

luanaien (single-molecule analysis) #ausiaz3sivednin wagaldirenuanseiuly
dmsunsnTannisuUsiudadaseaiadeiuinasldnsinserasuiuamsueiiia

31NN1300ATHANUTNTTY (sequencing-based) &l 4 F5ndne [36] (g‘d‘ﬁ 7), Ao read count

(%
Y

(RQ), read-pair (RP), split-read (SR), Wag de novo assembly (AS) %ﬂm 4 35Hanwauensia

-dl U U U &J
31U VELENFATNAUAIU

1) Read count (RQ) #3a7uUSa Wuisnsvialunisninysaudadassasiclundas
Tastulan lngo1duni1se1uainaduan (depth) denunsfisudiuiuianiladuiua
o a = 1Y) al o a ) =
asanuIlunluusnanfenu Inefin1sdusad wanannazldlunisannsassaluung
a aAa o a v a i v v XY Y o a &
Ushanidiadesituluudy duingnldiunismnisuusiuvesiuiuyamduie

(copy number variation)

Y

2) Read-pair (RP) w3oasn 1Uudsnsulislunismnisudsiudelassasnedasiuley

v

lgRTUNIIINAINLIIETA UALTIANIITENINEANUIATIINE (mate) lngiiazuaan

=) dd a v

AinfifinuAnundvesnimenngin snfogiagy Iandiafidngrnsiunielndiiu
niimsesdu Tnganunsodnduifinuinundvessezvinsnmengsa Taeifiey
Y] ‘:4' 1= & ! a v o Y = A .
fuAeiy Y99ANNENIATA (AILARATUALIA 1 JUIRFUAATA 2) Y30 insert size
ndeyanisoenuuunisvaaeinaufiduednaTesnensfaiugnssy Asunis
fsandsadanunziunislalunisusaliud Ushadenaiienaasinnisuusiule
usiliiannsniaaiFusi uas auamﬁuaqmﬂﬂﬁammumlm

3) Split-read (SR) n3ouanin uAsN1sAUMINITNsuUsHuvedlastulen Tngnisuen

o

annuavessaludugan udnisuswnlsnddulduniigaueuwsazdiuges s
W Anludannzdunslalunisssyansusiu wasdugnuenisklsiunaiugnssy

[

PIDLSENINUTALBUA WALaNAIUNITUSEIIANATIRLAY
A 1A 2 a ~ P Y o 1 I )
4) de novo assembly #3me3n LUUITNITNITNE18MESudUIuNTUIN I lag o de
o ' ) v 9 Y] X o vy N A
nsunIANae Y AUl ednwuslvinlifeInIsIuInIesIaeIUsen 75 -

1000 Lud F9d1TsanenvzAvIsliboudaiusEnInsaladnedy



tandem duplication deletion insert read contij
[ =] b g i
legend
inversion insertion sample reference
— —

U 7 mamsaammsusiiudalaseaislusaslnsluloy
(T - gﬂﬁ 1 999 [36])

2.1.5 Binary Sequence Alignment/Mapping (BAM file format)

Iniduuy (BAM) [32] iulwddeyaiindniueuided Inslnduuniiidnuasadiety
Indugy (SAM) (Sequence Alignment Map) [39] usignvinn1sdudnnie BGZF (Blocked
GNU Zip Format) vililwddaunaidnas wagiunsgiusesiunisidail Tneflnduu
Usznause 2 drundnfedinvensniaes wazduued alignment (3U 8) Gednuwaizvodan
nesurarussTinarTuduiiefsnes “@” lurariiludgiuves alignment aglyiidasnus
“@”1huth dwes alisnment Usznauludng 12 Had fansiedt 1

915299 1 Aagvianlulwauuy

AosuY | Had wuuin | AeSung

1 QNAME | String Fovosdrusua

2 FLAG | Int szudnwazvesdduIUAT NSNS TUIaTdNg
3 RNAME | String Fovoslaslulay wu chrl, chr2

4 POS Int sryfwiasusunIaumiulungeds

5 MAPQ | Int SYUAMNNVBILUNTS (mapping)

6 CIGAR | String spudnunrvosdduadoumTssumumisl

7 RNEXT | String | devedlaslulesvesdaiiing 1wy chrl, chr2




10

8 PNEXT | Int szyfusvesinaiiing

9 TLEN | Int TEYIUIANULNGR

10 SEQ String JEYAPULUE WU CACTGT

11 QUAL | String TEYAUNINYBILUH

12 OPT String | WuiladiiaAniteglusuuuuues TAGTYPE:VALUE

Aoduy OPT azifunuunindendl alignment 1Wunlnsazeglusuuuuves
TAGTYPEVALUE 8n#1081919u SA tag Uad3ndignuanaen (splitread) azaglugiuuy
SA:Z:chr5,18606884,-,52M755,10,0; fivunedanisuan3aiilasluley 5 (chrs) sunad
18606884 aunsun (strand) unuusudounau uazl sWa CIGAR 1l 52M75S Aaun1nu
NU9WOIIAMIAU 10 Way NM UBNAITIUINANNAIIS SIS IAULUALAE A lUND 9B YU 0
Watlsva CIGAR 52M755 Manefia 52 (ausnuedaanss (match) fudduivavesilunuassn

75 wadpunduuarensaay

@HD VN:1.6 SO:coordinate
@SQ SN:ref LN:45

r001 99 ref 7 30 8M2I4MID3M = 37 39 TTAGATAAAGGATACTG =*

r002 0 ref 9 30 3S56M1P1I4M * O O AAAAGATAAGGATA *

r003 0 ref 9 30 5S6M * 0 0 GCCTAAGCTAA * SA:Z:ref,29,-,6H5M,17,0;
r004 0 ref 16 30 6M14NEM * 0 0 ATAGCTTCAGC *

r003 2064 ref 29 17 6H5M * 0 0 TAGGC * SA:Z:ref,9,+,556M,30,1;
r001 147 ref 37 30 SM = T -39 CAGCGGCAT * NM:i:1

g‘dﬁ 8 feehaguuvulnauas (SAM)

(1‘7im : gﬂﬁ 2 U949 [39])

2.1.6 Ao (Variant call format: VCF)

Fiew [40] WulwdAunadnsilianlsunsumsinseinisuysiumaiugnssy
Tngazuendsuinaidamiuiaunaliiazduiumis drsnsudsiu vdeguuuuyszanves
MsuUsHU §lWd (Ul 9) Useneudhe 2 dauldud drufiuenseaziBavesdeyaniely
g Faarldresunenineg vanedturedifienviesnusdosgfiartududemiomuny #

s =

Ingdayadiuusnilazegiulid diunaesdusienisvemaiifiasiuniinisuusiu lneasd

Wans1eaauanslunsei 2 aeludl
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9757199 2 Wasvanlulwaizian

[ L4 a 3 ¥ o a
ARRNY | Wam Uszlnnuesvoya ANBeUY
1 CHROM | String Povadlaslulaw
2 POS Int FLULNYOAUALITNTILAAN1TWUTHU
3 ID String JUoUDINISHUTHUY (WU DELLYOOL %39 Mantal2l
3
1Oudu)
il REF String JEULUAUUALLNDN9DY
5 ALT String srywaniinsuusiull
6 QUAL Int 5sq@mﬂwwmauua
7 FILTER | String JEUIIMILUIRUTHIUNINTOmMaENEVS o
8 INFO String srytayaiiiuiiy
¢ ##fileformat=VCFv4.1
##fileDate=20110413
##source=VCFtools
##reference=file:///refs/human NCBI36.fasta
##contig=<ID=1, length=249250621,md5=1b22b98cdeb4a9304cb5d48026a85128, species="Homo Sapiens">
##contig=<ID=X, length=155270560,md5=7e0e2e580297b7764e31dbc80c2540dd, species="Homo Sapiens">
] ##INFO=<ID=AA,Number=1, Type=String,Description="Ancestral Allele">
B < ##INFO=<ID=H2,Number=0,Type=Flag,Description="HapMap2 membership">
£ ##FORMAT=<ID=GT,Number=1,Type=String,Description="Genotype">
##FORMAT=<ID=GQ,Number=1, Type=Integer,Description="Genotype Quality">
##FORMAT=<ID=DP,Number=1, Type=Integer,Description="Read Depth">
##ALT=<ID=DEL,Description="Deletion">
##INFO=<ID=SVTYPE,Number=1,Type=String,Description="Type of structural variant">
##INFO=<ID=END,Number=1,Type=Integer,Description="End position of the variant">
\ #CHROM POS ID REF ALT  QUAL FILTER INFO FORMAT SAMPLE1l SAMPLE2
> 1 i Ee ACG A,AT 40 PASS . GT:DP 1/1:13 2/2:29
3 1 2 W C T,CT i PASS H2; AA=T GT 01 2/2
[} 1 5 rsi2 A G 67 PASS y GT:DP 110:16 2/2:20
X 100 . i <DEL> . PASS SVTYPE=DEL ; END=299 GT:GQ:DP 1:12:. 0/0:20:36

U7 9 faeenlnaision

(T - 31117‘{ 1 ¥@4 [40])

2.2 9Adeiifieatos

2.2.1 DELLY

DELLY [41] fuiadesiiomnisuusiudadassaddduudazliaslulen a1unsasessu
ANLBEIATIaInTane 1w paired-end, mate-pair iudu uay s993Un1IM deletion,
inversion, tandem duplication ag chromosomal translocation lae (g'dﬁ 10) funau
usM DELLY agvhnismanade wagAndsauumnsgiu ndsaniuagligialunisinsed

[

lned andunsdl deletion dnwarveauenigsndoslanvuzningniiung witldnwo

ee

D

a

vosianaduunflunsdives inversion DELLY 9ggaindnuwnizvesiiAnsninUnfvesini

[

adunsalvas tandem duplication agldn1sgeunisvesialaeNsaniigaza

[

KT

ed_
c
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geruswmianu andunsdlves chromosomal translocation aldnisgansaingnlley

dnlasluleunils wag insertion RPIMNANBALVRIANLENIAIAABITVLIAENNIIUNR HRIIN

A Ao o a a

a ¢ v = & ! ! ° P A adao
'3Lﬂi’]%ﬂﬂ'ﬂﬁ@ﬁﬂLﬁi"ﬂuuﬁagﬂa}liﬂ‘mllaﬂﬂmgw@ﬂﬂmﬂsaﬂu’]ﬂqﬁﬁq\iﬂiqw I@Siﬂwuaﬂwﬁus

Y

a o W A

single-anchored paired-end flasanilalidduiuanmilouduuualude1eds d1urvedsa

Aa o o =

(mate) ldgnuunAslufidunusuudluaniidduiuamilouguadsailiag aggniiuimieieg
ax a2 A Yy | A A uyve o Y a A a v aa
FBsuansa Fe3adlignuun aeseed 2 dwniisuiulaiuiluug19de Aegasusuiiinnis
wUsHY uargnaugainn1sulsiy Jaaesyailiondndunisusnidug (breakends) DELLY
14 Gotoh algorithm lun1sifiguIanldgnuuniuilune1eds Feseeduresing (gap) luns
= o ] 4 = 4 [ [ s [
\Wgudulua Tunauannie DELLY Jelviasuuuiuiusnidud uasuaniwaaglusiuuunes

