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FIRAANXEERE KM FHIELL R
BWA-MEM #1 NovoAlign -

ExH EARW
2 R 5 1 25 TR IR TS 05, LSO K22k A% B 100875, L 50)

TE  BEWTEARN KR, A PR OR824 DU 7 500 o 6 b 1L 31225 B DR A 5 22 0F 52 ) A
BWA-MEM #il NovoAlign ¥E 2 /A FHAY DNA JF 51 XA, 36 B VAL AR BE R 20 oK [F 45 X R 3. A<t
FEHET B FIBAEAE , X 2 AN AE NP 20 IR % B . R Bk 8 52 RO IX SR AT T PP A 45 R 7R : BWA-
MEM K JS 1] 58 22 17 A5t et B 5E B 20, FLZEAIRSE 44 8 A0 R Bk T 4 XS 7 3 3 X A 42, el 7E i Bt
B2 XIS o it S AIG T NovoAlign He X 3135 P4 /17 S B0 IR T BWA-MEM, {H7E F Beb: 55 DX S Foxt i g
P, BT P AR 2 e Bl 02 X3 S DRI AR 0, T NovoAlign BEGT &l s d 110 SR mgs.

k8217 ARF; LX) BWA-MEM; NovoAlign; 43 H 20

FESES Q987

0 5|5

Bt o A B AR PR R, I AR AN B
i, — s /N R S 5 ORAUAT DLARFH R 440 k- 2
JF B 3%, 5 2 AT DA — 8 R A AR R 2 A BEAR
54 e o S A= UL DS = N s R o N T A £ RV DS e o8 S|
23 LA 0 0 B AN A e 8 IS T 4R 1 5 G B
D0 P Y WS I WD T /R S 2 N i 5 £
“5i 3% DNA” (junk DNA). 7E M G i 7 v, 40 4 A
55N, B A IR (neoantigen) 8 i v T 40 i T X
B R A0 i 5 A 7 AR s B S BE S R B, R DR 1Y
A G i X, A IR B i VAR T LA ok 3R e st A%k R P,
BRI RN BT, X 288 1 5 R a] DAVE B A= 4t
J5, 5 FEALH AR G (MHC) 454, 4% 1 4 4
KA PE MR R AR 25 T4 B A R, wF
UL AT LA A Y R B e KA. DK S
FL K 4H M 9], Yates 25 P ¥ Ensembl 2 FF ) GRCh37 IR
A NS T 1 SCFK /N ik 3GB, 2008 4F H 36 [ [F
S NS EE P A W5 i S RHT AL R Y [ PR TN
PRIZE 3T, 5 2002k | 10 24 E 5 AL X Y 2 504 4>
AR 4 5 DR A0 s B8 AT R L A BT L S B 1Y 4 3
A B s o i 8 e A%, W R 2 Aot D R, H
R %O B 2D TR LU S R

bl XT3k B AN AT 6 PR 2H 50808 B b s R R i, AR

*E R HRFLFE LB H (31571361)

DOI: 10.12202/j.0476-0301.2020338

HRABESNP R T EE. O SRR T
RNA-seq #¥# FH 09 Fxt T2, 4045 TopHat2, STAR,
HISAT2 Hil RASER 4. 1fij % F 43t DNA-seq 9 5 I )7
R, FEXT Y B AR D A s B W B AR S
FEDR 2 v i S bs 7 B DU AR A BE R R R L =
2 B R 20 i A2 A0 B R AR B RS 5 R A
B A 22 N R, 200 Ho i R 45 ok — 52 A M 2.
K, A T o B b 58 A L X i B2, DNA-seq [ F X 4K
A A 0 2 T AL 3 e AR AR S R 51 Y T =] o
hy 2 2, B 3L T4 45 % (Hash Tables) & 37 & 5| f13E T
B 5 2204 (Prefix/Suffix Tries) £ 37 251

