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1. EBSLFRIZARIIHGO02E R A TEENT, MFRE 100X, FstLFRsv#HTSVANREN, FEEHIEE T iLES0XFI30XAIEIE
BTN, ErHFEREMATRSVEEE (LongRanger. NAIBR. smoovefIGROC-SVs) XstLFRMUFEEIRHITSVIEN, stLFREIESHSE!
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EHRERFEBEEES0-K, 1K-10KF >30KAT, KIEKHNBEIZRE ST SILFR, ERHEZEETFsLFR, (E2E10K-30KAT, stLFRNFEIE
_EstLFRsVEEI B BEMIEHESSTIRIER, stLFRsVIFNBREIERBESTEMSVAIRRG . SRREFBRIKE>30KAY, stLFREUEER
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50-1k

1k-10k

10k-30k

>30k

Mapping

Benchmark
Total call
TP
FP
FN
Precision
Recall
Benchmark

Total call
TP
FP
FN
Precision
Recall
Benchmark
Total call
13
FP
FN
Precision
Recall
Benchmark
Total call
TP
FP
FN
Precision
Recall

&1 FEKNRESGCIABEIZFERILLRITEER

Sniffles
Minimap2

9453
4168
5285
551
44.09%
88.32%

902
533
369
44
59.09%
92.37%

60
28
32
3
46.67%
90.32%

55
9
46
0
16.36%
100.00%

100 x long reads

Long Ranger

lariat

3583
2304
1279
2415
64.30%
48.82%

489
391
98
186
79.96%
67.76%

27

19

8

12
70.37%
61.29%

14

6

8

3
42.86%
66.67%

NAIBR

bwamem2

2
2
0
4717
100.00%
0.04%

155
125
30
452
80.65%
21.66%

31
24
7
7
77.42%
77.42%

28

8

20

1
28.57%
88.89%

StLFRsv
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4719
0
0
0
4719
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12

1
565
92.31%
2.08%
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56
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26
1
53.57%
96.77%

9
23
7
16
2
30.43%
T7.78%

100 x co-barcoded reads
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75.22%
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7
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2
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436
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7
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FRERSCLASH, S M, EEMSM, EFASHEES M EREAYF,

BERTSERIABER, XEDERTUSKIESNFERRIE (E3B, 3D, 3H) .
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(A) 3SHRERF ERREMIERbarcodefE . (E) KIEKNUFSIRLIIERSRF (A ) BFR3SRER LA,

(B) 1254 E&k LEIAbarcode#E . (F) (C) EM2S4EM LikuBHAEIZISEERA,

(C) 12544 LB barcodeiE . (G) 1954 E& i ik BN Ibarcode P E SRIEKNF IR AT ERIGVERE

(D) KIEKNIFEIRILIIERZIS (B) BH1254 (H) MSFEH EEIAbarcodef B RAZELLITESR o

R EAIEN,

A FEREIRERIEEE (30X, 50X ) #HTHTtERER Bm10K-30KEMZERIG IR B BI=RAIEHEEMEREIHEMHE, 30KEALTES0X
REHIEENS100XERSEE.