& 3T

Library, Library, Library,
Mean 3510 bp Mean 280 bp Mean X bp
Sd 400 Sd 30 Sd Y
Layout < —> Layout —=> = Layout —> ==

Paired-end mapping analysis
Paired-end outlier detection
Structural rearrangement graph creation
Paired-end clustering *
Split-Read Analysis
Reference extraction and indexing

Split-read identification
Consensus computation and alignment

v

Results

Structural Variants at
Single Nucleotide Breakpoint Resolution

Ui 10 Fumoun15v19Iuve9 DELLY

(i : gﬂﬁ 1 w94 [41])

2.2.2 GROM (Genome Rearrangement OmniMapper)
GROM [42] 1 uindesfiondlafiarunsadunildsis insertion, deletion, tandem
duplication, inversion, indel, SNV uag CNV lagldige3n unn3n waziiuin uazaiunsald

Aumadluy nzdiunduldnloy vieaindduiuavesensiduwe Jayail GROM 14

a aa v

U3¥NOUMUANAREAMAMLUNTIVBITA WATAMAINYBUA NaNITATTANYMEHAUNG ST

WeRlalgnuun Sa9gNuan wazANENYeLIn lnedunaulsn GROM (FUN 11) agvinism

Y
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1%
[ Y

ANLRREANUEIATATINIL 10 AIUATA M9 INTUTIRIINATANE

[ [

nuaueiaund laun fiamnig
30 uararueTIgIn udntuiafuiafiidfuuarendadl mnmiiutewinfu 5 wa vie
druiifuunnie (SA tag) fosunnndiudowinfu 20 wa vimindulaiianguiieudv
Tuy dslunszuiunsidwifivsnidudiniontunieviufuogaginismuiu uarlunou
Usgananaazuuanaulssinvueansuusiu uazvunnvesnguiniiiaund drisiuialiiile
FIUAIMUATOUALSTIAIAT AR deletion waz tandem duplication waslddduiua
gordady Tuusnmtuiioy Snunmuundlsedadildfosnnnimdowiu 20 naagves
GROM azoglulwdiien GROM sesdumsmnisuusiumaiiugnssulneldansifen (single-

read) 978 WARANLAAEITRINNANINTAUTLLANT GROM #99nN15UUIBANNTIUTZUI 13

Anglud dmsunsalissaien way 128 Anslud d1nsunsdl 24 1590

[nput: BAM file
Collect data per base Repeat for each
Identify candidate indel and SV breakpoints, SNVs chromosome

v t

Match start, end breakpoints Identify CNVs using read
Filter SNVs, indels, SVs (translocations after last chromosome) depth

! !

Output: SNVs, indels, SVs CNVs
Ui 11 Tumeun)5v7197U799 GROM

(T : gﬂﬁ 2 999 [42])

2.2.3 LUMPY

LUMPY [43] Juiedesilofisesumsnnammsulsiuddassadsivainnans laun
deletion, tandem duplication, inversion W@ ¥ chromosomal translocation 1 81%17?&
Fn13a3n uanin uaztduin wildteyavneadalunistisdnduladennadnsiild wenand
LUMPY é’qiaﬁumsszuﬁwLLWJW@&L@%L&’MLW@W LUMPY M6 RUSLUSANBYARIBLUSA
WBWunlaslgnislylia BEDPE (gﬂﬁ 12) LUMPY lgvnsilSeufisuiuiaiosile GASVPro,
DELLY wag Pindel %ﬂﬁm%’m’fayjaaﬁam LUMPY :ﬁmmmmuﬁwﬁqaﬂ’hLﬂ%qsﬁaguﬁ] Tu
N190579M1N 19U IAULTILATIA519UT2LAN#199 BNl chromosomal translocation

| v

dutayadse LUMPY lddaya NA12878 lunisnaaeuusednsnin lnganunsnannisnsian

Y

a | a4 A A
mmmlmm%maﬂmaau‘]
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Source Files { Sample Known Variants Source Files { Sample 1 Sample 2 Sample 3
Paired-End Split-Read CNV Paired-End Paired-End Paired-End
Aligner Aligner Predictor Aligner Aligner Aligner
Input { —fps e —— - - * Input { R -— — e O -— —a —
Breakpoint Read-Pair Split-Read Generic Generic Breakpoint Read-Pair Read-Pair Read-Pair
Evidence Module Module Module Module Evidence Module Module Module
Breakpoints { f" \ _/_ JL JL F—7 \ ﬂ ﬂ Breakpoints { e x _/_ x _/_ . '\_ f
Cluster Cluster
Predicted Predicted
Breakpoint { L 1 Breakpoint { Nt
Regions Regions

U7 12 FupeaunI31197uved LUMPY

(g - gﬂﬁ 2 Yp[43))

2.2.4 SVABA

SvABA [44] Wuiadeatiefisesfunisnsiananisuusiudlassadaiivainnans
AMTIVBTITNIVRS SVABA (U1 13) tadesiiaiiuannnsniediiud wevdaduia ¢3adid
SnuwaizRnUnd Safiluanunsowunls warSaiiiduea Weldmumitweneidud Svasa 14
String Graph Assembler (SGA) ifiaflarsaudaiuvesiafiliaiuisaiisufuilundadals
vt whnsleuiuslundddag BWAMEM Wemsumisusnness

2.2.5 Wham

Wham [45] udniedesilenilfignairafionisnsiammsudsiudslassaisluusiay
TasTuloy Wham fgasulunisdszgnaldnisisouisieiades 35 Random forest 184
Decision trees Tun1suenuegnisulsiuddasadddundagiasluloy $933nsuenuesves
Random forest 914 14 Arudnwaue laua 1. Discordant 2. Mate not mapped 3. Mates
mapped to same strand 4. Mates on different seqids 5. Number of split reads 6. Split
read (fragment 1) on same strand as mate 7. Split read (fragment 2) on same strand
as mate 8. Split read (fragment 1) and read two (fragment 2) on same strand 9.
Internal insertion 10. Internal deletion 11. Mates mapped too close 12. Mates
mapped to far 13. Everted pairs kag 14. Relative depth %QLLﬁazqmﬁﬂwmz%Qﬂﬂ%m
vl fuumsgu (normalize) dreanuBnuesin w sundstiug gadeyalumaiFousldn
nMsdiaesdoya tnenaves cross-validation wiritu 0.94 egalsinudldanansarinnislo

iwseslleseuiludla
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Indels Medium SVs Large SVs Complex junctions Viral integration
(1-50 bp) (50-300 bp) (> 300 bp)

D —aEs N e e _*9_‘*"7 chr3 _49-
e D G e
gapped clipped discordant / \ / \

alignments alignments alignments ACTTGGCACACTTCGAGA .. .CGAGATACGAGGCA. ..

_ . chr4
b variant size

(1) Read retrieval and discordant (2) Candidate discordant read realignment
pair clustering

Candidate discordant
read pairs
[ — | Mon-discordant
read pair
(10%-10* reads) Discordant read realignment with BWA-MEM
— 1 e Confirmed discordant

Corrected alignment
by

=] 1 I L
read pair

Mon-discordant

| —————— e— read pairs
(3) Pair-mate sequence retrieval (4 Sequence assembly and alignment
— Clipped Discordant Gapped Unmapped
NI S S [
“ +
Pl PEaN Error Correction (BFC) + Assembly (SGA)
-
. r z s ™ 4 Unaligned Assembly Contig
Dlscorja nt ACTTCTTACTTGCATCTCT AGCCEATCCCAGTT TEACACAREC GAGACERAC TAGCT TTGCARGTATE
reads i
Clipped [} - | Align to reference genome (BWA-MEM)
reads !

\ / Aligned Conticll Alignment & (41M 275) Alignment B (418 27M)

Join local assembly windows

5) Extract candidate variants (6) Read-to-contig alignments and genotyping
Contig coordinates |Breakpoint
ACTTCTTACTTGCATCTCTAGCCGATC TEACACAGGCEAGACEEACTAGCTTTGE Breakpoint
) TTCTTACTTGCATCTCTAGCCGATCCCAGTT CACAGGCGAGACGGACTAGCTTTGCAA _
Reference coordinates Structural Variant Contig  CTTACTTECATCTCTAGCCGATCCCAG CAGGCGAGACGGACTAGCTTTGCAAGT [SuUpporting
Supporting CTTGCATCTCTAGCCGATCCCAGTTTG AGGCAGACGGACTAGCTTTGCAAGT TG readS
_ ds TCTCTAGCCGATCCCAGTTTGACACA GCAGACGGACTAGCTTTGCAAGTTGTG
rea

U 13 Tumoun 597971989 SVABA

(T - gﬂﬁ?‘i 2 94 [44])

= = aa A o o A4 A Aa 1
2.2.6 WIgUINgUITNSNUNEAUDNULATDIUDNUNNDU

¥

nsdlvesmanmavnmsulsiuddasaislundasiasliley nuimniaiesdediiugiu
nsmsedunsuUsiudddassaindunmsniismsfindnetu Ao3den (read-pair) Wlevie
Aduduazdunouaniineayldizunnin splitread) lunisifisuiafuilundrsdadion
Funiausndud egnlsinalunsasiedesilefiiineaziBonuandosfiunnsiistu saulud

AUAILNTOIUNIATINNTLUTHULTATIAS19UeU TELAN
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]
unn 3
ad o a a o
9N1INUUITUIY
3.1 LWIAALAZITNIIIRY
3.1.1 nMMMFITURBUNTINUTDITANETIY
o Y ax a ) I3 = Y a & v 9 =
ANTIWNTINUTeITaneIANENIINTU AL ULLAEAlun B dutayaidn (FUN
14) ¥NISAIINNIANRAEURIANENIGIA wasvinnIsuUseyasenidunaies yanu
uuvadlastulanvaalnduuuudrdwauanuulilugsdiuneinsinszd Usenaume
NITIUTIUALAATIENATA UANTA kAEN13a319 Depth block laEN15ILATIENILINULUY
41' Y} ] ] a ¢ sy 1 a
yuieansreatunsUssnana nasngnasluludiuvenisiinsgy faiduguin
= o ! v 1Al (% o A U (% 1
Juinseu wameesdssaludlsddunldlunisminisuysiunisiugnssuwsiagyseinm
AISUIRILUUAUINOUA UATNITANNTDIUAULUINDUR tnsradndgavinedlaazdnen
ALY THULTILAT9A319919WUEN ST insertion, deletion, tandem duplication, inversion

way chromosomal translocation Mivmlatuzuuuulnaidion

Sample alignment file
(BAM file)

Calculate insert size statistics

\ multiple threads

Y Y

Compile evidence by Compile evidence by

Read-pair (RP) analysis Split-read (SR) analysis Build Depth block

'

Identify breakends

Y

Filter breakends with Depth block
/ VCF /

JU7 14 Fupeounisvineuveslusunsy
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3.1.2 %’umauﬂ'ﬁﬁ'}u'sm@qaﬁammmmm’sgj‘%m

miﬁﬂmmmmLa?ﬁ'sﬁuam’numwﬁm Toun1581usadus1uIu 100,000 5a Tag
Snwazvasiaiidenuvhnsewameanadsdeniuiailiiduea lifidwuwadidugens
AaU ANeIRsAdaslaliy 100,000 wa seseguulasiuleuifieniu nanisiieuianesly