H: 7 NovoAlign( http://www.novocraft.com/products/
novoalign/) 4 fiz # Y JE T 05 5 3R 09 Lo XT3 1F, T
BWA-MEM! Sy £ # I B 28 T 117 J5 S8 4% 19 b R 547
2 HO T2 A AR AE AN 35 1 fr . 2 SRR BR TR
Bk BN AR, B BT & 43 % (mapping quality, MQ)
() BB 3 Bl A [, 8RO 2% 44 BWA-MEM [ MQ
A3ARAE [0, 60], T NovoAlign 7E [0, 70] 4345, Herh: BWA-
MEM Y MQ J& 58 152 17 51 5 2 25 3k PR 21 5 15 1 % 17 AR
SRZE 0T B PR B (—101g P) %% 75 3] (1 ; NovoAlign [
MQ J& 2 % FE A - 45 o Ao UL I 31 06 52 )7 4) 1) MR
REXTEREL(101g P) Fe 4045 B0 PR MQ g, 4R
FEZ Y ) E 6 F OE A A Y R RE MR RO,
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MQ 60, J& WK 3 LU RS 3R I BE R AL 107, HE XS &5
AR, R 2 B X R TR R GRR EE ST
LEXTHT 20 R G5, Lo il B v S 85000 15 2 52 ) L X
159493, AE 2 S 2R A6 B 11 45 R v DI SR %) 7 X EROR L
XA RS . 55— Jr T, 2 BB EE X AR OC S8
B A AR ERIAE. /£ BWA-MEM H, 55 e 511 70 2R K
4, 25 T 171 43 ( gap opening penalty) & 6, %5 i § &

11 43 ( gap extend penalty) iy 1. i& A DLl i 5 %€ 47 96
(band width) #2 il 25 i B9 B, (HFFEE 02, &K
23 K B A 5 FT 430 B A DT R 5 31 Chit) B9 AT G
fi FH NovoAlign Lt Xf i, BRIA ST, 45 L 31 4324 30,
ZEALATH 5140 40, 2 A0 &1 43 R 6. LU XT 43 %1
RN X R (L-a) xb, Horh L R 51K B,
a 5 NHA R NEFR, b — BN TS0 R 57.

%= 1 BWA-MEM 1 NovoAlign 89 Et 33 45 {E

Lex T H WRAY  BIRWRER  EAAEGy  RETCY A RCRMGIE  ZL4EE1T R Bk
Burrows-Wheeler Transform +
BWA-MEM  v0.7.16 25369 2013 Y Y Y 0~60
prefix/suffix tree
. Needleman-Wunsch +
NovoAlign  v3.09.00 - 2010 Y Y N 0~70
Hash Table

" BWA-MEMHINovoAlign /¥ IR AR5 US4 F20204F6 H 20 H 35 HL. 2 BWA-MEM®A| FK 2 1] T Web of Science(https:/webofknowledge.
com), NovoAligni&%7H A FF & FMISCRk, 7T 7EE J7 Mubhttp://www.novocraft.com/products/novoalign/ FAREX. ¥ F&1E , 250 . RCR Il e fl 2R B 17
JER T WX T ER S BZds b, YIREAEZ A, NE R A SRRz, Hoh, 38 5 feidr ki A A e e Al B AN s 7, 58 T b X BUA Sl e

. BWA-MEMT] LI ZE A2, NovoAligniAE DL RA AR REMBCIZ AT AREL. [RINF, —35 i HOO B it 2 BRI i A7 e 22 .

X2 AN FRA L EL A A R, AR DL FASTQ ST AE
RN, L SAM SCHAE R . Hx S EGEEE b
1) BE % LU X5 WK i I 7 45 5 2) W LAV B AR BT i
g 3.