R2 FREIRESILFREEENEINERE S GIABEIERETHHER

stLFRsv stLFRsv stLFRsv stLFRsv+smoove stLFRsv+smoove stLFRsv+smoove
Coverage 30X 50X 100X 30X 50X 100X
Benchmark 4,719
Total call 0 0 0 359 649 972
TP 0 0 0 276 490 724
Il FP 0 0 0 83 159 248
FN 4719 4719 4719 4443 4229 3995
Precision - - - 0.7688 0.7550 0.7449
Recall - - - 0.0585 0.1038 0.1534
Benchmark 571
Total call 5 11 13 403 506 556
TP 4 10 12 325 408 436
1k10k FP 1 1 1 78 98 120
FN 573 567 565 252 169 141
Precision 0.8000 0.9091 0.9231 0.8065 0.8063 0.7842
Recall 0.0069 0.0173 0.0208 0.5633 0.7071 0.7556
Benchmark 31
Total call 59 57 56 58 57 56
TP 18 26 30 18 26 30
10k30k FP 4 31 2% 40 31 2%
FN 13 5 1 13 5 1
Precision 0.3051 0.4561 0.5357 0.3103 0.4561 0.5357
Recall 0.5806 0.8387 0.9677 0.5806 0.8387 0.9677
Benchmark 9
Total call 12 20 23 12 19 23
TP 3 7 7 3 7 7
=l FP 9 13 16 9 12 16
FN 6 2 2 6 2 2
Precision 0.2500 0.3500 0.3043 0.2500 0.3684 0.3043
Recall 0.3333 0.7778 0.7778 0.3333 0.7778 0.7778
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BIAERIUREER, HlMRESLFREGNSERS, THEENBRANNEERRSEESNS, FETECNSRIEERR, Ei—F
ALUSNHERENT RN RS, FERUFA—TERENTR, SSBFRARCHRRE, SEIREREBRRT, EARPIORESRRE
0.1%~0.2%, REMF=EEPRIREZR3%~5% . HWIEst FRIGUSEEITRIIUERE], HliIWEHES R TER .

2. SEIFERMEFSILFRIEMESR
SEIFESARARMRFERZIRKFRDNAR. stLFREEMMNFZE, S2stLFRUFSIERIREE23X~33X, HifEst FRIES R
BRSNS, SIMTRIRITS i TsangerlFIGIE, MEMRIELTsLFRIGUZIRSEEMN

=3 SPIEARNFHIREERSITER

Clean . . Average
S::::::e Raw reads  Clean reads data rate ]::::;g: Mr:gg:d Mi‘; {)elng Dul[:ltzate sequencing Co:“e/r)a ge Co‘;;:,f‘;(m

(%) depth ° °
M3 1677138338 1532563606  78.57 55920527 1521616483  0.9929 0.3329 32.49 0.9978 0.797
M6 1554820452 1213495850  78.05 68500575 1212308358 0.999 0.3715 25.76 0.9974 0.7147
M10 1384952028 1123175560  B1.1 61774033 1122016048 0.999 0.386 23.31 0.9972 0.6201
F9 1542627832 1208865290  78.36 67996341 1208085035  0.9994 0.3263 27.54 0.991 0.7937
F10 1575274966 1264116004  80.25 69500194 1263345784  0.9994 0.3333 28.51 0.991 0.821

EFstLFRsVEREEHITHHT, BEACNEIENAI TGS, DTSRRI BERAK-10KLIA,, SiSRN @St =B RIEm e X

HISEE, SHEUIEEIEES.

