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https://www.illumina.com/techniques/sequencing/dna-sequencing/mapped-reads.html
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oY UM IS 2ebstn FIHXQl #Ho| EFo)| chet TruPath Genome2 HG002 R&IH| 2 Telomere-to-
TAE HE TS E SHY o+ JYSLICE Telomere(T2T) Consortium®| T2T-Q100 v1.1 v0.019
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TruPath Genome2 £410| 0122 RTA| oM< 2|= ofE - =
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300 K :
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TE 145,532
o 150K
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0 o o — o
B&EM AEEM CE&2M HZ SBS TruPath Genome, TruPath Genome,
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NovaSeq X
AlAE(n = 6)
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AE2)C 2 AZATH = DRAGEN Germline v4.5.22 A MMeH(632] BH= AE). TruPath Genome, HMWO| Cist HIO|H = HMW YO 2 F=5t
DNAZ NovaSeq X A|AEI(v1.4 AZELQ|0 8l C8 222 M AE) 22 A[Z AP = DRAGEN Germline v4.5.22 2A¢l M4oH(642] gH= AH).
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https://www.illumina.com/techniques/sequencing/dna-sequencing/whole-genome-sequencing/phased-sequencing.html
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DRAGEN Germline v4.5.2 2 2I$t & SBS chemistry CHH| TruPath Genome2l SV A% A5, 0] 240f|= Genome in a Bottle Consortium2)
NIST T2T-Q100 HG002 SV v1.1 Zl2| Fgtnt MEE 4 Ql= SV BED IS A8 HIX|0 2 Genome in a Bottle2| SV #iX|o0tzl XA of wat
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CHE H0Ef = HMW 2O 2 %35t DNAS NovaSeq X AlAEI(v1.4 ATEQ0 9 CE Z2R M AIR)Q 2 AZASI0] MAThHB43] Hhe Ag),

A S2M0|| TSt CO|E{= HEE ¢ XIRE Edf 225 ® UL (Precision)= ZIFA (true positive) HE2 &t M & (Recall)2 17H2] MZ Lj
Holo| 2> CHH| TS H(true negative)2| %S LIEHH. F1 (%)= TP 9 TSy Z0HE A 2ot chet HIS2 A MSt ghg LE. M0t 2S5

SHA HOIHE 7|EL2 Yoot ehedEl As 2ol

A. B.
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= i
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TruPath Genome, TruPath Genome, TruPath Genome, TruPath Genome,
HZE(n=30) HMW (n=30) HZE(n=30) HMW (n=30)

32 7: 30702] BHEE HMW F& & BF =& MZ30f tist TruPath Genome £#7{2| HO|E d5

DRAGEN Germline v4.5.20iA DRAGEN HO|& 7|5& AHESH0] 1~22 FMA 0| 24 HO|E ESS £ Y. TruPath Genome?| L0|E{= HMW
FE G BFE F= UHS 30719 CHYel Coriell M HE0| H85t0] =Y. 'HO|E £5 NG50°0|2H Et2l H(RTHM| =& 7[EH S| 50%7t H[O| &
O|=9| Hjo|d 259 Zo|E 2lofg. X Etzl EHO| 50%E HO|AY £ gl 7|1E2 NG50E 0 bpE FHE. ™3| HO|HE STXH%) 2 HAIE Tt
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https://ftp-trace.ncbi.nlm.nih.gov/ReferenceSamples/giab/data/AshkenazimTrio/analysis/NIST_HG002_DraftBenchmark_defrabbV0.020-20250117/NIST_HG002_DraftBenchmark_defrabbV0.020-20250117_README.md
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[ TruPath Genome, [l TruPath Genome, [lij A £24
BE HMW

