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Indels Detection Algorithm Based on Optimal Split-Read Matching
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Abstract: The development of next-generation high-throughput DNA sequencing techniques has greatly promoted the research of
structural variations (SVs) detection. Current genetic structure variation detection methods are mainly base on depth of coverage, pair-end
mapping clusters, or sequence assembly, some of them are known to be not accurate or too sensitive. What’s more, some methods are not
able to recognize the specific position and sequence of structural variation. Insertions and deletions (indels) are the most common forms
of genome structure variations. This paper puts forward an optimal split-read matching algorithm (OSRM) using dynamic programming.
OSRM breaks an abnormal read into several reads in a least quantity. First, a score matrix of the abnormal read and the corresponding
referenced sequence is created. Then a matrix of backtracking path is established. Next, a formula designed according to the
characteristics of structural variation is used to elect the optimal backtracking path matrix. And finally the split-read and referenced

sequence are matched in an optimal arrangement by which the accurate position and sequence of found indels are outputted. Experiments
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prove that the performance of algorithm is excellent. In addition, compared with Pindel which is the best in split-read methods, OSRM can
offset its defection in detecting small and medium indels while also be able to detect more complex situation.

Key words: structural variation; CNV (copy number variants); dynamic programming; split-read; accurate detection

B T AR DR 20t R i) AT B AL B SN T — N B B 43D 1 B DR 2H s A 22 R 1 1) Wt 9 B
55 AR AR R R AR A SR S I TSR AL T T s U A AR S S B R A ek A 2 R
PEAIF 5 A Al B ) — ER 4 2 LG 45 7492 7 (structure variation, R SV). 5 D28 5 (copy number variants,
fRAIAR CNV)PH, AR T R 42 A5 1% (single-nucleotide polymorphism, fj#% SNP)P12%,

TE 4 3 D A SRR A AT b SN 3 49 FH T 9F 70 3 R ARRAE 15 35 DR 1] ) 5 2R 14, AHE BT HH 2 AT g A 2 v (R 4 %
PEBLT 0 F R B 2 B, SV REIR (LT 2 BRI L 3 — 2B ORI LR B, SV 15 VR 22 R [F) 28 3 ) A 50 AN Bl i
MR K BIARSSHETL R L SV 28 A= W MR 110 22 S ekt 25 AR R (7 L o, LN 2 R ), 35 DR 4 v /s 2
indels FBCE & T 58 — (/DT SNP (8, i 28 /AL indels # R A 7F ik PR 2 v SR 10 5 B8, 5 e A 28 T 22 11
RARHAEAZA S AL LA X T indels (R F0BSR AR TT, IR /LT indel, i1 2014 4F,Zhang 4347 T PAX7
FER _E R/ 31bp (9 indel 22 251 5 38 i MR KR AE A9 S BEVES) Lyu 2087 T KLF15 3£ K — /> 2bp [ indel 55718
0 A2 K DL B R AR AR AE SR IR 1L 012016 45, Shi 25 AWF 5T 7 7 SMAD3 FE K _E 9 — A 17bp ) indel £ 250728 2 () %
ST i 22 RO AE Y 5 46 Zhang 25 AWF 5 1 76 DGAT2 JE K _E— 13bp B indel £ 254 5% 1 15 1 )5 i
DA S 8 A 2R BA e B )

FE R 2H 5 #0405 R B L AL FE Nk (deletion) 3 A (insertion). {8 (inversion). & (duplication).
% fi7 (translocation) &5 22 A 20 38 T 0 /7 O 26 I Al 5 Mg A Il vk H el E 8 A 4 R0, B 3515 46 7% (read-
pair)3), BEIRE (read-depth)!' 1), 243 E32 (split-read) LA B F B 4H %5 ¥ (sequence assembly)!).

AN E BRI R HLE AR TP indels, JE B SNP 2 Ah & A 5 2 1048 53 R 25 IR 13243 #30 RE 1% R 1) Y 3R
HER IS R (5 B, B DAAR SCHE T OSRM(optimal split-read matching algorithm) 8 2. 1% 5032 K FH 3 28 K1 5w,
DLFT W 88 b 1) 75 OB 52 B B (read) HL X 2148 78 Y0 B 14 255 7 41 SR iff 58 72 7. 0 7 BRI AR 8 78 T 7T DARRAR 7
) B B A RRUR R B 32 B 81 B 2 A% LK S i AR T Pindel! 758 2T AT R VA IEAT B BB O A R VT I,
BRE AR R UL 77 7 T 7™ b, 2 2006 S LB 5L T 148 S, B AR RE RN & A A8 S 4504 . X ORSML ) BvE M
RE, 5152 5> B 7 B 4 ML B Pindel JEAT T HUHR, 245 AR W A SCHENETE IR A/ BLHY indels B EAA B RAL 3, 7T
PAFR#h Pindel (18R R,