Judiuses (secondary alignment) waglaitu PCR duplication

3.1.3 TURBUNITIUTIMANTIUIAENTIATIZETA

AMTINVDITUABUNIIMINTWUTHUBILATIAT9LTUAUMETTNITIAT YA (read-

a

pain) Ingdunsuiiaziidouananteinedwud (evidence) Nldunainnisulasinfiidnve

ee

RaUnd Fen1eluedeudusenaulumefiumianainniiusnidus kagsnanulIuniaiaIaI
a5 TN ILUT LD UA beY dmTutunaulsn1siasengsad mivisaasUssnnuednis
wUsETlAsIas19Tlanalul

1. dunaumsliaszigsniiemniswlsiuidalasainauy deletion

n154fin deletion duagiiusnamilsgnavesnly (5Un 15) Weinmsieuiuiluy
Y a v ¥ a ¢ a ] Ay v o w = Y a =
91989uN1gIguIIN B aznurendady (druvesanlidassiudduiualuilungned) 7
a - o oA~ o o Y a =& A & & a P a v
nannsEneenanfulaiguiudlune1eds deusiuidasiduuinunduaasuduves
2 & o v a 1% = a & a a DI -
WUINEUA wazdmiuusnaauunnaziiagendady Tuusiiu C lagdesiiansunteouly
i & Ay g ; v v o 1 = Y Ao oAy o !
solutianngsn e ddunisdlaniesmugie duniwestazdedmuniantesniimuns

a Ay o I3 =~ v & I3 a A v g
VOIINNLYIA ALATUAYDITNAEABITU + (forward) UASELATUATDIIANUALUU — (reverse)

WUAIDE1TANUIBLAY 4 WATAINETIAIARDIIAININNIIANREY YRIINTUTWIINTIY

[y

aruagendndU InnUsha B wvinileuiudludaedeiieguuuinm D smamuluavens

a <3

a Ao Y v v ! = I v o o w & a @ 1%
AAY EUENi@ll‘ﬂWMQULUﬁL‘UWﬂUIWQJWﬂﬂQWﬂi@LVI'Wﬂ‘Uﬁ]TU'J‘LlSUENaWWULUZ"I‘U@WG\?‘W@‘U ﬂﬁ]%ﬁﬂLﬂ‘Ul’J

Y
I o 1 1 Y1 Id Y <@ s A o 1A v @ = a ¥
L‘UUGHLL‘VILNL‘U‘Lll‘Ul@’J?LUUQ@E"I‘UE‘}WU@QL‘U?M@H@ PL‘L!“UQA%‘VIG]']LLﬂu@i@@’JNUL@QMQ@Lill@]‘wUEN

a ;Y

=3 § 1 Y & y | A A v 1 = a L
bUTNEBUR ?12]‘145]']LUUEJQU?L’JENG]’]U“U'J']LSUU§®WL5U’]QMN']EJLWU 5 LQE]UVLSUELUﬂ']'iLﬂﬂmG‘]ﬂ'ﬁmﬂE]

funlssnagsaanInniurisaiidig aunsudvesinasiendy - wavauwnsudvessaiid

£ a !

1Y < 1 1 d' [ d' o o W & a d'
Adaudy + warANENAIARBINANINNIIALRAY vdRIndiBnauaTedAdy Nnn
vuUshn C uwinsiguiuIluagedaieguuusion A faduivagendady vesiad

Fnuvadriuldunnivewiniuinnuvesdiduivatendaady Aazgniiuliidudumiad

v
IS a

I v g a v & & ° A v W & &
LIJ‘UIUIWJ'WLUUQ@L?@JWU“U@QLU?M@U@ LASATLNUITARTUULDINYAAUTAVDILUINLDUR

9
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AaUN1I1 deletion Ain MstddULUaTeNdAfY USIIM B 1igufiu D uagiua
goNAARUUTIN C LUy A lnefusniduaisuAuIzeguuusn A Laslusnidunauanas

9gUsLIU D

8-——_
Sample -____.-‘___._
REFETErICE s ——
—4alN : —Tammn 1 I
4 I 3 IED—a
D—a S - g
DA > |
- G —
- 7 IR—<ama
[ e D —— A
£ . D<A

&//E) © ®

<@l Soft-clipped read
<@l Read

31]77 15 3UkUUY83 deletion
2. dupounsinngigiaflemnisulsiuddasiaiauuy insertion
A34An insertion (§U7 16 wag 17) Mwaduswunidadiuunsn usidlevinsifieudu
Flunredduuinaudeituarlifiey wlrilEailignumaniu uanfndfuuagondadd

VUUSHM A waz B lnefdruimduaisuivagenaray usiu B LAnandiuidnuiunsnlu

Y

ASUAY wazarduuarendnduusian A inindruidiuiuwnsnludiudany fady

ANds A Y

danesiiudsiarsanieuledeluiaingia (1) dndunsdiisandrgliansaieuiviluy
8198418 Gl 3 JUN 16) fie aunsudvesinazilu + waz Saddngliauisadisuiuilug

§1989 (2) dviuuarensindy svoslinauiiom A uazuim B dmsunsdiianueigsadn

[ I

niAade (UM 17) aunsudvesinazilu + waz Sandnadu - wardrduavendndy

LADILNIUSIIN A LazUSIIOL B

Y U

AITUNT1 insertion NsluwuusaniAllansafisuiuilungeBaliuaziniue

a [ [

AsmanninAnaie anwasluINdURITagUSIIM 58199 A uaz B Fansdiaes insertion
sunisusniduAdudiumiafeaiu dedniaves insertion Ao d1vuIAves insertion N34

1109 A ATANTIVVUIAVDY insertion 191



Sample .__:

- o
...........
--------
--------
-------

Reference

—s - T | DT JTDEl - AR S
| o N = ¥ o [ el ]
- e N o K] [ e BN
-—--——5'4- L
[ sy I S | 1 [ ——]
[ = W e K [ e N

@ <@ Unmapped mate read
<@l Soft-clipped read

) ) ¢ <@ Read

U7 16 sUkuyveq insertion sk lsiarunsowieunviluuensdels

1

3
Sample *

Reference

.............

ft-clipped read

©)
®
la

i

JUT 17 gUkuuved insertion 1A370 730 3IANN IR NAG

] a ¢ 1A v A o N .
3. TuABUMTIATIERE AN TUUTRUANATIA519ULUU tandem duplication
n131Ain tandem duplication aziuTnang1iuAATY (FUN 18) urllavinnisiiguiy

P Y a aa I a = & o § v ° = o Y a AY o Y
QIUN@'NENNLWENLLﬂUiL'Jﬂ.JLﬂEJ'JLVl']uu VIWIML’JaWIWﬂﬁLVlEJUﬂUﬁ]IuﬂJEJN’e)\‘ia’Juwmﬂu%GlEN

A & woa Ay |

anlugaLfedty uillesaiuiafiidigegauazdung iy (3UN 18 Savanelay 1, 8) vilvise
aginaunsuARnUNG ward1duresiurisiavaduiu daudesiiansadeuludelui

Y
A Y & o Y A a o« ¢ & a o I a v o 1 a a

gﬂqﬂﬂﬁﬂ Ao ﬂ']LUumﬂVl'N‘lj']EJﬂ@ IANFLATUALUY — UALNUIVDITAUDYN AL AUIVDITAN
U d‘

e flaunsudmdu + (U 18 Sanuneway 1,8) ndsanduliethaduivagendady finn

Y

UUUTIM A wviiisuiudlugdedaieguuusion C aanuuageniaduvessaiiiiuiu

waniulduinniusawindusuuvesdtuasendaay Adululsinduniausnauiufe

i
a

JrAugnveIuINdULazi3aeligasuiuraausndus Tunsdlvesilwdn Wefia1susa

A o o w ¢ a | A a P v o Y a a a
MUY 1 IWauanuluasannaay NanuuUIId D ll']WlEJ‘Uﬂ‘U‘UIUQJ@'N@QVl@EJ‘UUUiL'Jm B
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[y

fansuaTENAAAU UB93A TAUILLUATINUIANINAINNS BN UITUILYDIE A ULUALDNA

a | = I3 Y1 o I a & a a v 2 & ° A v v =
AU GﬁﬂsﬂgLUUIUI@'J'W’]']LL‘VIUQ‘U?L'JWUU?’]@Q@ILsﬂﬁ]u‘ﬂ@ﬂL‘UiﬂL@u@ LA ALLAUITANINULDIU

FUAAVBAUINLOUA

9
(%
K'Y

A9tUNTI59T tandem duplication AsnsiaIRULUaERNAAAU U A Wisudu C uag

[y

idauvagendady usnm D Wleuiu B lnednuaziusnidudnsuiuazeguuuiion B

WAz ndugnIzag UL C

9 9

1 <

Sample

-----------
------------
-------
......................
--------------
“magl ge==""" . "Srtaa, 1_.s

Reference

....................................................

®/ /[® © @

<@l Soft-clipped read
<@ Read

3“1/17/ 18 FUlyuYes tandem duplication

4. TuMBUMTIATIERATAEMINILUIRUANATI@ L UY inversion

=

AN5LAA inversion TA8ETUSNURTINNAUAIUNUY FailoAoavinTsiiguiulluy

81999 970991 reverse complement (JunsnaumuAUYeIERULUE UIRINTUTINIS

Wasusnesiua 990 Ay T use Ty A waz G 1Wu C v C1lu G endiegratu

¥

ACTG wWasudu CAGT Wudu) deazifsudule Tns@eulvlunisnsivasunisulsiuife

(5UN 19) dmTuusnasiudgiuniesaizdeiogninfuniwediaiiidieg aunsunves

1 o

Snazdoudu - LazalasuAURISANdIAdTARRlY — WU A 4 BdsntudiTIiwenNanay

Y

Ul A 1791 reverse complement agfioafisutd1nulanuaIuyeIdluL198IUUR LA

D 1 wiseugensiady USLaa B U191 reverse complement dasiisutdnnulanudiuves
Auus9BIvUILUL C 19 drardutvagensindy vesialdruruuadinulauinniimse
wirdudwawvesasuagendaay Nazidululaddundsuinaiufegadugavesusn

WDud warAurlEafduedigaEuAuTaAUINOUR dudnTun1nIuYdN Funaedse

£ J o 1 a A v J 1 a a a v 1 = s = 1% 13
FLADINTINNIATLAUIVBITIANIUIG YU IN b INVLVIAVBIIN 3 @LATUATDIINAEHBDLTUUY +
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' v <

LAZALATUAYDIIANINALADUTY + NaIINTUONIITaNAARUUSII C 1191 reverse

Y

Y v 1 al

4 = Y o ¥ a ] ] ¥ & -] & a
complement zpeuisuiulanudIuedluueneds vusmunus B 1o niothwenaaad