12 8: HG002 12| &g Ho|E £ H|wsH #X|0-2 St TruPath
Genome?| KX Ho|d Hs

DRAGEN Germline v4.5.20{Af DRAGEN HO|Z! 7|
AFESH0] 1~22H Ao Z2H o] EE2 FH.
A &2 M H|0|Ef Phased VCF 2 https://
downloads.pacbcloud.com/public/revio/2024Q4/WGS/
GIAB_trio/HG002_repl/analysis/v3.0.2/0| X & &£% TruPath
Genome HIO[E{= HG002 MZEZF: MED HMW =& 2 BF
FEMES MBS AREY oE HYs Sl 22E. IOl E5
NG50°0[2t Et2I HH(RTHM| == 7|EF) S| 50%7F HO|&El 0|=2]
Ho|E ££9 Z0|E 2jnjgt. 2tTs| HO|&E FTXH%)' 2 BAIE
[T ZE(F, Gencode v44 genes.gtf)ollA 1742] T|o|E
=S5 oHofl &tT5HA| 50{ U= |TX FH M2 g S 9ol
HO|A s LEE https://ftp-trace.nchi.nim.nih.gov/
ReferenceSamples/giab/data/AshkenazimTrio/analysis/NI
ST_HGO002_DraftBenchmark_defrabbV0.020-20250117/
GRCh38_HG2-T2TQ100-V1.1_smvar.vcf.gzO| A CtRZ =5t
T2T Q100 Tl2| s B|mstof #ix|opst

TruPath Genome2 LEHHQI DNA F& Y AL A
SYLUS 7FECE BE RTAL o 91%, HMW DNA ==
B AL Ao S TS| oF 97%E AT S| H|O| & gL Cf.
CESF TruPath Genome QI DNA =& 1 HMW
DNA & 2 AL Al ZE O[HTE SNV 9f 98%'S
O &g L|C.

HMW DNA Z=% & AtE A| DRAGEN H|0|HE M EdH
2 TruPath Genome H[O|E{= S @277} oF A% 2,
HapCut22f 22 2O 2 AL It T 7|28t oF
6% 2Lt &L

AS Kol &2 FololMel #o| 2Z

IHE 2 2 (Paralog) S0 A
LBl £ E 2|E5 0|20l F=tot o] HE0| 039,
Dot 2|E ofjEat Ho| HE F7F eiletL|ch
Qo= & HEISHA 2[0[A0|F oE T2 H FX
(multiplex ligation-dependent probe amplification,
MLPA), ®AH2| =4 SIS (long-range polymerase
chain reaction, LR-PCR)Zf 20| B2 H|Z0| E= F7t
20| WREtL|Ct TruPath Genome2 222 & 284
HEef 22 DRAGEN MRJD(Multi-Region Joint
Detection) ¥12[&E 2ot WHE2T STXt0l|M Mzl
& UE SIEREIYCRE FE|E RTX SH|4 A E L H HO|
=

ZZ(de novo, haplotype-resolved, and copy-number-
aware variant calling) 272 Ma3gLICHIZ 9 8 O&10).
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TruPath Genome2 =t 2 IfEHEZ /s MRIDE
0|83t RN HAof 2 A ZHI|(tandem copy) =
B4 ZtI(non-tandem copy)Zt EX{stE ZiQ 2 LeqZ
ogtxo = 20| U= 15719 IHED SUIKE 1)E EFICE
Stof, StE2EIYC 2 2|8l %2 #HOo|E AETLICHIE 10).

H 1: TruPath GenomeO| MRJD £ A| E}ZQO 2 8t=
SHXt

CFHR1 CFHR2 CFHR3
CFHR4 CYP2D6 CYP11B1/2
NCF1 PMS2 RCCX

(CYP21A2 % TNXB)

SMN1/2 STRC UsP18

9 Percent heterozygous variants phased: H[O| X &l 0|&F gt #H0[2| %= HO|HE
oly™et SNve| M2 gS o|n|stH, HO|FE SNVe| +5 O|¥™e SNVe| £2 L0
A kg
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https://ftp-trace.ncbi.nlm.nih.gov/ReferenceSamples/giab/data/AshkenazimTrio/analysis/NIST_HG002_DraftBenchmark_defrabbV0.020-20250117/GRCh38_HG2-T2TQ100-V1.1_smvar.vcf.gz
https://ftp-trace.ncbi.nlm.nih.gov/ReferenceSamples/giab/data/AshkenazimTrio/analysis/NIST_HG002_DraftBenchmark_defrabbV0.020-20250117/GRCh38_HG2-T2TQ100-V1.1_smvar.vcf.gz
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