1 ESEFENBURERER

11 SEBE=ENF
B R AR, AR — AR B 58 AR B AR, 2 Mo A% G Sk I 3 B R ) — IR AR L RE RIS S L3
HZ JLH Ji% DNA B BebAT R 40 e an i 1 Fros A R AR A 1Y) DNA 58 %2 7 41 #1 7 ik 300bp~800bp (1) A B,

SR e S B G B — ity 1k 2 9 o 1 1, LK FE AR I 5 R R R J L+ 2 B bp A2 AU
Read

TSNS SSSSSSSSSSSS Y om

3’

Fig.1 High-Throughput sequencing technology
I =B ikl 25
1.2 £EFRBAENF
A 5 DR 2H B0 e i xR BT 2L e 0 K W R AT A TR A R 0 2 BRTZEL I P an T 2 s o 3000 e B s £
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read FUEXTENZAEWIN S % )7 5 b IR0 H BATTZ 18] (0 22 3 6 B R Al b X AR BB AR dE AT 22 e e A, 0 TR S
LR R G 10 JE IR 2 S o i TR A e 119

— > <+— < +—
Read — P —— —p
— —>

Mapping @

Fig.2 Whole genome sequencing

K2 SRR ENF

I

Reference

v

1.3 Readld X pair-end read

Read ETEEIERNTH DNA Fr B i A28 352 A 487 B AR 7 & BRI A, A8 T U AR — 4%
DNA A B Hiui (199 1 read B FRE AN pair-end read, W1 3 fiizn. 3 i, 3o R 505 1), 8] B 3 ol U 2 R S Xy
M A S 2 BRI H pair-end read F088, K A IX BN pair-end read 2 [A] I FE B9 2 O A1 Y.

ACAACGT..... ATAGCCT#* ¥tk ksstsssnsnsskrss skt GGCAGA. ......GAACCTC

RIRNA ﬂ

—’ 4—
Fig.3 Pair-End read diagram
K| 3  Pair-End read 7~ & K
1.4 Split read
16 F 20 = P S5, B pair-end read 53 SUHE LU X B 2 2 SE R P 51 1 a0 4 R, B 2 read R ZE
7 indels BEHARAL 7 K 33 read ARETEBEVLHAD, R e FHIRE A R B AL B 2% 7 41 LT 2, 1K 2 read
J A 4 1, T B DG TR 4 T A s o frg 20,

Split read

Pair-End read  ;

VvV

/
/
Reference _.

v

Fig.4 Split read
K 4 Split read

2 HXIESSH

2.1 RIERFSIHEA
e One end mapped pair: &/~ A B S %752 )5, R A — Ui read B8 1E % VLT, i 53 4b— i read A REMS IE
H UGB pair-end read;
e Anchor read: 37K one end mapped pair F1 LR I A8 2% read,iX 4% read AT IAE N1 B A R A AL 55 %
L, HE BB s AR R R AR (R
o Insert size: R/~ FENT DNA $T W7 BL K, 12 pair-end read b A 18] & 50 BERI K
o Basic set: R FAFAE, i AT,.C,GN 4L H b A T,C,G AR 4 P2, N 2705 AR I A5 O sl 22
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& S RN BT A S K R S WAL SITN S A i AN FRF(0<i<|S)); % R RRSH R A7 4, H =7t
M HFER SHE i MFFE R G j ADFRFILEC (1, R (=) 70 53 R 3 R 5245 5 2 M VLS. o(x,y) B 775 x
5585 y UCH 1358 BEGF ()N S Bi4% S[1,...,i15 R B04% RI1L,... /10 BCEAR ISR 430 FLAGTA A5 56 RE,
FHIGH F(iy) R . TU R B ) 0 2%, SR 1c 5% (81 W B 428 1B 9 4 B v, R 8 2 A . T PT 4% 3 2
A B H AR

o VPRI gl ER S T-1[- 10, TH-1]GA T G-1];

o %R THG-118 TH- 11118k TH-1]5-11;

o ‘@R THU-115 TH-1]0-1];

o ‘$FIR TL-1][18% Ti-1][-1].