Ul D 4191 reverse complement azAaafisutdniulanudIuYeIdlunD198IUUR LA

o w

A'le ondsuaTeNAray ¥893Ata1WIULAINNULANINAINNS BWINAUI I UILYBIIAULUE

=

gondndy Jeazdululdinsunisuinaiufogasuiuveausnioun waziurissadiiu

\0igAAUARYBAUTNOUA

Fafunsm inversion A Aawinaifleusiosinag reverse complement 1nASs
Tngnisuiaidutuagensaal usiaa A %1 reverse complement wazyinn1siiguiu D
avuluagenAnay USa B v reserve complement waaiisuiu C ardutuatonanal
U3t C 11 reverse complement ka8 UNY B wagainutuarenanaluiian D vin

reverse complement uaiiaufiu A TngdnuwasiusnduaasuauazegsEnIneuinm A

uaz B uazgndudnavegsynIeusm C uay D

9 9

Sample

mmmaE mam
amm= "Eaaa
pmm e L™

Reference

: e
P— G ;| e e
" [T ———— ! [ ——

[ DI - i ]

— e K5 < a B —a
<A '-_— 6 >
e < [ e
7-—& =

<@l Soft-clipped read
<@l Read

gUﬁ 19 3UkUUYa inversion
5. duppuninneigsaiemnisulsiuddasiad1auuy chromosomal
translocation
115179 chromosomal translocation 9zfiusiianisveslaslulsudsaduludn

lastulgumis vilviledaluudiazdesisateanazueniueg (3UN 20 wWu Sanuneas 3,
4) sudesinsandeuleseluiiningia 1) dndulastulen M Fdavzdedisafidingegu

Y 1 &

Taslulen N aunsudvessalu + uag aunsurvessanidialu - (U7 20 laslulayu M 30

Y

PUNUEY 3, 4) tngasuuarenaralusin B vaalasiuley M azdesaunsaieutnnule



N
N

fuusa D vaalaslulan N wag 2) dndulasiuley N Fe3Invzanlsanidigeglaslulay M
aunsuArassalu - wavaunsudvessamidng Wu + (37 20 Tastulen N Savaneias 1, 2)
avuaganaralusii C vadlasiulay N agdasaunsaisudnfulafuusiiu A 999

Tastuley M
#9UN15% chromosomal translocation Aan1sutasuLUawanNaAay USiau B

o o w

P Y] s a a = o o & ¢ a v |
Wegunu D wazuranuluaganaaay usiiad C inguny A aﬂwmzLUSﬂLaumﬂmeu%ag

(%
I a

USINL A LAZINFUEAITBYUILIN D

9 Y

Chromosome M
1 <
2 <
3 e
4
Y

Chromoseme M + Chremosome N
Sample
Chi M
Reference FOMOSCe
Farhabeananns N e,
—4dlllE < 1“-—1-_ DG
b—alllE D Tl 2 o DAl
> - - - | e N e |
[ . B e 34-—- : I—a A
I | - <A 1 | e HN
A 5_—# 1 > <Al .
) WA ) [ :
Chromosome N
1 — i
2 []
3-_——
4 A
5 e
Chromosome M i Chromosome N
Sample
Ch M
Reference S
------------ P RRRREELEEE
—@llE a1l : - ANE - aEEE S -
b—alll = 4 F DA DA
- e W e a1 . B _ = |
[ e . | <

. 5 '-, DAl D @lE =l
__________________________ H
@ Located on other chromosome
<@ Soft-clipped read
<@l Read

gl/ﬁ 20 3UlyuYes chromosomal translocation
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3.1.4 FuRBUNIITIVTINANFUlAEITNISUANTA

d1usudnisnldlunsraninisuusdudielassasne Asisnsunnia (split-read) 9
\AT0eleNinNTUITeYadNIA 2 dau Ae 1) Wa CIGAR NldeSulednuugvesiaiiguiuiluy
9199989NA29819.9U 100M50D100M NUUN8DITATUL 100 WALIARTINUILUUD 19D
(match) 50 wadaudu deletion waz100 wanienssnuIluud198e (match) @9 CIGAR
a5l lun159 9291 1n 15wl HULTIATa519 Uselnm deletion wag insertion b9 2) wiin
SA Pldasuresantiuredlruaiusaieulafudnekuuani SUUITULD19D9 8nNHIE19UY
SA:Z:scf7180000067989, 85273,-54547M,60,1 AINMINEYBIUsasFILUAD SA:Z:mame,

a GO a A oA

pos, strand, CIGAR, mapQ, NM 1ng Z AaUanUsesnNUadwintUuBUUERASa rname A 38
voslastulandnsiunuanils pos Aosurilsuulasiulgudneurdsnils strand ADEALATUAY
299NANUINTL CIGAR Aip CIGAR Y098ns1knuanils mapQ ABAMAINNITHUNYBIDN
o ' P A o ' \ o w =~ Y a a o ' =3
AWAUINTS waz NM AINUIUAILANNTENINAIPULUARALI I UL D199 99BN AN AUInTl

3.1.5 1158319 Depth block

Depth block wanstaninsinvewaazlaslulauniuunazusian (region) lnglulsiay

2 v v P = = ° v a v A & vay v

udeanUsznaumelayaninudniederessa Iuniswstuddasaiendululanlaain
& ! v ° & AT | ' & = <
TuppuneuntariuIuveendaduIna lnsusaslasluleuazgnuuseeniduuiion vden
av 250 Lud (U7 21) 397N 250 wa {urnnaevesnne1i3nveaIodnensiEslug
aludmsunseusianugnssuiuuateduy (paired-end short reads) dsinvuinuiion
Tngiiuluenvazandss@nsnmlunisnseslansennvuinvdenduiuluivinlsrlaiaunsa

Y v [ < v | = a a < :’/ o
nsesla Jeyaluudazuden Useneusie (1) manudnadevesinrasudontu (2) 91u3un1s
wUsHULTlATIEFIEnANUSLAY (3) 31UUTaNFARUSATBILRaZUARNNTIAIILE17
11NN71 8 Lwalaunansiia CIGAR U 505200M Fevaneds 50 wausnvassaluyensdaiy
WaLdN 200 WADANINTINUILUND19D9 %138 200M50S F9nUN8Da 200 LWWALITNVYDISANTINU
Aund19Bamardn 50 wadeundurendedy danasiunldlunisasisasusnuiuniswlseu

Wilaseasslundazvaonidudanasiume T Uil uTunaUNITIIUTILLD IO US
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SVs 1INS 1INS 1 DUP
1DUP | 2DEL | 4DEL | 2DEL | 1DUP

Coverage 30X 27X 20X 30X 31X

10000 11250
]

. L
ReglonS<I 250 bases 250 bases 250 bases 250 bases 250 bases

3“1/77 21 3‘1]44‘1/1/7/8\7 Depth block

o I @ I3

3.1.6 NITLURHALIVBAUTNLUA
WAINITIATIZAIA TIVTINNANFIY wazasrsuaondedu I8nsfivuaueazyinnis
nunsanRaUnAnisIusulmdiuilung198ddnidnase Wessymuniatusnouilaanis
wuneadAudluused s lldduneuis Rabin-Karp [46] Anusdluusredaduanie wazld
flandunsvusiazanssdos (3UN 22 A) FeRdAoansetosuay bucket Aasuviasufuiane

= Y a a | a ac A o ¥ a ) )

YU UL BINNULFAEARNSIEDY ANSNUNAUDLTARNSIE8VUIN 3-mer (3 W) NaI91NUU
Jaldansedosveswerdniy (FUN 22 B) Wrilanduuayivensiumisdlunenedalu bucket
druaduiuanvaedrldisnd183sn1suuuense (Naive string matching) (U 22 98 Q)
Tnaviuanlnsessulvantidnseiu (mismatch) Insgwalinsediufnsanuiiu 1 wa 9g9in
nsngaieuanisvessaty wenanilavimsimualinluudagiunisiiuunldegiadoy
Aosfiuinndt 8 watuluTsezifivdeyavesin o sundsdenand Tanisuunialndidldlatu
N1952YAMUNUDAUTNLBUATBINTWUTHLTLASIEE19M19iugnsuUszian deletion,

inversion, tandem duplication W% chromosomal translocation
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A.
sequences of reference genome
@ 3-mers
| | | | | |
[ | | | | |
keys Hash function buckets
— > 1020,1040,1077 |
C +—
—>| 1021 |
C —
C— —> 1022 |
B.
alignment match soft-clipping
I [ I
\ [ ||
[ [ |
C.
I |
I [

&

s (1 e

JUT 22 gUkuunIsTEUULsTesuIneud (A) uandhuugedsluusiaiiauloiend
wWanvuuevlagly bucket Usenaulumesunidsvasansseoguualuy (B) Wiaisusuagans
ARUUSLININTaINEU NI NI ATULEN NI VUelY bucket (C) uunSalnuiivaeng

3590059
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WeownluudagIaaunsawunlanatgaunidsuuilundeds iienagseylai
13 ' = 2 & a a e v ' & A v i
auvidalvupsiusndud Tinerdnusidlmaueaunis (1) deluiiiieldlumsTvinsuuuusiay
LUINLaUA

Scorealignment = Nmatch + (2Lmax) (1)

Tnadi Scoreqiignment AOALUUUVDIFNUWUTNDUA Nipgren Aosrurudaiiuumn
AseusuaY Lonax ﬁaﬁ’]ﬁvLUﬁﬁEﬂ’JﬁﬁﬂﬁLLMWﬁUﬁWLmﬁQﬁI

d115U35n1911U81 insertion #1991n1N1935n01511 deletion, inversion, tandem
duplication ua chromosomal translocation Lilo4a7n insertion lalanunsauumdnfuiiu

a o 1 al 1%

91984le 3 ududesandenismanudunusvesarruiualunsiazsndlg Smith-Waterman
1471 Tnelutuneuusnaziliunssindduasenina e Snfitfunisesdduiuagons
Adunseiu Ieglunguiivafudeu Weainnisld smith-Waterman Tdm3neanslunis
Uszinanaguilifessiunguesdvuiasensadulvioglunguidvadunieu nefieulain
edit distance s¥vinawenAndy fesiosnii 3 Jevzieinduaduasendaauiieiiu
FBasswduiuarendady enfegiatu nguvesddiuluaronlindy A (Ul 23) 9zvin

nsTmasuUarendaaUandudulugudusnn Taeld edit distance ag13lsAnuidadann

edit distance ABITVUINANULNIAINULUATLNNAUIIRDILNSARaIUTNURaNNBULTIEU

Soft-clipped A
A
4 A\
_______________________ .-.
................. ...
——————————— >
.‘. _________________________
* _________________
4 -----------
- J
Y
Soft-clipped B

U 23 sUluumsTINA IR UATENSRA YA ediit distance
nEnTunguuasdfuUaTeniadUiaiadshnnidduiarendaiuoia 2
naustsuiulaglidunouds smith-Waterman (Uil 24) Aildimunazuunli +1 dmsy
wanseiu -1 dwualdnseiu -5 dwsuifiadesing lneslaimunliegndesodazuuy

17NN 15 WAzt undssinannduusneua
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_ |
Representative reads of group A

Representative reads of group B

Em bases matched with the reference genome
3 bases mismatched with the reference genome

bases matched between both representative reads of groups
U7 24 mMaiigunguYedsnmetunewds Smith-Waterman