H i © A 15 2 0858 A ) F B LA T 30 S 1
Li SOk 2w b E ST R 507 L 25 07 Hexd
R0 7 B B o 5 A R [0 B A 45 T LR H O B R 1Y
& J&; Ruffalo %5 ff FAS L5504 , 18 A2 S5 S AL (1) 33
AR5 BRI LU T A A BB, LA Tk S R A i
A7 [B] AN A P 0 22 5, & I BWA 76 478 4 o ff
() At I EL AT B 19 B X3 1T NovoAlignUl fii A2 i
b e Xt K A A B 5 Al BIF 5 1 o ] ) A i
P9 S 5 X IE B, 23 i B T R TR 8 PEAS O i
Hatem 55" (1% 09 5% DA BRI S BUOKT LU X 235 5 1) 53 o g
F1 7 PPA, AlATT Al PR ASE 0L RN S 500 LA BRI S Bl A
[] By Ll X S B0 A 9 AR 4, 45 B0 A AR ] —Fh AR 14
RS 47 T T HAB AR 19 45385 2016 4R — M 5E
WU FA T b T L AR 2 3 R 4 e B 2 A 4 X0
F4) b X6 2 R A 1k ) FE B, & B NovoAlign 75 15 J& £
A XA i Y HE X R R R FU RS AN, AT
Z W5 IR 5T L S A B | R A R /N R
10C 52 17 91 LA AR BEDEAG T X TH., 2 3 NovoAlign
I BWA LU R BE A7 7E 22 5, 0 AH W) 580 09 L X 45
ST, NovoAlignxd B4 I it 88k U BWA
Al DA PR 114 3 A AN TR] K B 719 4 1327 8], NovoAlign
A3 % 36, 50, 72 2 >100 bp I ¥ B 5O O,
[vi] B & R B B0 R 4 5 10 b X 86 T S sk A ARG Y A
K0,

2t & LI RS ) 4518, NovoAlign BE LA AH X 12 A8

18 47 7 A5 B L P A 0 E B G LU X 45 SR, BWA L X
I B Hl o R S R b o A R

RECH LI T o Foi, B i Fix s
B W ST, DRI S VA BT AR A1) L X T
Ho Lk, 78 3L AL rf i OR R RRAE X3, AR A 4%
DX IR Bk AR X, ke A Y 3R LA o A
fili. PR R ELNER, IRE 2458 X EA AR
JE PR, S DB 32 4 i 4 e 2 e 3k — e N2
. L, 22 A Sk e s (=2 SR U000 | b R A B
WL 450 5 ) 1) B0 JR R AR A 2% B X3 sk 5 R
FEHFI R AR, F Bk A XA R K s
b B 3k B B RN A s N st AR O T R R T
IR, A R B E AT X ek = [ A [ U5 T A
AR A RN Z B RIR R, AR EE L sk
B AL AEAF 2, I HE A2 RIUEEL T
Bk E & X 3 5 5 9% A 56, Velocardioface/DiGeorge
LEARES 21 S YA ql1 b 3 AN B (99%) A AR I
Fr Betk A X OGS, Ay B R I R Bt A X
B R AR DG Y 4540 78 S LA A 4 VR T, PR o 5 1 4
Jin CCL3L1 AY#% DL 5 HIV 5y J8ebk: () I 25 R AT L,
HHFE R B, 78 2R Hox T 52 5748 S U] T 2241 iy
S M AR, BWA-MEM Al NovoAlign 1E Ky He X T B
F14) 3% SR v AT R G B R RO T I, AR IE 5 A S )
I P VR B 1 NA12878 A 2 A 1 52 T 7 40 RS 4
B, 28 F BWA-MEMAI NovoAlign 75 A 2 3 [F 41 rh
AN TRVRFAE DX 3R 22 30, JE A EL X238 | L X I o 43 B0 &%
HE DA ZHAS ] DX 38 b 1) LU XI5 2 9480534, X NovoAlign
I BWA-MEM #E 17 F 4% A SR IF Ak 45 T S i 58 A
AR R i PR A S B A ) B T LR S


https://webofknowledge.com
https://webofknowledge.com
http://www.novocraft.com/products/novoalign/
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1 #RATEE

L1 SEREFRALEIREFESZ  AJE GRCh3T A 1
FASTA SUHERSHFINA, T2 T fip:/ftp.1000genomes.
ebi.ac.uk/voll/ftp/technical/reference/phase2_reference ass
embly sequence/hs37d5.fa.gz. T K & %4 1% b Xt A9
FLBE P A0S X B Y G KA G, Rl e A 20k
U5 X e IR 0 5 57 91 R 2 Y G iR YL
DLASBIF 5T HOPEAl b o TR b g 6 44 04 P Rg, OF
] NovoAlign FIl BWA-MEM [ index I g Xf £ % 3k
ST RT3, T IR R LR R