F=4 stLFREEZMENLER SsangerlFIGIEER

‘o (LFR#& %5 ST L
HmBTR BRI S SLFRIEHER — e iE R sangerifll F 45 5%
sample name StLFR SV #& & EERSHBER—T AR sangerS IE B
(> . 3 5 5 '\L ]
chr3:134694000-134702000 N, frEZEFNAE chr3: 134700052 chr3¥i 2 L E 45 5133bpHy
i 46.XY.A(3:6)(q23; 46, XY.A(3:6)(q22:p chr6:31611266 del
’ 213 213 chr3:134694918 &y ‘
p213) chr6:31606000-31612000 Y 3) y chr6 #7454 700bpHY
chr6:31606363 del
85 s
chrd:85110000 % chrd:8310799: chralff 57 & 4 6bp Hidel
6 46 XY A(4:8)(q21; 46, XY.A(4:8)(q21:q chr8:62522642
21 12 85
a21) chr8:62520000 , MEZEINTEX ) chrd:85108002 chr8 7 521 B B 23bpAidel
chr8:62522618
3:5388657
chr3:53884000-53888000 Y chr3:33886571
MI0 46, XYA(3:7)(p2L: 16, XYAG:T)(p21:p chr7:39763756
13 » 14.1 538865
p13) ¢hr7:39764000-39768000 . B EMNAT ) chr3:33886372 chr7H7 2 AL E A Sbpidel
chr7:39763750
N hr3 84881365 &Ry 3 Tbo
chr3:84874000-84884000 , RIBZRNA e y chr3 ¥ 2 {1 B #7483 7bpHy
o 46,XX.1(3:13)(p13 46,XX.1(3:13)(p12 chr13:74627989 del
:q32) 1:g22.1) chr3:84876528 chrl 3B s L B 1494bp iy
hr13:74628000-74632000 , IBEZEINANK
e R = chrl3:74629483 del
XX (41 chrd:43116000-43122000 . PrEEFNAH P ;hrgg;lss;:l
Flo ‘;ﬁ-;))(m“ 46, ;g-i)’(f"- s lis1es chral¥f & i B 4 Sbpfidel
e chr12:19980000-19984000 BRI e e
chr12:19982536
1 KD EE
N EXSE
IURIRRER
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M3 3:124654000-134734000--6:31 566000-31646000

31840000 -
31620000 -

31600000 -

s,

M6 5:3648000-3728000--9:36386000-36456000

MI10 S'W-saam-?ﬁsm-awum

20800000~

20780000~ 1

30720000~ ¢

=m.
- m
-
L]
53840000 53878000 53600000 83025000

43130000

Fg 3:84870000-84886000--13:74620000-74636000 F l 0 4:43110000-43126000--12:19972000-19988000
74640000
19990000 -
Count
25
74630000 - %
= 15 19980000~
1
5
4620000+~
15870000 -
=
sastoonn s48si000 sassooan 4311000 as1do0ao
% ]
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LTS nmsae
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310
{ 1] unll-l LU LT R VLT DT L L PR L DR T DL LT T P P DN L P L P T TN R L]
CTATAAGTATTAARGCCTAGTTCCTATCAT CAAGTARCT TGCAGT TAGGAAGGAAAAATAGAAMAGTCARACARAAGAAARCATACCARTACCTGATTTTTTT

Chr4 chr4:85107995

il A uh Al lh“ i mlulﬂuuihﬂ alll A mmlum umml DA

II-III n---lllll Il IIIIIIII-IIII I_II-IIIIIIIIII-‘I ll IIIIIIIII IIIIIIIII-IIII-II.II
FTTCCTTAAGALAAGTATT TTACT TTCCTGCTCACAT TGT CACAAT CATTATACAAAT TAGCT TTGTAAAATGTGGAGTGCTCCATGGGCAGCATTA
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410 420 430 440 450 460 470 4sn 490 500
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- oV - o x
File Genomes View Tracks Regions Tools Help
o (b b3itecen v (B o |1 62 522 5702 S22 62 o @ o« » SO x 2 | =TT
#hbp
s ) s . e . wmm wmee ) s s . e . Eror
1 I L L | h
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P 1
1
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Bama (kg MTbhoy v & w4 B 10 001-15. 10, 054 o« # « » DA XE | B gz
Sibp |
n— JE— JE— e JE— -
1 1 1 1 1 1 1 1 1 1 II'
v
GRS [ A C [A A T T € A 6 T & 7 T & & A € T A4 A A € A T T G & € A C & T 6 & T T A T 6 A& T 7 € ¥ & T T & & G A
e 90 100 110 120 130
SN EEENEEEEEE N EEEEEEEEEEEEENEEEENEENEEEEEEEEER
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I |'\ r\'\ | | ﬂ
WL f A \
A
160 170 180 190 200
SN NN NSNS IS NS NN NN NN NN ENEEEEEEEEE
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MR EREE:
EE stLFR3Z &
)2 DNBSEQ PE100 30X( BX%E, A& duplication)
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