3.1.7 NMINTBILMUALUTNLBUARIE Depth block

ISn15FnnTRINITwUsHudlaTIas1aazs Ll Us N URURIN WU SHWL T lATIaS
1uq A1e Depth block azliudnuiunisulsiudslassassusiazUszianlu 1 vsuwn lag 1

g A < I A ) 'Y 1 a v v

YauwwaAsauAauiiuf 3 vden Wuneululun1danses andteg1slugun 25 ddeens
n31aeudn1sulsiugalaseadne deletion Nfisduniasusunigluvden B2 wazdugni
o 1 I3 aa LY a [} & v o =l 1 v =l
suwnisnigluuion Ba uazilsaaduayu 5 3a azgnandenlillumnaunseld assesdinig
AANTBILUINLAUATALMUISUAY TaeN15HUIIUIUTINNITLU LT SlATIa5 e mazUseenn
YpaUaeN Bl B2 way B3 JeUsznousig 6 deletion 1 duplication way 2 insertion Lay
Weuiuduauseatuayuveanisuusiuil (deletion) Meleuly (2) vaan1siuseuiisy
salUinonduas

NSVi_supp > NSVj_ count (2)

NSVi_supp > (NSVi_count - NSVi_supp) (3)

o w

1089 Ngy; qpp AETIUILSRETUAYUYDINSWUSHUTlASIAUTEIAY § 930 SV, fifaT

#9157 1u 5 3aves deletion TudI88199190U LAY Ney; e D F102UNITUUSHY
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Uselan j v3e SV; fifulely 1 veuwe wutusiuau duplication twihdu 1 Hudu Tne
SV; sipalsiiviniu SV

fefuanideuluinaduastiduisuindusisiuremisuusiuddasaiassnm
deletion fifiansmIKIUN1sANTEs dauABnsnsashunsiugavesusnBudiazinns
nynaouieludnuziferiufenumuusiuddasiaiisluisasssinvvesuden B3 Ba
wag B5 Usznaulumie 6 deletion 2 duplication wag 1 insertion wagfinnsandeuluniy
aun1s (2-(3) 41efu Adlugreged wandudddmumisduaniiunisdanseaduiu duy
nswUsualaseaselseian deletion ﬁﬁmimﬁmumiﬁmmmLLamgQﬂﬁ’ﬂ,ULﬁuam%ﬂ
Yasrmaunealy

uana Nt Depth block é’qgﬂisﬂumiﬁmmaﬂuﬂiﬁﬁmauLsumﬁ'«j’wmul,a?{ammﬁﬂ
(coverage 130 depth) wiaduaudafinnluudonidertunsoveuniisrfugsiauniiile
Feufuusnadug Imﬂ%m’;aaaumﬂ%’ayjaﬁ?’lmma?{ammﬁmaaLwiazuﬁaﬂﬁwiméuﬁm

8y d1ufonfiduiueieaudnuinndl 3 wivesrnudnadeveiiedns Naggnniesenn

sniuIusnurtudunsulsiudadasaiisuseinn tandem duplication

SVs 1INS | 1INS [ 1DUP
1DUP | 2DEL | 4DEL | 2DEL | 1DUP

30X | 27X 20X 30X 31X

Coverage <I
10000 10300 109005 11250
. L 1 4 1 1 2 1 ]
ReglonS«{ 250 bases 2?50 bases 250 bases 250 béses 250 bases
B1 P B2 B3 B4: B5
SVs { | Deletion |

JUT 25 sULUUNTISNTO IIMIUINLEUsARAIE Depth block
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uni 4
NNSNAADILASHANISNAADY

[% o

Tnsndnaweillagnitlunaaeudssdvsnniunadeyainassuasdoyadse fe
JwazBeafselUll
4.1 anmuindeunaziasasilanldlunisnaaas

aaa

\n3osnenfianesilinaasuiidiy Intel(R) Xeon(R) CPU E5-2630 vd @ 2.20GHz
314U 20 ADS WazuUIBA1INTY 93 Anglud UusEUUUHUANIS CentOS Linux release
7.7.1908
4.2 Wiguligulssansnniuyadayainass

lunswsvudeyadnass gadeldlusunsa SURVIVOR [17] Tun1sad1edlungneds
Funlmluaziinsifinnsuusiuddasadaseansieg Uszneusie 948 deletion 1052
insertion 1000 inversion 1000 tandem duplication & & ¥ 2000 chromosomal
translocation lUTuATuy wagly WGsim [18] Iuﬂﬂiagﬁﬂ@ﬁmumgu (paired-end reads)
fimnueiieauin 101 wa ansluaiisiassdunndiedu Tneadreaudnin 3 uuu Ao
20x 50x Wway 100x waglglusunsy BWA-MEM Tunisiieusaiudluueneds hgl9 [48] sy
nssernvasuasAsesiiofiuUTeuiisudszans fmlunsmnsudsiuddaseadne v
Juaniuveaniodiotug snunsdlvesmssemsuamssaiinzimuai 20 530 onviy
DELLY filisessumsvaunuunansissn

nsinUszansninazldainiiuuiiugi (precision) A1AUATUAIU (recall) LazA
HralugsNeinUeIAIAINLLUEINUAIAINATUOIU (F1 score) @unsamlansaunis (4) (5)

LAz (6) AUAIRU

ision = i (4)
precision = (TP T FP)
= —1F (5)
recat = TP + FN)

Precision X Recall
F1=2 X — (6)
(Precision + Recall)

el TP AonaulInagsd FP Aswauinaid FN AoNaauald lngni1snansaINaulIn

a & Y & S . . . . . ¥ .
9591u adunsdlves deletion, tandem duplication uag inversion 14 reciprocal overlap

1 90% ne reciprocal overlap W5NAINAIUTUTDUTENIN UTHIVDITLULAIUAAAIAY
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winudlUauigadugauasusnidusvesimadninis mnnIadonwazandiiona lng

a1 v 24 U 1 4

zAoslidIuiugaun U9ty 90% tnudasiinisisuiunslutaznau Aeuusiuves

[
v v o

nagnsiduiidnaziiusnuve s ianauisusewiudeutustietos 90% wazidieun
Usnameinanaduiduarinuinaemainiuniouidesdlusnaiudeutusdades
90% 1wy Fsazduimadnsiug gndes dmdunsdue insertion uay chromosomal
translocation dehuniausnidusivesmadndanegluzig £300 wa vesiumtaiszyilush
ora Foneduimadsiiug gndes

nan1siUSeuieudild (115197 3) @m3U deletion n3esile SVABA @1u1savh
NAANS LAR LUNTHVDIANULIUEIEIW DELLY ansnsavilaniunsiivesnnuasuaiunag F1
score @3V insertion 33n15LEUs @unsavildATanNwiugY AuAsURIY La F1
score TUNSE 20x Wag 50x @31 Wham @1115avia31uasunulauinninlunsdl 100x
#1m3U tandem duplication DELLY @nunsavildiininasesiieduq wannuusug aany
AsudIu waz F1 score Tunsdl 20x luvausdi LUMPY auuduglagand Tunsdl 50x
Wwag 100x @115V inversion LUSWNSH LUMPY wag SVABA vladludiuuesninutiugn
Tuvauedl DELLY virl#Avisdrunesaitunsauaquuay F1 score @1m5U chromosomal
translocation 33n1siivnaueililunsdvesauwiuginas LUMPY vildalunsdives
AUATUNIULAY F1 score
15097 3 amsSeuigutsansnmyesnsIemnIsulsiiudilnsiaivveyadoya

91809 (AIAIUULUE/AIAIIUATUO Y/ F1 score)

ganosnu 20x 50x 100x
A1 | AN F1 AN | AR F1 AN | AR F1
wiugr | AsUdIU wiugr | AsudIu udugn | Asudau
Deletion
335l

UAUD 0.994 |0.687 |0.812 |0.989 |0.694 |0.816 | 0.994 | 0.7 0.822

SVABA 1.000 | 0.557 [0.715 |0.998 | 0.53 0.692 1 0.493 (0.660

DELLY 0.988 | 0.715 |0.830 | 0.974 | 0.716 |0.826 | 0.966 | 0.720 |0.825

GROM 0.781 | 0.631 |0.698 | 0.708 | 0.631 |0.667 | 0.708 | 0.634 (0.669

LUMPY 0.995 | 0.68 10.808 |0.995 |0.687 |0.813 | 0.995 |0.693 |0.817

Wham 0976 | 0.632 |0.767 | 0.950 | 0.655 |0.775 |0.940 |0.66 [0.776
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Insertion

B39l

UaUD 0.998 | 0.510 |0.675 | 0.981 |0.478 |0.643 | 0.987 |0.447 |0.615
SVABA 0 0 0 0 0 0 0 0 0
DELLY 0 0 0 0 0 0 0 0 0
GROM 0.690 | 0.449 |0.544 |0.350 |0.471 |0.401 |0.120 |0.402 |0.185
LUMPY 0 0 0 0 0 0 0 0 0
Wham 0.452 | 0.099 [0.162 |0.398 |0.436 |0.417 |0.313 | 0.573 |0.405
Tandem duplication

37l

UaUD 0.995 | 0.645 |0.783 ] 0.991 | 0.677 |0.805 |0.985 |0.676 |0.802
SVABA 0 0 0 0 0 0 0 0 0
DELLY 0.999 | 0.708 |0.829 |0.993 |0.713 |0.830 | 0.986 |0.716 |0.830
GROM 0.763 | 0.566 |0.650 | 0.750 | 0.569 (0.647 | 0.731 | 0.567 [0.639
LUMPY 0.998 | 0.639 |0.779 |0.998 | 0.656 [0.792 |0.998 | 0.66 [0.795
Wham 0.990 | 0.593 |0.742 |0.989 | 0.625 [0.766 | 0.989 |0.631 |0.770
Inversion

37l

Uaus 0.999 | 0.789 [0.882 |0.993 |0.796 |0.883 |0.991 | 0.797 |0.884
SVABA 1 0.341 10.509 |1 0.342 10.510 |1 0.341 10.509
DELLY 0.998 | 0.817 |0.898 | 0.995 | 0.819 [0.899 | 0.99 0.823 |0.899
GROM 0.946 | 0.732 |0.825 |0.945 |0.737 (0.828 | 0.947 | 0.735 |0.828
LUMPY 1 0.777 10.875 |1 0.781 10.877 |1 0.782 10.878
Wham 0.964 | 0.755 (0.847 |0.973 |0.787 [0.870 |0.963 |0.773 |0.857
Chromosomal translocation

B39l

UaUD 0.899 | 0.626 |0.738 |0.94 |0.587 [0.723 |0.954 | 0.554 |0.701
SVABA 0.325 | 0.093 |0.145 |0.327 |0.088 [0.139 |0.27 | 0.062 |0.101
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DELLY 0.784 | 0.624 |0.695 | 0.666 | 0.571 |0.615 | 0.576 |0.517 (0.545