2.2 IndelZEHERHIR 5]

B or ) J7 R A indel &5 #48 F ( L A2 40 R, 58 M pair-end read "Bk HIASBEIE B EL X 2525 51 ) one end
mapped pair,pair-end read b [1])5 51| 2 H basic set 19 i, 44 H 5 TUEC Y — i 1 B — 4 503 72 JUALAE B split-read,
SR e L 2125 17 41, K ] one end mapped pair 1] anchor read £ 9% 7% i, - f&K #5 1% one end mapped pair
) insert size TH5 148 57 v BOK AR I A7 B AN 7 19
2.3 MBFEEH B

A A BT N A S T o0 B AR () 2k R 4H AR S 45 4R Sl V% Pindel J2& H AT 32 ZE Y indels Rl 7 2%,
BRI Pattern Growth HIEREAT 751 JR 0 b X 25 48, 1 Fh 77 125 B 6 1k 1) B0 I o) 1) 1R A 2 AEL Bl T B
230 BN L HEAT — — AR ), BARRE At 5 R v, L ] R R 2 2 BIAR K M s R D AR T A B R A
R 7 AR A B PR ], — A read AT REAM R A —Fh AR 55 5 — A pair-end read b &4 7 A I B A% S5 SO Bk
5 SNP [FB &4, 3824 Pindel K #2877 20072 A 3L BAR BB F7E 28 4.2 5 R SEI8 A VEAN 4 A b oh AR 35
Pindel BSR4 A H T IE B T A O AR N Bk 5 mh &5 RS B4R S T AN 2 B33 T/ B indels K.

A HE T4 U BN 7 5 H 6 9 ——Needleman-Wunsch Z9EPUHI Smith-Waterman &3P 3ET 7 ok,
g E o B BAR R T —Fh DL AR 1550 T2 20K 7 5 1Y pair-end read EEX 3 222 2 51, T ) 25 1R 1) H read
Fh kA indels FY BT
24 ZHEFIILENEE ST

A SCHRYE indels R ) o] 8, B3 17 X 1) B X 42 LR Needleman-Wunsch A1 Smith-Waterman, 78 2503 1 77
R E R SR F T 2 1R 3 2 R T 0 AEK P 2 1) e Heoer AR Y R b AR AR 45 5

Needleman-Wunsch 592 75 DU T 50 70 302 A0 R ES T2, 15 81 R A FE AR 45 189 5 471, 6t JH o DS . 1) 7 R R 4T
TGy %o 25 AL B B TR 45 BEAT 3 73, B 2845 B I BT 3 B2 v 40 B v 1 4 R s A 5 A UG TS 7 5 43 o 508 SN
ox.), 102 (D).

o(i,~)=-1
o(—j)=-1
. (1)
(1, ifS[i]= R[]
ol )= {—1, i S[i] = R[]
1353 AL F(LHIE LA Q2 Fs.
F(ijy=max {F(i—1,j=1)+0(i,j),F (i-1,))+o(—y),F(ij—1)toli,-)} 2

Smith-Waterman 5% 3K H #9152 2 & $U K A9 A8 BT LS Needleman-Wunsch 9% — F£ L AL 73 43 iR £k
o(x,).F(i,) 58 LA X3 Fis.

F(ij)=max{F(i-1,-1)+o(iy).F(i-1))*o(-).F(ij-1)*+o(i,-),0} (3)

GERAE RN R BRI TR read 5 5% P A ZE 5, T indels /& read 5275 7 41 LT B K A (1 4 A AN
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T 22 3 3 TR 435 6 00 1) LS DR A, T2 AR ST T 7 P 448 B LU R RV AT Sk (0 R AR 8 B LU X BV R
R4 )R 5 R R AR B IX S T E A R TR P A AR R B H AR — i X .

B 4,5 T Needleman-Wunsch 5iZ%, read £ 583 MG 2] S5 7 5. 0 T Needleman-Wunsch 575 F4HE £,
TE B3 R BT %, 2 A0 2 44 T 39 2% A% e 0% UL TR 19 2 49 B3 2 5 1 S EAT UL IE, BT A read 32 91 e A 0 I 2 75 2
Pext 212 7 I5E S AL B b —ME LN read KB ELHECE LA N, B VS % 7 S R K BHERE 52
4 UCHLS, 2> L BL43 B UG AL 21 2 2% 15 41 (K B0 .11 Smith-Waterman 503 R 538 i MUK 7 85 £ indels & 421,
H read FT W R Z AN HE T 5 WL 2225 17 41, 50 15 51 2 AR 7F )= 30 55 K AR ALLBE LG X 31 225 7 4.

