DNAcopy 47 E-5 test-vl—test-v2 Liftover 73T 45

BHF LIS

1 WAS5Z2% (JiH in/genetic-input.json)

o 4Bt (DNAcopy CBS): #i A in/bins.csv (180 4> 0-based (- JFIX[i] bin, YLtk chrol,
0-18000); mode = log2_ratio; permutations = 1000; seed = 1729; alpha = 0.01; min_ width
= 2; undo_ splits = sdundo (undo_sd = 3). {§5 (i} synthetic relative coverage; &%
A synthetic DNA v1,

o Liftover:#j A in/points.csv(6 /> );chain = in/test.chain(SHA256 facb7476d5b7957efa86c29fb16d52
B LM EG—3) s chain EJEFEHH: Synthetic exzact fixture vl; chrA is UCSC target-field source;
VYFA] : Original synthetic fixture; JF2H%E test-v1, HAFRZH%E test-v2, 1% chain A& fixture,
A& hgl9/hg38 4.

2 DNAcopy B (IFERiE17)

#(4: DNAcopy 1.72.3 (R 4.2.2 Patched). CBS #i 3 N E:

segment_id chromosome start_Obased end_Obased bins mean_log2_ ratio

1 chr01 0 6000 60 Te-04
2 chr01 6000 12000 60 1.0027
3 chr(01 12000 18000 60 9e-04

o AbrZ: 0-based H-JFIX[H] [start,end); CBS HEAE % start+1 i . Je@ ik Hy chrol £
e, KRE.

o DVRREWL: AT AR S (log2 ratio) WysrBE, AEHE VB RAKAEE /1%
P/ GO/ R BRMEAZIE . R b sl RS o



S, JEEIENS

log2 ratio (synthetic relative coverage, a3t

=

1.0 1

0.8 1

0.6 1

0.4 4

0.2 1

0.0 1

chrO1 #3EB=1ES (log2 ratio) 5 DNAcopy CBS 47E& (synthetic DNA v1)

Y e

PNt )

s nAA,

Q

s

o

o
chr01 fiiE (0-based #2553, bp)

&

\ZL@Q

\fﬁ“gg NE

Q

[ 1: chr01 3% bin MXI#E(F5 (log2 ratio) 5 CBS 7-Bifllfr. Y AMXIES, IR40+5 DAL

3 Liftover &L (pyliftover 0.4.1, test-vl — test-v2)

chain %5#): 2 S&85i05%. 2 3k U8 contig 1 4~ (chrA) , H#Fr contig 1 4~ (chrB) . 6 A
Habrege 8 LkiHids%: unique 1. ambiguous 2 (%8 AMILEL, AHZEE). unmapped 1,
unknown__contig 1. out__of bounds 1. MFRZE: Wigtyh 0-based HAKFR; B )7 [ 7E Mg Hh A4

B /BRI SE R

Wt (out/mapped_ points.csv)

point JFEYLEEIR  JEOIE (0-based) JREE CIRFS HArgeik  HAEMIE (0-based) HAREE / score
pl chrA 110 + unique chrB 310 + /100

p2 chrA 160 + ambiguous chrB 360 + /100

p2 chrA 160 + ambiguous chrB 1489 -/ 90

p6 chrA 160 - ambiguous chrB 360 -/ 100

p6 chrA 160 - ambiguous chrB 1489 + /90




CBS 53E#391E (chr0l, synthetic DNAv1, H¥MES)
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FEID (chr01: 1=0-6000, 2=6000-12000, 3=12000-18000, 0-based :FF i)
Bl 20 =A BT log2 ratio (FHXHMES)
point Yefafk i (O-based) % CIRES WL T ]
p3 chrA 250 + unmapped FE chain BIXHH A TEULHED (fixture FPZA S AR WA
p4 missing 100 + unknown_ contig JEUL A AKE chain ff) source contig 41| H (chain -
p5 chrA 1000 + out_of bounds ARFR#EEH chain HAE test-v1 Y7 w50

AWK 5K (out/unmapped__points.csv)
4 FPyihn

o Bt out/copy-signal-3943ebbl17af/relative_segments.csv; % bin fl&: per_bin_ fitted.csv;
Z4: parameters.json; R iIFE 5121 copy_signal. R, R-session-info.txt, DNAcopy_ fit.rds; R
JEAL WA copy_signal.pdf.

o WLET: out/liftover-9f816¢744075/point__mappings.csv (45 8 £5); out/mapped_ points.csv (Bt
B ) ; out/unmapped points.csv (KBE] + JFH ); chain JFAFS5SHLZH 5.

)

o [&: out/cbs_overlay.png. out/segment_means.png; Af45: out/analysis-report.pdf.,