GROM 0.866 | 0.584 10.698 | 0.865 | 0.596 |0.705 0.865 | 0.596 |0.705

LUMPY 0.88 0.640 (0.741 | 0.879 | 0.653 |0.749 | 0.869 | 0.657 |0.748

Wham 0 0 0 0 0 0 0 0 0

4.3 Wiguigulssansnmiuyadayaase
yateyasseildlumsiussuiisuussavBaimusznoudie yadeya NA12878 uavys
Toya HG00514 lngan3uilvanain DDBJ [19] uag SRA [20] ynteia NA12878 Usenausie
10 $1981991W1¢ ERR174336, ERR174337, ERR174338, ERR174339, ERR174340,
SRR1910366, ERR091571, ERR091572, ERR091573 tae ERR091574 Tneflusassiograduy
Flunesuywdsia NAL2878 Wediu diugadeya HG00514 Usenauludie 2 daaeia
w1z ERR894729 wag ERR903030 Inedeyatianumeglusuuuulng FASTQ Taglunis
nageufideld BWA-MEM lunisifisudavesiiegramariiuiTungneda hs37ds [49)

va o

dmsugadeyaves NA12878 fAdelddeyasin DGV [21] (Tuilmewns 2020-02-25 {Wudeya
GRCh 37) TumsinnaansuazynnIsAuanizsen1snil NA12878 uavynadeayaras HG00514
Igtoyaann [22] lun1sianadns
Toya DGV ¥o1dlun NA12878 Usenaulufiy 8282 deletion 2409 tandem
duplication wag 12640 insertion d@utoya [22] vesdluy HG00514 Usenaulumey 37215
deletion 42111 insertion 462 inversion Wy 2115 tandem duplication
4.3.1 HanSUSEUEUUTEEANE A NUBINTATIININTRUSHULBSLATIAT1vRIgATaYa
NA12878
c{' = = a a v a o
MITND 4 LanINanITUTBULTEUUIZANSAIMURIN1TATIANINITUUTHULTLATIE54
U319 deletion, insertion kag tandem duplication ¥81yAtaya NA12878 lagn1suus
Hudelaseasnauszan deletion TUsHATH SVABA @mnsavinanuuiuglannanluuuzyil
v v ! A4 A A | oV ya 1 A A A !
ANATUIIUNBENIILATO9RDU @1 DELLY @unsavilaaniaiesdeduludiuresniiy
ATUNIULALIAIULLUEIUDENTILATRINDUNIN dNUTUNAVDIToNITNULEUDTAIULLUEN
4 1 < 4 = } % 1 A 1% v 1
Woundn SVABA dntagusliA1AuATUNIUgINIININ Tuvaenlinnuasudiulosnin
DELLY 1&ntesuniiAnnuuwsiugnandtuin inbmisnisidnaueliainziuy F1 gandimnses

TUsunsuwagaantungulusunsuinhuigunavue
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ANMSUNITWUSHULTALATIAS19UTLLAN insertion 35n15NUNAUDAINITOYIIAIY

ATBUARUILAY F1 score launninATesliodu luvaeil GROM a1uisavinlas ludiuves

AMNLLUELATAINATUTIUTDINILATDIHBDUY 11N @I SVABA, DELLY way LUMPY 1ud

N19899DNNARNSANNSTUNITWUSHUT L ASIAS19UsELANT

dmsunmsuUsiutelassasnauseiny tandem duplication 33n15AULEUDEINT

o I o v e Y] I aa = a o Y I v a Y] A A I
‘Vl']f"’n']llLLNUSWIWWIUW'J@EJ']\TW@JF’TJ']@J@ﬂi@ﬁnLLa%ﬂ'ﬂ']llﬂiUﬂ'Ju@%iﬂaLﬁﬂﬂﬂULﬂﬁ@\‘i@J@ﬁ'ﬂﬂﬁiy

@71 GROM a11150M1AUATEUARNLAY F1 score laRNILATOIN0DUY wATAILLILEE

| aa A o
NI1I0N1INULEUD

15799 4 BamTUTIUTEUUTEaNENINY8IN 157529917 SUUSAU TR SaT19v09Tn Toya

NA12878 (AR08 e /AIAINATYEIY/ F1 score)

9ane ERR1743 ERR1743 ERR1743 ERR1743 ERR1743 SRR1910 ERR0915 ERR0O915 ERR0O915 ERR0915
By 36 37 38 39 40 366 71 72 73 74
Deletion
0.478/ 0.473/ 0.479/ 0.472/ 0.459/ 0.496/ 0.471/ 0.476/ 0.473/ 0.479/
szmsi | 0161/ 0.160/ 0.160/ 0.154/ 0.123/ 0.235/ 0.164/ 0.166/ 0.163/ 0.170/
duaue | 0.241 0.240 0.240 0.232 0.194 0.319 0.243 0.246 0.242 0.251
0.495/ 0.504/ 0.510/ 0.499/ 0.470/ 0.594/ 0.507/ 0.503/ 0.512/ 0.508/
0.132/ 0.135/ 0.134/ 0.128/ 0.102/ 0.100/ 0.140/ 0.136/ 0.140/ 0.140/
svaBA | 0.208 0.213 0.213 0.204 0.167 0.171 0.219 0.215 0.220 0.219
0.192/ 0.188/ 0.189/ 0.183/ 0.203/ 0.078/ 0.185/ 0.183/ 0.186/ 0.184/
0.165/ 0.165/ 0.166/ 0.161/ 0.148/ 0.241/ 0.166/ 0.166/ 0.168/ 0.171/
DELLY 0.177 0.176 0.177 0.171 0.171 0.118 0.175 0.174 0.176 0.177
0.399/ 0.388/ 0.392/ 0.390/ 0.382/ 0.390/ 0.399/ 0.392/ 0.382/ 0.393/
0.138/ 0.135/ 0.136/ 0.133/ 0.124/ 0.186/ 0.138/ 0.136/ 0.134/ 0.140/
Grom | 0.205 0.201 0.202 0.199 0.188 0.252 0.205 0.202 0.198 0.206
0.438/ 0.433/ 0.440/ 0.430/ 0.459/ 0.272/ 0.432/ 0.431/ 0.426/ 0.430/
0.113/ 0.113/ 0.115/ 0.109/ 0.089/ 0.207/ 0.163/ 0.164/ 0.158/ 0.167/
Lumpy | 0.180 0.179 0.182 0.174 0.149 0.235 0.237 0.237 0.231 0.241
0.431/ 0.432/ 0.437/ 0.416/ 0.410/ 0.310/ 0.411/ 0.424/ 0.424/ 0.415/
0.095/ 0.097/ 0.096/ 0.089/ 0.068/ 0.171/ 0.094/ 0.096/ 0.098/ 0.101/
Wham 0.156 0.159 0.157 0.146 0.117 0.220 0.152 0.157 0.160 0.162
Insertion
0.584/ 0.572/ 0.549/ 0.597/ 0.615/ 0.524/ 0.547/ 0.551/ 0.562/ 0.526/
209it 0.046/ 0.046/ 0.045/ 0.045/ 0.035/ 0.136/ 0.050/ 0.051/ 0.053/ 0.052/
dnaue | 0.085 0.085 0.083 0.083 0.066 0.215 0.091 0.094 0.096 0.095
0/ 0/ 0/ 0/ o/ 0/ 0/ 0/ 0/ 0/
0/ 0/ 0/ 0/ o/ o/ 0/ 0/ 0/ 0/
SVABA 0 0 0 0 0 0 0 0 0 0
0/ 0/ 0/ 0/ 0/ o/ 0/ 0/ 0/ 0/
0/ 0/ 0/ 0/ o/ o/ 0/ 0/ 0/ 0/
DELLY 0 0 0 0 0 0 0 0 0 0
0.868/ 0.933/ 0.907/ 0.947/ 0.816/ 0.737/ 0.879/ 0.904/ 0.896/ 0.918/
GROM | 0.005/ 0.007/ 0.005/ 0.006/ 0.002/ 0.047/ 0.007/ 0.007/ 0.007/ 0.008/
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0.010 0.013 0.011 0.011 0.005 0.088 0.014 0.015 0.014 0.016
0/ 0/ 0/ 0/ 0/ 0/ 0/ 0/ 0/ 0/
0/ 0/ 0/ 0/ 0/ o/ 0/ 0/ 0/ 0/
Lumpy | O 0 0 0 0 0 0 0 0 0
0.197/ 0.259/ 0.163/ 0.256/ 0.147/ 0.076/ 0.281/ 0.262/ 0.302/ 0.291/
0.002/ 0.003/ 0.002/ 0.003/ 0.001/ 0.017/ 0.004/ 0.004/ 0.004/ 0.004/
Wham 0.004 0.007 0.004 0.006 0.002 0.028 0.007 0.007 0.008 0.008
Tandem duplication
0.213/ 0.208/ 0.21/ 0.255/ 0.251/ 0.143/ 0.220/ 0.194/ 0.206/ 0.196/
szmsi | 0022/ 0.023/ 0.02/ 0.023/ 0.020/ 0.032/ 0.023/ 0.022/ 0.021/ 0.022/
duaue | 0.039 0.042 0.037 0.043 0.038 0.052 0.042 0.040 0.038 0.040
0/ 0/ 0/ 0/ 0/ 0/ 0/ 0/ 0/ 0/
0/ 0/ 0/ 0/ 0/ o/ 0/ 0/ 0/ o/
svaBA | O o] 0 0 0 0 0 0 0 0
0.013/ 0.016/ 0.013/ 0.014/ 0.015/ 0.003/ 0.013/ 0.015/ 0.014/ 0.014/
0.026/ 0.030/ 0.025/ 0.026/ 0.023/ 0.028/ 0.027/ 0.031/ 0.028/ 0.029/
DELLY 0.018 0.021 0.017 0.018 0.018 0.005 0.017 0.020 0.019 0.018
0.130/ 0.135/ 0.142/ 0.128/ 0.133/ 0.151/ 0.136/ 0.141/ 0.134/ 0.126/
0.042/ 0.044/ 0.045/ 0.040/ 0.036/ 0.039/ 0.044/ 0.047/ 0.045/ 0.043/
Grom | 0.063 0.067 0.069 0.061 0.056 0.063 0.067 0.070 0.067 0.064
0.071/ 0.065/ 0.064/ 0.068/ 0.067/ 0.014/ 0.067/ 0.066/ 0.072/ 0.063/
0.022/ 0.021/ 0.021/ 0.021/ 0.016/ 0.017/ 0.023/ 0.022/ 0.024/ 0.022/
Lumpy | 0.033 0.031 0.031 0.032 0.026 0.016 0.034 0.033 0.036 0.033
0.110/ 0.110/ 0.113/ 0.119/ 0.129/ 0.106/ 0.101/ 0.121/ 0.124/ 0.103/
0.021/ 0.021/ 0.022/ 0.022/ 0.022/ 0.014/ 0.020/ 0.023/ 0.024/ 0.022/
Wham | 0.035 0.035 0.036 0.038 0.038 0.024 0.033 0.039 0.041 0.036