A2 GRCh37 R BB SCF R 40T NCBI, JiiAs
Z 515} GCF_000001405.25. %52 2% B X 3 Sc4F F %
“Thttp://figshare.com/articles/Low_complexity regions in_
hs37d5/969685, J Bt 1 # & X 38k SC 4 T 2% T http:/
humanparalogy.gs.washington.edu/build37/build37.htm.
1.2 ESSHIE AW R A SRR 4
P, FASM P44 T 2% F National Institute of Standards
and Technology(NIST) 1Y) GIAB FTP site, V£ #& NA12878
AN Hlumina “F- 5 7 45 100 77 SCHF. 7E NA12878 A4
HiSeq H &, BN H SR A7 A 29 20% ~ 30xH ) 5 4L
i, X BE R W] LADF A — i M TS ZE AT . A
FEHEICHT 5 W H sk B9 E SCF, 6 915 H seqtk
(https://github.com/Ih3/seqtk ) B AL 4l B g 332 75 31), 20 1%
TP TR 3 31 S 10, 15 20, 301 4014 1l I 54
i, ARy LSRR AT IEAL

I 41, GIAB it $i fik T NA12878 4~ {k 1 b5 ik
(benchmark ) 28 5 SCF, SCIFSE4E BAAZ TR Z2 51 (SNPs )
AN AR (InDels) , AT R PFAG 722 S 38 51 it B2 14 45
R B S H bR ER,
13 EMEIE AT VarSim(0.8.4) B9 Hil ART
(2.5.8) PV ASTHULA [R] 00 3 168 J32 110 Jod 3 00 s 4l . HE v,
VarSim A 72 7% H K 20 i A [R) 2680 1942 57, A0 45
SNPs. InDels Fll K [ 45 44 1 45 5 (structural variations) .
AR 2R AR B A 5 1 5] A SNPs 5
InDels2 FP S R (1 45 535 57 2 B LR AR 540, i im A
SRR S, A1>50 bp AR A L BRR RIS SR E G,
FIH VarSim Az B0 5 B3R AR S 28 R AT 4DL 58 78 ik [
ZH. LA AZE GRCh37/hgl9 WA 2 % 3 [ 41 (hs37d5) N
FLAl, L dbSNPPY i L S 58 A8 {5 B . GIAB 23 A 1Y
NA12878 ™ A &5 8 A7 BE AR ME vef 28 5 SCHF AR #0T
Database of Genomic Variants [ 45 ¥4 14 A8 5 SCHRAE Sk 58
AR P, A S BB 5 A8 BE 4. VarSim B 1Y
FEBITSHN

python varsim.py\

—vc_in_vcf dbSNP.vcf)\

—vc_in_vcf NA12878.vef\

—reference hs37d5.fa \

—sv_dgv GRCh37_hgl9_supportingvariants.txt

—id simu

B, B AS LI P 4 (Y FASTA SC4#ii A #1] ART
BAFh, 2% HiSeq2500 M 13- 5 Hil K& 1 5 43 551 HE
AP, AL P R B 43 500 0 10, 15% 20%, 30%F
40, 1 B4 150 bp A B bty 45 132 )7 31 .8 U ity 4
B A 7 BOAK Y S K B BCE O 300 bp, K A5 ifE 22
50 bp. ART #2150

art_illumina -ss HS25 -1 150 -f 10 -p -m 300 -s 50
-i simu.fa
14 MERESES i fastQC A2 i 5 %L
I B8 FE AR AL - B o o RO AT L 4 b R K
ol . GC & 5 . Ns Lo £ #0352 e 904K 32 4%, SR il
FH trimmomatic M B3 5% i J5 A B 56 K 7 571

fastQC Fl trimmomatic [z 17 iy & & Z 505 | A

fastqc -0./ -t 8 fq.gz

java -jar trimmomatic.jar PE -threads 4 -phred33
-trimlog./log \

readl.fq.gz read2.fq.gz trimmed readl.fq.gz \

unpairlfq.gz trimmed read?2.fq.gz unpair2fq.gz \

LEADING:3 TRAILING:3 SLIDINGWINDOW:4:15\

MINLEN:36 AVGQUAL:5
1.5 tEXF 2 #  NovoAlign( 3.09.00) 5 BWA-MEM
(0.7.16) HLLBIN M S Huz 47, A IR 4 -5 55 C b 23 fr
HH G 73 %K.