3 HMTRIANER

3.1 BUETALE

TEAST I 25 #4720 S B, B S B ARAR 57 W UL L 1 read 1B RURZLYR. 7T LUK pair-end read W) 21235 K 4 7 71,
24— iy R AR S W VR RC I, 53— S ) DA D 3 it Al s 2525 s DA K 7 1), BE 08 4 /) 15 2R 110 2 [0 5 L AR08 T SE A 7
PRTE b 3R B4R S & AR RO AL B 1 SE A EL X T B pair-end read MRS EIZ % B P 5 LA BWA &
FH BWA (18 R0 1 38 5 i 1 5 W Bt 3 SRR AT A 28 RUNAT RS IS 17 3 471 B g U7 92k e T v e U
B AR (1 BRI B 4 AR o (R R S T TR T A SRR AR B S S BRI X C R AR SCRE M R T £ 0
XL R REAT TR W S8 2 )5 A5 B SAM/BAM SCHE HA 3 R o, R AR HE b 2 2 A Sk
() read fF 2 I8 £ g >

@1002 105 1 1003 37 100M 1453 550 CTCCAGACTACCTGCGAGTTGTGCGTCCAGTGCAT

GGTTCTATTGACGTACCTAGGTTTAGGGTGCCCCAGAACTGGAACAGGAGAGCACCGTTCCCTGG

T T T I T LTI T T T TN II I IITIIIL T

XT:A:U NM::0 SM:i:37 AM::37 XO0::1 X1:1:0 XM:i:0 XO:i:0 XG:i:0
3.2 BIABERK

H BN GRS, S Smith-Waterman 595 —FE, 37 KN A (SHDx(RHD) IR 4056 B FLG R BT 55
HIYIERAL N 0,878 77 5 2 B 1 Lo Xk B FLi1[01=FT0][/1=0.28 J5 ¥ B F(i /)3 78 5, 0 2 :(4) FioR.

Fij) :{F(i—l,j—1)+1, if S[i]1= R[i]
max{F(i—-1j),F@i-1,j-1),F@,j-1)}, if S[i]# R[i]

BB AN BB ofx,y) T 43 B AT IAR o(e,p) BN 0,55 S8R N %o 2 S0 A48 1T §11 43 ZESH FR 0 B I, R 4 T AH [

(115475 4 LLF 51l ATCCGAC #l GATCGTACGACCC M, T 13 n3% 1 fir s 7353 HE B,
Table 1 OSRM algorithm score of matrix
F 1 OSRM HikA35y H b

(C))

>
®)

aacarQar—H003>»0Q
CoO0o0COoOO0c0O0OoOoCOoOoOO
el e R =
DRORODRONRORODNODRODNDNN— O o|H
WLWWWWWWWWWN —ooN
AR AAEARMRALLLLEND=—OON
NUULUNUE D BERWRD——O
AN UV U EBRAWNN—O|P>
ESIESIEN e N e N R N N N N =l[e!
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3.3 B EER

S SR T R 7 v, 2 B AN B A 48 B R R R B ATTEE [ B B8 BRI 8 1 IR — 1 A5 1)
BN B IR 13 5 R RE W] LA R ORI B AR B 1202 TR 93 B I G R T IR E,3X 55 Smith-Waterman B —
FE T AR5 DR 28 R B B AR IS BT 2 read SE A LT IS4 5 L BT CA RIS SR 22N FIISIIIR|] I 46 2
FIOY[0]. 8845 M1, 2 % 4643 S, F B i FIA[IAE S[i4S R[S K 8o, 4 sk I EHE B M &1 o
FZHIPTAT. 52 br b, — et T ) 26 AR DT AR, B e F FLGT0 BRI B 2 75 5 A0 b AR S S M 2% sk 7 DA A 1%
75 16 51 BT LA, 6 SR A B 9 R R T B 2 A 43 SR B OR B DU S5 R et e SO R RS S T[], B A
WMARG). ARG TR,

o Y S[%T R[iIWS:
0!, if F[i—1][j —1]+1= F[i][j —1]and F[i —1][j —1]+1= F[i =1][ /]
‘@, if F[i —1][j —=1]+1= F[i][j —1]and F[i —1][j —1]+1= F[i = 1][/]
'$', it F[i—1][j —1]+1= F[il[j —1]and F[i —1][j —1]+1= F[i =1][/]
NG ifFli—1][j =1]+1=F[i][j —1]and F[i =1][j = 1]+ 1= F[i =1][ /]
o Y ST RN

N\ if max{F[i - 1[7], Fli -1/ =1L FLAL -1} = Fli - 1][j - 1]
THEILT=4"1" if max{F[i —1][j], Fli 10 =10, F[L -1 = Fli - 1]17] (6)
= if max {F[i - 1][j], Fli =1[j -1, Fli]Lj 10} = FLIL - 1]
I RA 3 AT R 3R 015 40 BR AL AL N ER 2 BT I [l 9 46
Table 2 OSRM algorithm score of matrix (I)
2 OSRM HyZk [l A ()
A T C C G A C