4.3.2 HanSUSEUWBUUTEANENNUBINTNTIAIMNINTRU SR LATIaT 19 vRIYnTYA
HGO00514
a = a a a o A v
AN5199 5 kARINAN1SUSIUMIBUUSEANEAINUBINITATIANINNSTWUSHULTILATIASS
Usg1an deletion, insertion, tandem duplication wag inversion Guaﬂsqmsﬁa;ﬂa HGO00514
laen1suUsiugalasaainalsenn deletion I/NsNUEUDANINTAYIIANNATOUAGUAE F1
score 1aANILAT09500U TuvMET SVABA @11150%1be budIuYeIANUkLug o igunu
d{' = dl' 1 [ d' =1 aa d' o [y I aa d' o v
W309l09u ag19lsAny WalfieuiSn1sAuwauaiu SVABA nulnisn1sndwauslanlny
wiugteandt udldrnuaseuAquLay F1 score 1A
ASUNISUSHULTLATIAS19USELAN insertion 35N1SNUNEUDFINITANNAIUATU
ATOUAANLAY F1 score launnIATedllodu d1u DELLY uag GROM aunsavitladludiu
VDIANULNUTILATAMUATUOIUTAINING dau LUMPY dannuusiugilndlAssiuduiniosils

mhaueusilnuAToUARNTEENIININ
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Ansunsuusiudelasadraszsnn tandem duplication 33nsfitausaunse
viAusiuguag F1 score loaninluvugifinnuaseuagulndidssiuinieaiodus diu
DELLY anansnvmarmasuiulsfusdiamiuusiugiisnineiedioduy agun

dm3u inversion FBmsiiiausaansnvhanuwiugldRnIuTesiody wagld F1
score lu0g1951m1z ERR894729 Aninaesiiodus dau ERR903030 1§ F1 score fioe
n41 GROM 1&nwes dau DELLY aunsoniadiuaseungulddusfinauustugiininis
w3neflodus un
5157971 5 HANANTIYSYULTIUYSEENEN MYEINI57TITMMSUUSHUTIRTIaT19v97A

Yoya HG00514 (AIAIXULIEN/AIMIINATUHIY/ F1 score)

danaIvil ERR894729 ERR903030
Deletion

38NN

UaUD 0.858/0.124/0.217 0.865/0.125/0.219
SVABA 0.921/0.093/0.169 0.919/0.096/0.174
DELLY 0.229/0.074/0.112 0.236/0.076/0.114
GROM 0.852/0.087/0.157 0.847/0.087/0.157
LUMPY 0.740/0.112/0.194 0.736/0.113/0.196
Wham 0.722/0.049/0.091 0.728/0.050/0.094
Insertion

/N9

Uaus 0.424/0.022/0.041 0.449/0.024/0.046
SVABA 0/0/0 0/0/0
DELLY 1.000/0.001/0.001 0.571/0.001/0.001
GROM 0.559/0.002/0.004 0.604/0.002/0.005
LUMPY 0/0/0 0/0/0
Wham 0.455/0.013/0.024 0.444/0.012/0.023
Tandem duplication

/159

UEUD 0.444/0.059/0.104 0.441/0.060/0.106
SVABA 0/0/0 0/0/0
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DELLY 0.016/0.073/0.026 0.015/0.071/0.025
GROM 0.170/0.054/0.082 0.159/0.052/0.079
LUMPY 0.076/0.059/0.067 0.066/0.051/0.057
Wham 0.124/0.059/0.080 0.120/0.059/0.079
Inversion

s

UaUD 0.280/0.065/0.105 0.255/0.054/0.089
SVABA 0.154/0.065/0.091 0.124/0.052/0.073
DELLY 0.005/0.162/0.010 0.005/0.173/0.010
GROM 0.138/0.065/0.088 0.147/0.071/0.096
LUMPY 0.091/0.043/0.059 0.099/0.045/0.062
Wham 0.031/0.078/0.045 0.120/0.056/0.077

4.4 \WSguiguninensinltlunagaudaya

lun1s¥auszansnnluldweinisiduaznisdnniminginsnisAuin §338vinns

NAAeUUTEANTAINYDINATIBUUAIBE19T NI ERR174336 1H8991nR398193 N

NBUNNAIBE1NTUAUAIY ERR ANEIATALATYUIAAINENYaMaEg 9 lnAlAsaiuT

donld ERR174336 Wusunuvasdeyadnnzlagldiniamaaaunuissuliluiidei 4.1

WAZAIATNISITLBS YN 20 1559 8nIU LUMPY hag DELLY f1li5995UL55m 91nKanIs

T9Us2ANS A lULB 9UBINSITAZNITIANITNSWYINTAITAIUIA TUAISI9N 6 WUI1 Wham

Ignamsmuadosiian luvaed LUMPY lddnudilusdilguasniisanuditdosiian dmsu

insesleNinausldiiaivianun 0.117 Falus uasniganudganily 1.277 Anglud

1159991 6 HaMRUTBUEUNISITNTNeINTN IS IIYEsURAziATewe IngvnaeunuTeya

ERR174336

o ey . oo an mheanudgeganly

danesiin | wandildvianua ($alue) | Faluadity (cpu hours) o
(Anglud)

B 0.117 0.624 1.277

ULeue

SVABA 0.431 8.236 8.305

DELLY 0.589 0.583 2.769
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GROM 0.154 2.016 86.204
LUMPY 0.686 0.279 0.654
Wham 0.055 0.790 2.259

4.5 anUsena

ﬁm%’wm%’aa&aﬁ]‘%aﬁﬁ’mmmaauﬁy’ﬂ 2 99 TupmsaAsmsidaueanunsnnsiam
mMsuUsiudelaseaieldd lnslawigyadoya HG00514 fia1mnsasi Fl-score ldfndn
wA3eaiiodun Wousanumeniiu inversion 193f188199 g ERRI03030 dugadoya
NA12878 38n157itiiausanunsayin Fl-score lunsdues deletion uag insertion léinin
\3esiloduq sniiu tandem duplication 71 GROM anssaviléidnt

uenanil nadwsvanunuandiiugaruuazndosvetusaziadosie fogruty
DELLY maé’wéﬁlﬁdaﬂmﬁ%ﬁmmmu51'14‘1'71'53&mfwLﬂéaqﬁaﬁuﬂ wiAUuET oz lEe
niuedesilodu dmdulusunsu SVABA duaziaulun1snsiam deletion awnsalviainy
uiughiigsninaiesieduy udldmnuasounguaouinee d1u GROM nnnanismagey
WU31m1 tandem duplication ledlugateya NA12878 uslumanssiudruislonaaeuiuy
Joya HG00514 fuvhlalifin

AMTImTeEnsiviaueausosanmadnsldd WewSsudisutuniosiieduy
lsid19z1u NA12878 716 F1 score gendna3osiledus lunsdlves deletion wag insertion
Sousinseia HG00514 #ld F1 score gsninaznsdiodus Tuifounnnisnaaey wiaediung
Al

A A A ! ] i a A A ayy U sal aa = '
AIDIUDDUS) ﬁ'ﬂu‘U'Nﬂq31/]@3@‘UUUW°U'3’]@'WQ$3J‘UWQLﬂi@ﬂu@ml@lNaaWﬁ@lll']ﬂIu&l@Vu@LLG]'E]ﬂ

=

o
1Y a o

HadnsneInILedIUlng uamaansNlnnazunnInIelnalAssiu Welivuiu

D
e

—

favdandunsafuty Feinlisnsiiviauslianansavih dalinnia egslsinugidels
daludruresmedoyatiusuauas (mesuan n) Weliiiuteyaiandentu
UBNIINTNAVBIUNLA MUY (MARYN 9) kansdurunsuUsiuddassadausas
Uszln flusiazialosileannsansiamldnssiudeyanadndan DGV vide (22] slduandlyt
diudrusnduiivrfemeaeuiunateaiesile wWetslinisnsaminisulsiuds
Tnssassliiiauaseuaguunniy
AUt NAluN1INTIIMINISUUTHULTILATIAT 900NN TOUTANUGN T TURUUETY

! o Ya o I a A A4 a ao v = = Y v
au@ "U']ﬂﬂ']iaﬁLﬂ@TBQQUQUW‘U’J'}Lﬂ@QWﬂﬂqi‘WLﬂi@\‘m@WWWWU']WIUﬂ'ﬁLVlEJUiﬂa']EJaUﬂ‘UQIUlI
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Fandanslunum suludsunensdlfidaliannsafisuiudlungiedsls iesannilany
uansnsfuvesdFualudlundoyasetesiudlundsdannnitteulviildimualunis
Feuin uenanidgmuiilunshumlausndusisunniaaiuayuiitenunn vilfuadns
ﬁ?ugnmaqaaﬂ ﬁaﬁf’ué”m%’umiﬂ%’UU§aﬂ33?m%mw1um3maam ﬂ?iﬂ%UﬂEﬂéhLLGiﬂ’liLﬁ”dU
Inaneduifuiluudneds viedndudedlinissustaiugnssuuuuassiiudmiuieng
Fumiziug Wethensanuazaniunisiisiaiugnssuuvuasduginsuaniuiluy

21999 NRANAR
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undi 5
#3UNan15Y

5.1 #3UNan15Y

nuATedlduansdfisnisnsraninisudsiudslaseadrdundaslasiuley Tawn
deletion, insertion, tandem duplication, inversion &g chromosomal translocation 5‘53
NAN1ISVAFEUNUIT ST EueannsansamnMsuUsiudlaseadsldd e1aasivnma
nMsneaeuidiunaIedielinaiiinitluuiedia winmsmiuiinsivaueanansavhaule
pE19ADUTNHUTEENS AN
5.2 wuamsIdgluaunan

1) Yuuglisessulunsallidsetnafisiniudnuesags (high read coverage

%139 read depth)

2) WiAnluN135895UNIRTIaMINTWUSH ULl Ssa 519 g udau (complex

structural variations)

3)  gadulumsenamasudstuddasaiilagdildmalulagniseruddu

Tmalelnanuuaisens (Long-Read Sequencing) WnunUsenau
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AMARNUIN 1.

HavayatiudTUIUI

m75997 0.1 Wiguigurntaya NA12878 (HaUInaTy/HaUINaI)

41

8anes | ERR174 | ERR174 | ERR174 | ERR174 | ERR174 | SRR1910 | ERR091 | ERRO91 | ERR091 | ERR091
P 336 337 338 339 340 366 571 572 573 574
Deletion
Bnsit | 1334/ 1329/ 1328/ 1274/ 1021/ 1948/ 1357/ 1375/ 1350/ 1406/
dnaus | 1456 1480 1447 1428 1203 1977 1523 1514 1503 1530

1091/ 1119/ 1112/ 1062/ 841/ 829/ 1158/ 1130/ 1163/ 1158/
SVABA 1111 1103 1068 1067 947 567 1124 1117 1110 1121

1363/ 1369/ 1375/ 1333/ 1226/ 1997/ 1377/ 1378/ 1392/ 1418/
DELLY 5743 5910 5903 5970 4814 23618 6075 6169 6111 6300

1140/ 1120/ 1124/ 1104/ 1031/ 1539/ 1142/ 1130/ 1110/ 1159/
GROM 1714 1764 1743 1725 1668 2403 1720 1751 1793 1790

938/ 936/ 950/1 903/ 739/ 1711/ 1349/ 1355/ 1311/ 1383/
LUMPY | 1202 1225 209 1198 871 4587 1777 1786 1770 1836

790/ 807/ 794/ 733/ 563/ 1413/ 775/ 798/ 815/ 836/
Wham 1042 1060 1025 1030 809 3147 1109 1085 1107 1177
Insertion
Bnsit | 582/ 580/ 567/ 563/ 441/ 1713/ 631/ 647/ 665/ 659/
UNAUD 415 434 465 380 276 1557 523 528 519 593