HARRY B 7652 R

NovoAlign:

novoindex $indexfile $ref

novoalign -d $indexfile -f $readl $read2 -o SAM

BWA:

bwa index $ref

bwa mem -t 4 $Sref $readl $read2

Hrp BWA-MEM -t 4 fit iz 17 (1 26 B2 5X, NovoAlign
FE Rl A T T T AR AL
L6 TEETTIE M 2R EEVEAL 2 Fb e TR xS
SN HES i 0 0. HORS R0 S xR VR 332 51
RROEE =2 YNE S NER i e

4i i+ NovoAlign il BWA-MEM i . it i 2 43 %%
oifii. T GATK B J7 AL, i H MQ=40
() s T 2ok 8 S 235 2R, 1T SAMtools F 45 Y 7% S 4o U
JEA H, MQ BB BRI R 10, BRI, A% SCFF B X J5 2 53


ftp://ftp.1000genomes.ebi.ac.uk/vol1/ftp/technical/reference/phase2_reference_assembly_sequence/hs37d5.fa.gz
ftp://ftp.1000genomes.ebi.ac.uk/vol1/ftp/technical/reference/phase2_reference_assembly_sequence/hs37d5.fa.gz
ftp://ftp.1000genomes.ebi.ac.uk/vol1/ftp/technical/reference/phase2_reference_assembly_sequence/hs37d5.fa.gz
http://figshare.com/articles/Low_complexity_regions_in_hs37d5/969685
http://figshare.com/articles/Low_complexity_regions_in_hs37d5/969685
http://humanparalogy.gs.washington.edu/build37/build37.htm
http://humanparalogy.gs.washington.edu/build37/build37.htm
https://github.com/lh3/seqtk
ftp://ftp.1000genomes.ebi.ac.uk/vol1/ftp/technical/reference/phase2_reference_assembly_sequence/hs37d5.fa.gz
ftp://ftp.1000genomes.ebi.ac.uk/vol1/ftp/technical/reference/phase2_reference_assembly_sequence/hs37d5.fa.gz
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http://figshare.com/articles/Low_complexity_regions_in_hs37d5/969685
http://figshare.com/articles/Low_complexity_regions_in_hs37d5/969685
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BIX [E %143~ [0, 10) . [10, 20) . [20, 30) . [30, 40) F
[40, max], max £ BWA-MEM H 4 60, £ NovoAlign H
4 70.

2 @RS

21 REVUFHE AT 2 B8RS HY,
Hor H AL FE SNPs Fil InDels A9 35 R 240 (DA R 7 M &) 24
RN, R B i fu 45 2 2 S M PE S SR SE 2 (DL R
FRAE BN ). Forh: PRI R 2 805 | A 2 998 727
A~ SNPs, 239 351 4~/ AT 248400 4~ /N2 5 &2 24
FE P4 A2 4% 2979716 > SNPs, A [a] K B (1948 A 5 6k
&A% 237694 Fl 246673 1>, K JE>100 bp A9 52 I 5 &2
8233 4™, HAE 5 12324 4.

22 MFEREXEEITROEN A T AR R

TR e Rl S R X ) A A AR SR, R A TR
S Y 25 B W 235 SR 0 SRR AR 1, DR AT 1 SR
FEAS AL 3 R B 5 L X 2R 0 O AR L ) Ao o R R 4
WO RRAE 23 AR &2 2 B . Be PR 2 R 4 B IR 4 X
B3 8. ARAE A4 B X — M TR B O 0 A R R T 4
ol B 3 P 8 K B R 9T B R 2 X 4 2 7 3 ok
b e PR, R Bk E A X 2 K B >1000 bp,
AR >90% 751, s A SE A iy Z A0 E . =
TR 4 B X SR A B T X i TR 4 v Y
151 43511 K 8.75% Fil 4.47%.