Tilj]= (&)

n

G | \ \ \ \ \
A \ \

T | | \ \

C | | | V@ @
G | | | | \ \

T | | $ | \ | \ \

A $ | | \ | \

C | | | $ \ \ \

G | | | \ | \ |

A $ \ | \ | \ -

C | | | $ % | \ \

C | \ | $ % | \ $
C | \ | $ % | \ $

FLA I P 2 2% A2 A8 3.7 DUR BT HUE A7 AE 3 2% 0l 1B A2 B0 REAE A5 1 1) LU B KX 8 22 55 iR A2

AT BT HH SR, P 81 ELXE 465 R 3 3l i 55 P2 (D~ T2 (3) Bl s
c - - q
]

- A

s
o
> 4>
Q=+=0

1
T
C G T A C
TEE(1)
. _ C
}

]
T
G A

N
=+
0

|
QT+-Q
> >
a+0

®
Q

T A C

T (2)
- - - C
|

P =- >
-+ -
a—+0
o140
> T
aT0o

G T A C
1EIEQ3)
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Table 3 OSRM algorithm score of matrix (II)
3 OSRM 5L BIHHIAE FE(ITD)

A T C C G A C

3 0 0 0 0 0 0 0

G Q 0 0 0 0 1 1 1
A 0'\1 11 1 1 2 2
T 0 1\2 2 2 2 2 2
C 0 1 2'\4; 3 3 3 3
G 0 1 2 g 34 4 4
T 0 1 2 ? 34 4 4
A 0 1 2 3\3 4 5 5
C 0o 1 2 3 4\4 5 6
G 0 1 2 3 4 ;\5 6
A 0 1 2 3 4 5 *g\e
C 0 1 2 3 4 5 +6V\4
C 0 1 2 3 4 5 4
C 0 1 2 3 4 5 6 7

X e gk B BT A — — DGR b 0 4%, 30 2 4 1R 0 ok, R g — S8 = 5 WA B A BT AN [0 FLAT DUE
Ff— 2% IE /2 Needleman-Wunsch 5515 21 /) [B13 2% 42, (5 2 AN 2 TR A0 &5 L. 2 )5 Fohix 2 BE wo &5 SR 3R 17 i a2k
3.4 B ERTFIR

B4 B AR B 2 B0 E read ¥ LT B2 % 5] & 7F Pindel BiEH, BT & M read HI Wi I 46
fia) F ) 5k 1 DL R i R O M — 7 BT L HOBE IR B read B R AEMI— AN R ABBLUL, R A Bl — A%
Wi 88, — B L R A T AR read RAEANEE A LA R/ indels, (H2 B T AR WK AR IR 57 A B gt 2
TR /INFIRE R, BT LATE £ 4878 S5 B R DL /b 19 2 BB L S B 225 7 8 b

T 5T, 7 B 7 2 0 A 5 AR T I AR (A T, T DA L e R R R TR T R B A 3R I A # i AT
AEAids DL B3 [ 15 56, IR B4R £ 3 Ji — 1 R 48 [ ), B9 31— AN 39 40 B S s, iR 45 B R T — AN ME— 11 ID 5 1E N
A4 _F Y 8 ID AR IR I ID 5 BB A G+ 1) S|+ D)4+ 1,3 FF S|+ 1 BD 88 B3 0 50 B, e A8 31— N B 5 B
ENIRIE = e ]

NS5 JE — AN TG, T 408 e 7R 3 U b AR A R 00 R AR S 0 PR K A B A HEAT R )R T AR R N iE
A7 B 1), G 75 38 3 B A 420, 3 I T B e BT read FT W 0 2 67 3R A 0 gk . D ARE VR TG B K I T 4 S A B, —
WIE S E R BORE AR T ST 38T E read L ROV R A MRS B2 23 4 E5R B read FEMEE
KT TRAR AR BT, B3 5 10 73 A7 B0 KT BRAEL, (50 452 b3l 3 >4 i B 45 00 4 i i &5 SR 1 P

> >
===
oo
> >
aT+ao

G CcC C

>
=+
oV o}
o+0
QT Q
> >
o+0
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T )]
126 —{ 9 |—|nun]
[ 35 [—{ 26 |—{ null|
| 44 |—{ 35 |~ null|

| 103 F—[ 95 }—{nuil |
[104 -] 95 [—{ nuil |
[ 111 103 || null |
[ 112 ] 104 [ 103 || nuil]
[ 120 | 112 [ 111 | nutl |