0/ 0/ 0o/ 0/ 0/ 0/ 0/ 0/ 0/ 0/
SVABA 0 0 0 0 0 0 0 0 0 0

0/ 0/ 0/ 0/ o/ 273/ o/ o/ o/ o/
DELLY 0 0 0 0 0 96 0 0 0 0

66/ 84/ 68/ 71/ 31/ 595/ 87/ 94/ 86/ 101/
GROM 10 6 7 4 7 212 12 10 10 9

0/ 0/ 0/ 0o/ 0o/ 0/ 0/ 0/ 0/ 0/
LUMPY 0 0 0 0 0 0 0 0 0 0

27/ a3/ 25/ a1/ 11/ 215/ a5/ a5/ 52/ 50/
Wham 110 123 128 119 64 2597 115 127 120 122
Tandem duplication
3§ﬂ1‘§‘17i 55/ 56/ 49/ 56/ a9/ 76/ 56/ 53/ 51/ 54/
dnaus | 192 213 184 164 146 454 198 220 197 221

0/ 0/ 0o/ 0o/ 0/ 0/ 0/ 0/ 0/ 0/
SVABA 0 0 0 0 0 0 0 0 0 0

62/ 73/ 61/ 63/ 55/ 67/ 64/ 74/ 68/ 70/
DELLY 4582 4593 4594 4489 3604 23229 4857 4872 4872 5089

100/ 107/ 109/ 97/ 86/ 95/ 106/ 113/ 108/ 104/
GROM 671 684 659 662 560 536 672 687 700 719

52/ 50/ 50/ 51/ 39/ 41/ 55/ 54/ 57/ 53/
LUMPY | 679 721 728 695 543 2805 772 765 733 790

50/ 52/ 54/ 54/ 33/ 111/ ag/ 56/ 59/ 53/
Wham 404 407 399 366 278 2349 429 405 415 463
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M13999 n.2 WSsuiguyadeya HG00514 (HavINITYHAUINUABL)

danaInil ERR894729 ERR903030
Deletion
Rmsiinaue 4628/763 4668/730
SVABA 3455/295 3579/316
DELLY 2745/9240 2812/9103
GROM 3223/559 3228/584
LUMPY 4150/1455 4202/1510
Wham 1814/697 1877/700
Insertion
FBmsfitiaue 911/1239 1013/1245
SVABA 0/0 0/0
DELLY 3/0 a/3
GROM 90/71 102/67
LUMPY 0/0 0/0
Wham 527/632 505/633
Tandem duplication
2msiinaue 124/155 127/161
SVABA 0/0 0/0
DELLY 155/9618 151/9611
GROM 115/562 111/586
LUMPY 125/1512 107/1518
Wham 124/878 125/921
Inversion
Tmsinaue 30/77 25/73
SVABA 30/165 24/170
DELLY 75/14836 80/14808
GROM 30/187 33/191
LUMPY 20/199 21/191
Wham 36/1114 26/1126




a3

ANANUIN V.
UL LY

6 1 dy [J U a b4 1 a 1
uHUA R LRE lUTLERIg UINNSLUSHULTlATIES 19U uaarUseLnn Nlsay

\wseslleaunTanTIIM nnsaiutayanadwsan DGV vise [22]

DELLY GROM

" Our proposed method
BN DELLY

GROM
0 LUMPY

Our proposed method LUMPY

o =/ NS A '
U 2.1 WHUNMIIUUYRS ERR174336 Uszan deletion

DELLY GROM

" Our proposed method
BN DELLY

GROM
0 LUMPY

Our proposed method LUMPY

JUN 4.2 ununmauiYes ERR174336 Uselam insertion



aaq

DELLY GROM

" Our proposed method
BN DELLY

GROM
 LUMPY

Our proposed method LUMPY

gﬂ‘ﬁ' 2.3 LLNUﬂ’]WL@ ERR?M@N} tandem duplication

DELLY GROM

" Our proposed method
BN DELLY

GROM
I LUMPY

Our proposed method LUMPY

gﬂﬁ U4 NUNTLIULYEY ERR174337 Uselnn deletion
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DELLY GROM

" Our proposed method
BN DELLY

GROM
 LUMPY

Our proposed method LUMPY

a Y ¢ A e . .
UM 0.5 wuniutives E%\W@z UseLan insertion

DELLY GROM

" Our proposed method
BN DELLY

GROM
0 LUMPY

Our proposed method LUMPY

E‘Uﬁ 9.6 LHUATNWIULUYDY ERR174337 Uszlan tandem duplication



a6

DELLY GROM

" Our proposed method
BN DELLY

GROM
 LUMPY

Our proposed method LUMPY

—
S —

UM 0.7 ununmiunives E@SE} UseLan deletion

DELLY GROM

" Our proposed method
BN DELLY

GROM
0 LUMPY

Our proposed method LUMPY

JUN .8 uNuAMIULYeY ERR174338 Uselam insertion



ar

DELLY GROM

" Our proposed method
BN DELLY

GROM
 LUMPY

Our proposed method LUMPY

1J N9 LLN‘LJﬂ’]WL’J s ERI 74@:1% tandem duplication

=

DELLY GROM

" Our proposed method
BN DELLY

GROM
I LUMPY

Our proposed method LUMPY

gﬂﬁ .10 UNUAMLINLYDY ERR174339 Uszinn deletion
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DELLY GROM

" Our proposed method
BN DELLY

GROM
 LUMPY

Our proposed method LUMPY

IUN 2.11 UNTATHRUUYDS Eﬂﬁff\ﬂ%w UszLav insertion
- - . e

DELLY GROM

" Our proposed method
BN DELLY

GROM
0 LUMPY

Our proposed method LUMPY

gﬂ'ﬁ' .12 UNUAMLIULYBY ERR174339 Uszinn tandem duplication
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DELLY GROM

" Our proposed method
BN DELLY

GROM
 LUMPY

Our proposed method LUMPY

5 “mas o T
UM 9.13 ununImauYes ERR174340 Usiam deletion
- e

~ ——.

DELLY GROM

" Our proposed method
BN DELLY

GROM
0 LUMPY

Our proposed method LUMPY

gﬂﬁ .14 UNUAMLIULYBY ERR174340 Useun insertion
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DELLY GROM

" Our proposed method

I DELLY

GROM
I LUMPY

Our proposed method LUMPY
T
1J N 2.15 LLNum‘WL Jves ER 17@%@1@% tandem duplication
/// NS
DELLY GROM

" Our proposed method
[ DELLY

GROM
I LUMPY

Our proposed method LUMPY

gﬂﬁ .16 WNUAMLIULYBY SRR1910366 Uszinn deletion
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DELLY GROM

I Our proposed method
[ DELLY

GROM
I LUMPY

Our proposed method LUMPY

UM 917 ununInauves S@%«Eé UseLnn insertion

DELLY GROM

I Our proposed method
[ DELLY

GROM
I LUMPY

Our proposed method LUMPY

;g‘d‘ﬁ' .18 UHUAIMLIULYBY SRR1910366 Uszinn tandem duplication
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DELLY GROM

I Our proposed method
[ DELLY

GROM
I LUMPY

Our proposed method LUMPY

o Gy T
N 2.19 LAUATHLIWIYDT @9@71 Usztan deletion
- >,

~ ——.

DELLY GROM

I Our proposed method
[ DELLY

GROM
I LUMPY

Our proposed method LUMPY

SUT 2.20 UWuAMLILLYBY ERRO91571 Useun insertion
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DELLY GROM

I Our proposed method

" DELLY
GROM
© LUMPY
Our proposed method LUMPY
T
Ul 9.21 LLNum‘WL Jes ER 09@%1&1% tandem duplication
/// 2R NN
DELLY GROM

" Our proposed method
[ DELLY

GROM
I LUMPY

Our proposed method LUMPY

gﬂﬁ .22 UWHNUAMINLYRY ERRO91572 Useinn deletion
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DELLY GROM

I Our proposed method
[ DELLY

GROM
I LUMPY

Our proposed method LUMPY

o > L~ N
U U.23 WHUATMRUUYET ERE@?%?Z Usgtan insertion

DELLY GROM

" OQur proposed method
[ DELLY

GROM
I LUMPY

Our proposed method LUMPY

gﬂﬁ .24 UHNUAMLILLYY ERRO91572 Useunn tandem duplication
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DELLY GROM

" Qur proposed method
[ DELLY

GROM
I LUMPY

Our proposed method LUMPY

o s
IUN 2.25 UATMMAULYEY @9@73 UszLan deletion
- >,

~ ——.

DELLY GROM

" Our proposed method
[ DELLY

GROM
I LUMPY

Our proposed method LUMPY

gﬂﬁ .26 WNUAMLIULYBY ERRO91573 Usewn insertion
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DELLY GROM

" Qur proposed method

7 DELLY
GROM
 LUMPY
Our proposed method LUMPY
T
1] n .27 LLmumWL e ER 09@%&:1% tandem duplication
/// 2R \N N
DELLY GROM

" Our proposed method
[ DELLY

GROM
I LUMPY

Our proposed method LUMPY

gU .28 UNUAMLILLYY ERRO91574 Usziny deletion
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DELLY GROM

I Our proposed method
[ DELLY

GROM
I LUMPY

Our proposed method LUMPY

o > L~ N
U U.29 WHUATMRUUYET E@i&?a Usgtan insertion

DELLY GROM

" OQur proposed method
[ DELLY

GROM
I LUMPY

Our proposed method LUMPY

gﬂﬁ .30 UNUAMLINLUYY ERRO91574 Useunn tandem duplication
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DELLY GROM

" Qur proposed method
[ DELLY

GROM
I LUMPY

Our proposed method LUMPY

o s o
IUN 2.31 UATMMAULYEY @9/4%29 UszLan deletion
- >,

~ ——.

DELLY GROM

" Our proposed method
[ DELLY

GROM
I LUMPY

Our proposed method LUMPY

gﬂﬁ .32 UNUAMLIULUYBY ERR894729 Usewn insertion
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DELLY GROM

" Qur proposed method
[ DELLY

GROM
I LUMPY

Our proposed method LUMPY

-
~ ——.

al' Dy e
IUN 2.33 UNLATHLIUUYDS ERI}89@Q%L;M tandem duplication
- >,

DELLY GROM

I Qur proposed method
[ DELLY

GROM
I LUMPY

Our proposed method LUMPY

gﬂﬁ .34 UNUAIMINLYEY ERR8I4729 Usenn inversion
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DELLY GROM

" Qur proposed method
[ DELLY

GROM
I LUMPY

Our proposed method LUMPY

o s L
IUN 2.35 UATMMAULYEY E@%O UszLan deletion
- >,

~ ——.

DELLY GROM

" Our proposed method
[ DELLY

GROM
I LUMPY

Our proposed method LUMPY

gﬂﬁ .36 WNUAMLIULUYBY ERRI03030 Usewn insertion
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DELLY GROM

" Qur proposed method
[ DELLY

GROM
I LUMPY

Our proposed method LUMPY

-
~ ——.

al' Dy e
IUN .37 UNLATHLIUUYDS ER$90@§€LﬂM tandem duplication
- >,

DELLY GROM

I Qur proposed method
[ DELLY

GROM
I LUMPY

Our proposed method LUMPY

gﬂﬁ .38 UWHUAMMINLYDY ERR903030 Useiaw inversion
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