T 2 AHE R B, X TR L TR, it
et FH L S B0 A 2 AL RS A, B U 1 T R
3 2 DX Ll I A B 2 AR Ak, U B TR AN
SR X T H 1 R

# 2 BWA-MEM F1 NovoAlign 7E £ £ ¢8 A~ [5] [X §5 _E A9 bb 3t = %
) fRT SR LR A SARHE N S PR
P R HE P X 35k
BWA-MEM NovoAlign BWA-MEM NovoAlign BWA-MEM NovoAlign

I 100.00 98.82 99.91 97.60 96.91 91.59

10x FBEE X 4.84 3.89 4.99 3.59 6.81 5.34
TR A= X 9.04 9.06 9.23 9.13 9.25 8.82

AHFA 100.00 98.82 99.91 97.59 96.91 91.59

15% FrBEEEX 4.84 3.89 4.99 3.59 6.81 5.34
fREZREE X 9.04 9.06 9.22 9.12 9.25 8.82

AHFA 100.00 98.82 99.91 97.59 96.91 91.59

20% FrBEEEEX 4.84 3.89 4.99 3.59 6.81 5.34
fREZREE X 9.04 9.06 9.23 9.12 9.25 8.82

AHFA 100.00 98.82 99.91 97.59 96.91 91.59

30% FrBEEEEX 4.84 3.89 4.99 3.59 6.81 5.34
fREZREE X 9.04 9.06 9.22 9.13 9.25 8.82

AHFA 100.00 98.82 99.91 97.59 96.91 91.59

40x Fr BRI 4.84 3.89 4.99 3.60 6.81 5.34
fREAREE X 9.04 9.06 9.22 9.12 9.25 8.82

DRI 2 rp i BT D HO 44,47, 2 SR AL IR 2 BE DX 3 LU 458,75,

HE—25 H# 2 F bt T H7E 3 P AL A TR R AE X
B LXK, BWA-MEM [ H Xt % #R 55 T NovoAlign,
A 7 1 B 5 DR A R I 5 2 B X 1, 2 b e TR
() L X A 22 5. Rt e BRIA S B T
BWA-MEM 2/ 1] B iR 7 508 ] 22 228 JE R 4.

DRS00 H0 AR UE T 25 DR AL AS () X 3 e 1 44
A7, PR AT DAHERR I P A 35 50 %6 L X 2R (9 5 . BWA-
MEM 7£ 11§ 52 2% & Fi A Bt o &2 X3 b 0 HE X R 2
13 2 A Xk 7 3 PR AR R 1 o b (IR 2% X3
BME A Xk 7E 5L R A A L By Ol R 8.75%

4.47%) , HARA UL, 78 H S5 s T, BWA-MEM £ 2
6.81% MR IEIF 81 Hbxt 2 Fr BetE B2 X3, 1] NovoAlign
78 b B T D L AR % i B AR SRR A Y
b7 H CHE 6 3R AR 3% X 48 <4%) . [H I, NovoAlign 1£ A
BepE A DX b ) B ROR A B RS 2, BWA-MEM
A7 0 o B0 Ao 8 L 35 2 AN X3

F 2 R R 3R 5 R A A R R R YOG R
PR JC 12 W] i NA12878 44 EL 1 1 45 44 Pk A8 S5 Ui
GIAB A A7 (AR 25 A8 P A8 S SO PR B T vl {5
BE AR S A5 AL, DR N e LS A Y SR R A 2
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Z% B X6 LU X e 5 ), S BR A fRT 3 DR A RN A A 3 [
ZH 1 b X 238 (a7 PR R 21 B o T B A AR S SR, T
RSN 5] AT 258142 5 ). BWA-MEM JLF-
AT R L 7 B R 2 (9% 4 50 0 AR e & S
FEDR2H, T e AR AU SR 3 AL e B R X R
R 25 99.91%; NovoAlign 7£ A5 481 &7 B B KL 41 I 1 )5 571
S LX) 98.82%, PRI Z4 FE A 40 -7 41 Y L L
XT3k 97.60%. FI RE FH T A2 2% 10 45 0 PR AR S 4T AL
DR D 4 7 90 PN 2, TR I 2 (A — 38 400 7 5000 AN g
Fo X 3 225 B DR 2. R AT M Y S, 2 BRI A A2 A Pk 4
e, AR 2% B DX I A R B T A2 X0 EE X S

I Ft; B NovoAlign 78 F Be Pk 8 &2 X 3 I 1 b X) %
SRR, M 3.89% F B % 3.59%.