Fig.5 Adjacency list
Bls ARk

5 RS A XTI E g R Sk F1 K m BB —BUF 50 FIBE AN E0N S(0<i<<m—1),i%
5B LSS BN 5,2 )75 L RNELTBREEOR 1 5 0 T —AN e 45 R AT U L A (7).
0
bxr @
It KA 433 At thoxd 85 5, A () 40 B bxr 785135 AR o] (RAIE ST Wi i b, o F T ks 4 ) - i
R B R CRE B 40 1 1 T B I IR 0, ik 5 R () IS4 D 8, T IR 45 SR (2) 4520 D9 17/3, 151 i, B ik
SRR R,

A cC G A C
] ] 1 1 1
T T T T T
A C G A C

G

3.5 ORSMEA{ACED
BiE. BT B fe s R 4 DT I KR R AR R
N R mapping BIBUR T FISE RP(RP,RP;,...,RP,),Z 557 HI4E REFAZZRICHEN Lo (Lnin<
Lef<Lmaxs Fe 1 L B Lo AR ER I J7 BR);
A RHESE EE T Y 25 3.
1. & 5% mapping I pair-end read WS 5ty URP(URP,,URP,,...,URP,)
2. 5E S URP; G5HAE N URP (inslinsS moluslunSs)
3. R E N FIAG],E X read KN L,
4. M SV EE FHRA-E 2 A BIBUE B R — AN LB AR R A EE
5. For Jify URP; L RIS ML N 1, refleng 12 %751 REF;
6. WA FERD Fi[0]=F[0][/]=0
7. For i=0 to /.
8. For j=0 to I,
9. FIFH A3 43388 3 2 QI 76 49 43 B
10. IF) B 1) FH 38 1A 2 U3 5 (a3 i e
11. End for
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12.
13.
14.
15.
16.
17.
18.
19.
20.
21.
22.
23.
24.
25.
26.
217.

28.
29.
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End for
of [l R e ) B AR ) R AT AR R, R ST AR R AT AR
of &0 8 A R AT IR 3
For & — %1%
RS A B
If LS BEOK T 45 € KR E
Continue
If %A% b read HYEESE T AL B
DRAE 1% A7 0 L IR B %o 45 2R
Else
Continue
End for
For 45 REEMIEEELRXT 25 2R
I 9k 2 SRR AT 45 23 8 B, 10 5% B X 45 SR b 14545 Dy B R A
End For
R 7 5 0T I W I S ) — 3 o 4 B 14 38 S 2 SRR AT AR AR K T B, BAR PR B K BR B O HLAR AR B AR
SR o
End for
TRAF smap A8 5 PP 2 sv 45 K44

3.6 TRIRFIZLRIER

BT B 75 Xt 2 Ja 8 7 Bk LA 7 kAR B8 B3k AT HE BRI pair-end reads FIE % BB ) —
uity ] DA 2 A8 S oty AR 10 7 ), 38 HLFI L Insert size DA M read PR3ty ¥ 271 ()& B, AT DA VT 56 HA A8 S5 O 26 1) L Ak Al
kR, 00 6 B,

Pair-End read ——— Split read

v

Reference
_J

~
AABR S 2 AR B B = R T R ) AL AR

Fig.6 Coordinate calculation of deletions variation

Ko MpR2E AR IHE

N 5 [F] BT SR AR R € read 1 HOAR SR 2 )5, BT read DA— 5 (8 o AT B R A 5, BT LAIE 7 0 X 4
[l — AN B ) A 3 R AT TR AR K A S 20 R B[R] — AN B b L s R AR AR R 7 G R, U R R AR A

.

3.7 Pair-End read>k 1 [X 5 A deletionsiZ B B 3%

FANA SR OSRM 51k, &1 % pair-end read 2 8] (1978 S5 18U 50 5 vE3047 1 vt B T30 B9 4 R R il pair-
end read FFE] 751 F BOR AR ENH, 2428 5 R A LR XA ,OSRM. vk SR 7 b Ak & A2 7 28 S5 1 e iR
BRI 51 B AL A, i ] 7 s
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Deletion

»
»

Fig.7 Deletion of pair-end read’s unknown area

7  Pair-End read 7 %1 X 35 1

2649

H 352 00 T3 A BR L RD read 3T Wi ) Wi sl fr AN BEAE L ZR(— B IAZ A RE/ADN T 10bp 72 A7), BT BL— 2215
LRI 8 FTR I AS pair-end read 8] (4 57 % read AT BE TG HE A TR0 G SR AR S O I, R AR ST i AT

— BRI R AR 5

AR AL X
Fig.8 Split-Reads generated from deletion
P8 IR A A S 7 AR R 4 )

56,4 P pair-end read ] [ 55 /N o 3 R 1 XS AR AR S A AE OB R X 2 )5 R mapping TR 402
345 X 358 b 14D 00 AL S5 R T B read, ) A SC ) B 2SRRI SRV R AT LS S SR 5, 3R HA A 30 IXC ) 43 11 7
RS, 3R HH 7 35 VR 5 AR A A K A R A e B 5 Dy DR AR S 1) B3 TR Dy R AR 7 S 1) IX 3 AN i A B e g
AR S DX R BEATI AR ORFRAR =, G 8] 8 BT s
3.8 Pair-End read P iIpR T FiQ 5 B %

Bk E T BEM pair-end read A1 X 380 M R AR S R 5 B
i N:OSRM B3R i 1 45 A oy S5t 5 i 6 70 M6 LU B 2228 1 41 L T AN A 3o 978 N A B o V90 [T AT £ 00

A3 5 SIEE(RP,RP,... ,RP,), Rl & 8 it f XU i 152 6F LA Je 2525 L A 7 31| 4 REF,

i i -pair-end read A< %1 DX 35 (1 52 75 9 MH kA 55 1) 34 o 5 SR DA J A8 R R AR IR AR . A1 AR R R
5€ X pair-end read 4 URP(URP,URP,,...,URP,)
5E S URP; ZE R URP iy SmstiusLus1)s 36 TV 1,1, 259 TE 5 WIS i [ A8 8, 20 ) R A AR K B2 DA KT 31
ol sy 9 5 B WL SR 3 PR AR B
XfF 48— URP,
BAZAR 7 1 R AR AR S DX 3K B s /D PR DX 30T g M 3 7 S IXC 4k, I 463 s FHL 85 R s, D
For JR1f read ££ LA read
If i,,<read 7citi#4 4% or i,<read 47
) FH A SC F A VG e S04 3 DA e A 7 U B X 2 2 3% 7 1) |
For Lt 21 45 R A read
SRAG O - B HS Fr A A
A AR S 34 X AH B0 R A B 6 R 5 1

1.
2.

3.

4
5
6
7.
8
9

10.
11.
12.
13.

End For

For i from i, to i,

SRIFAR LA T R P AS 11 2L S TA 5

v.l 12

SCRR I
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14. End For

15, {RAFTH S AR AR AN £ 2 ) P B 31 sv &5 440 1R A
3.9 OSRMEAERE D

TE S SLAE MR AT, 5 B T SR R OT read BT AR FE N M BB TR BN B8 NI R 2 O(MN) I 2 R 52
Z4 B T WA A 3 BT ST, 1 4, R RO B AR U [ B AR AN Ok vk BT A AN SO £ B
HEAFE P BT 9 AL B MN AN TRER T SR 2N 3 N TR E R EN OGMN), BT AL (1 25
18] 5 2% FF A O(MN)+O(3MN)=0O(MN), 5 Needleman-Wunsch &% L} Smith-Waterman 535 [f) %5 8] &5 24 FF — Ff.

4 BUEMEESIRERNH

4.1 IWHER

9T RIS SR R 1 R DA R TR AR S (R 2 IR, A S S e R A DL AR B B RR AR IR R AR x
PRI B B EANK 21 SRR ERENURCE T ARG R B4 =, 0F B BEALE N — 5 JLEE ) SNP A1 7
HER TR AR ARV I B HoAth S AL 0 A8 A W, BT RAJE R AR il BLAB SR R AR S R 4. R 5 .

243 )RR B A AR R 4 DA R AL AR I 28 IR B i 1) 2 Pindel S503E BT LAAS SCELVE E 25 Pindel S0
AT R B o8 T B P 1R S 36 45 SR L3R 6.

Table 4 Deletions of simulation data
4 BN BR AR S HafE
Byt <10bp 10~50bp 50~100 100~1000 1000~100000
Deletions 1 000 500 300 150 50

Table 5 Insertions of simulation data
5 B AE 5 A

KA 2~5bp  5~10bp 10~15bp  15~25bp  25~30bp
Insertions 500 400 300 200 100

Table 6 Results of the deletions
=6 MHIER IR S g R

it <l10bp 10~50bp 50~100 100~1000 1000~100000
OSRM 921 458 269 2 0
Pindel 803 397 238 127 45

X T I B VR ) A Tk R s ) 9 .

accurac i
y - OSRM A Pindel
1_
0.8 | \\
0.6 |
0.4 |
0.2 |
0 : : : . 1 DelSize
1-10 10-50 50-100 100-1000 1000-100000