23 MEFREMNLENRESHSHHOEM HiXE
PR J5T £ 3 500 1 (0T J8E 12 7 9] B 4 e, A IXC[R] |
G3 AT R SRR A T, SR g X ) iR
e, N2 2 00 R B W B P A, B 22 U4 184 Lkt 45
SR ER PEE. 1 R i 2 A R0 P % ) L S A
PORCHE 25 2 A Hoxt T B AR PR, x5 & 0 8 o0 A 1Y
155 &0, 2 M 6] 2 BWA-MEM, 77l 2 NovoAlign. M
1 g 3], 2 A b 6k TR S AR T 0 T B ) L
it X J5 43 0 DX R) 0 2 A A 2 R

100, P<22X107 esgm =" F P<22X107¢ gqa28% 1 P<22x1071
86,442 S28%
e 51 - =
=
g Xy T H
o
= 50 L L E3 BWA-MEM
B3 NovoAlign
%
il
g st L L
o0, S5 1012% 6%
0 |- =102 000?20  osen | O 13 080 052 T amiorn geiosmom
1 1 1 1 1 L L L L L | | | | |
[0,10) [10,20) [20,30) [30, 40) [40, max] [0, 10) [10,20) [20,30) [30, 40) [40, max] [0,10) [10,20) [20,30) [30,40) [40, max]

a A7 B[R] 201 1 Ll F J5 52 0 B0 A0 A s b A2 2% ik DR 4L 00 B ot SR 2 0 B4 A s ¢ 3 S AR 1 L o R 4 B A
XA L, 0N BWA-MEM, #i il NovoAlign.

1 BWA-MEM #0 NovoAlign FREILL 3 RE S HE S MUNFREN T

5 S0 B (B 1-c) A E, BERLECHE (& 1-a
F o) A B2 (1) I P 5 (94.67% ~ 98.26% ) 7% 7F i L
X i 43 0K ] ([40, max]) . 3 PR A rp &5 kMR Sl
2352 W) DU P B 7 LT B 2 43 80X ) A 50, 18] 1-a
b 43 591 Ji& 7 11 S a7 B 3 PR A 0 A2 2% 3 DR 41 e X I
TR A0, AT LUE B Y 0 A 1 5 AR R
Jii » BWA-MEM A1 NovoAlign 7£ % Hb % 5 & 43 55 X 7]
B B 34 A S TR AR B A 3, {45 [40, max] X [A]
A LA BT R, 16 B R S R AR AR E, A
S35 HE R R AR

NLEZ 2 Fl Hb 6 T EL7E 4% X 8] I B9 4347, NovoAlign
A Z2 B D e SR 53 A T R HEORE BT 43 BRI TR], Hr
XF T Fb X 5 B 43 %0 [40, max], fdf A DL K B R i
BWA-MEM % 95% 1IN TiZIX ], NovoAlign
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Comparison of BWA-MEM and NovoAlign using human
whole-genome next-generation sequencing reads

WANG Wenya PANG Erli'

( Key Laboratory for Biodiversity Science and Ecological Engineering of Ministry of Education, College of Life Sciences,

Beijing Normal University, 100875, Beijing, China)

Abstract The development of sequencing technology has led to an increasing amount of next-generation
sequencing data. To align numerous reads to reference genomes accurately is the basis for downstream analysis.
BWA-MEM and NovoAlign, the most widely used DNA-seq alignment tools, have not been evaluated for applications
to different structural regions in a genome. In the present work, we estimate the two alignment tools in low complexity
region, segmental duplication region and the remaining region of the human genome using real and simulated data.
BWA-MEM could align reads to reference genome, and even excessively align reads to low complexity regions and
segmental duplication regions with low mapping quality. Compared with BWA-MEM, NovoAlign could align
relatively fewer reads to reference genome, but most aligned reads have higher mapping quality. It is suggested that
NovoAlign should be used when genomes are interspersed high segmental duplications.

Keywords next-generation sequencing; alignment; BWA-MEM; NovoAlign; whole-genome
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