Fig.9 Accuracy of deletions detection

9 MBR IR HE B A
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Al CAB R HE /N T 100bp 72 7 1R /0 o 2R JIH B A S Rl o A S AR g R 30 A0 e B v TR T BE R R
S H T A SO SR I 18] 52 2% B T v, AR AR AN HEAT IR
X T4 ANAL S R 45 R R 7.
Table 7 Results of the insertion
F= T EA TR LR
HHA 2~5bp 5~10bp 10~15bp  15~20bp  20~25bp
OSRM 445 256 221 130 12
Pindel 432 234 260 104 3
o F 48 N R B R E 10 FoR.
A LU B AR BRI A IR % 5 Pindel BVERAH ER R Z /N o B 4 R0 HERS B 42 5.
T AR SRR DR B I N B AR ) 52 % o v, O 1 IR A B T P R, X AN R RO 1 I R A8 e AT~ 2 48 R
(RIS TR AT T U, AN B 11 B mT RUE B2 A8 S RSP IR T 100bp I 7 8092 1R I ] 1 4 2 il i, 1 i 2 AR B
LA R ZAL.

accuracy

OSRM Pindel

-+ &

1
0.8 |
0.6 |

04 |

0.2 |

0 DelSize

T
2:5 5-10 10-15 15-20 20-25

Fig.10 Accuracy of insertion detection
K] 10  Insertion P #Eff R
second

,000 _
800 |
600 |
400 |

200 |

0 DelSize
T T T T T T T T T T T T T T 1
5 10 15 20 25 30 35 40 50 60 70 80 90 100

Fig.11 Speed of OSRM
K 11  OSRM H 58 &
42 LIRS

5% b AR SR 45 RAAT T 0 Hr ASCREMS IR A B 9 R ARG 0L, B AE — 4> read £ A 1A LR RN BR 51
F AN G DL LA A A B AR A S0 B RE R S i R ) A X T Pindel 95K UE, B T Pindel 594 K45
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w3, M read () 79 3 T 46 5 B KT B /0N (0 I — 7 R AL — IR IR B read B — N2 57 B AN BE IR St — 28
SRS, BRI SE S R A I JUAAR AN I HAW R B A S0 7] LUACH read B R A 3L — 4> indels )
HARFAE TN A TR AE IR indels IR BEDE SO VFAT SNP IOAAAE, I8 120 181 13 I el Ros 1
SNP [JF7AE A SR RE NS 0 18T 12 AN 13 From B34, 5 B2 % B 1 DU A VAt RE IR ) (DR IR S S R AR 1Y
BERAR /N, IX AR,

****** CCTTCAACGAACCTTCCCCGCATTTGAAAACCCACGACTTCTATAGTATAGCHRGCACTACTAGCCGG——————TTTGGAGGTAGAAGGCAAGAGCCTCCGGTAAGT —————
ATATGGCCTTCAACGAA———————"—= ATTTGAAAACCCACGACTTCTATAGTATA ACTACTAGCCGGATCGATGATTTTGGAGGTAGAAGGCAAGAGCCTCCGGTAAGTATTTGAC

Fig.12 Two deletion in a read

K12 — read KEF A

****** TTGTGCGTCCAGTGCATGGTTCTAT————TGACGTACCTAGGT TTAGGGTGRCGT TGTGCGACCAGTGCA—————————""TGGCTAAGTCAGGTGCGTCCAGTGCATGGTTCTA—~
TCGGCTTTGTGCGTCCAGTGCATGGTTCTATATCGATGACGTACCTAGGT TTAGGGTAREGT TGTGCGACCAGT GCAGCTAGCTAGGATGGCTAAGT CAGGTGCGTCCAGTGCATGGTTCTAATCGA

Fig.13 Two insertion in a read

K13 —/read KAEFHANEA
5 B %

AL T 2SI P A L i, OF B T 2 A2 45 40 7 5 1R ) R AT TR 8 2 R SR Y T — R
F7 3 BTG C 7 3 R 5 5 read 73 38 LT 32525 Fp 4 b REDG LIR30 H A2 57t B R B HLAE LU Bt Bt 17 55
IR P AR X TR AR S B R B AT T AR, H 45 Pindel SVEREAT T HG A SR 00 £ S B AR BV B @ B T
R indels, I HI& B R B B R A I AF. 53 S0 A FIE IO R 2 AR AE T 3 R AR 7 RO 3 ORI, S 1) &2
P R, KR BEAR 1 48 203 5 S 10 A4 BE AR S0 (0 S 2% B 2 R Rt i v B0 R AR B P
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