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leid et al. 2009 [44]
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Margulies et al. 2005 [38]
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G-banding qPCR (Fluorogenic probe)
Caspersson et al., 1968 [15] Higuchi et al. 1993 [29] Schouten et al. 2002 [32]
@ Q-banding qPCR (EtBr) MLPA
Flemming. 1882 [11] Kallioniemi et al. 1992 [18] Armour et al. 2000 [36]
@ Aniline staining © CGH MAPH
Technique Detectable SV types Resolution Key features
@ Karyotyping Large CNV, TRA, aneuploidies >3 Mbp Staining
@ FISH CNV, TRA, CGR 10 kbp Fluorescent probes
© aCGH CNV, CGR 5-10 kbp Hybridization
© SNP array CNV, LOH, CGR 100 bp SNP probes
© Illumina short-read sequencing Simple SVs, CGR bp Paired-end reads
O WES Simple SVs > 50 bp (generally more than 3 exons) Protein coding region
© PacBio SMRT sequencing Simple SVs, CGR bp CCS and CLR
@ Oxford nanopore sequencing Simple SVs, CGR bp Ultra-long reads
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CANOES Negative binomial distribution, regression-based normalization (GC- At least 15 samples, average targets 6, distance between targets 70 kb, aver- 2014
content), HMM age rate of CNV occurrence in the exome 10-8
GC-content and average depth normalization, custom reference set using ol
CLAMMS el 0.3<GC<0.7, mappability > 0.75 2015
o MOPS GC-content and sample normalization, mixture Poissons model and Bayes At'lel:lst 6 samples 2012
approach Minimum segments 5
. In-target and off-target regions, bias (GC-content, repeat-masked fraction, .
CNVkit target density) correstion wising rolling median, CBS Exclude poor mappable regions 2016
CODEX Log-linear decomposition-based normalization, Poisson likelihood-based | 0.2<GC<0.8 2015
segmentation Target length > 20 bp, median target coverage > 20 x, mappability > 0.9
At least 50 samples
CoNIFER Singular value decomposition normalization, £ 1.5 SVD-ZRPKM threshold | Probes with median RPKM across samples > 1, samples with a standard 2012
deviation of SVD-ZRPEKM < 0.5
Base-level log-ratios, GC-content, library-size correction, calling region . . .
CONTRA significant based on normal distributior:, CBS for karge varlation Include regions at least 10-bp long with coverage > 10 2012
DeAnnCNV Web-server, GC-normalization, HMM of log read counts ratio CNV evidence threshold > 80 2015
In and off-target regions, 3-step normalization (GC-content, mappability, Read mapg>1
EXEAVATIRD region length) segmentation with shifting level model, FastCall algorithm | Min number of targets in CNV 4 2016
g g T " mapq > 1, overlap to include read into region— 1 bp, median value for
exomeCopy ]'\'-Eg_.'ll.tweﬂ.{:mumi.a!tedls{u(}‘xguhon. I-{NllM using backgrouid read dépthand background, transition probability to CNV le-4 2011
positional covatiates (GC-oantent, length) Transition probability to normal state 0.05
Read mapq > 20, max distance between target border and the middle of
ExomeDepth | Beta-binomial distribution, optimized reference set, HMM !}f‘;:jﬁ’f":.dp‘rzl':;gi‘]‘jﬂ; xeatl ot fegion 300 by 2012
Expected CNV length 50 kb
Deletion in exome or genes of interest, GC-content median correction, call- | Read mapq > 20, base quality> 20, min percent of covered bp for each exon
ExuDel ing by comparing to median depth within the gene 0.1, max number of exons in CNV 9 204
. . Read mapg > 15
FishingCNV PC;;‘C;{ RI:I;&. (;BtS test sample, comparing segment coverage against Base quality 10, RPKM >3 2013
controbset distribution FDR adjusted p-value 0.05
HMZDelFind Only deletion, exon and sample filtering, call region with RPKM <0.65 as Mean RPKM >7 across samples, deletion frequency <01.5% 2017
eI deletion, AOH filtering based on VCF, prioritization based on Z-score Exclude 2% samples with the highest number of deletion
Log2-transformed RPKM standardization, average and variability pattern | Bin size 10
PatetaCHY: traming from control samples, smooth bin within exon mapq >20 2014,
At least 50 samples, 0.1 <GC< 0.9, 10 bp < target < 10 kbp, mean cover-
i o i age > 10 xacross all samples,
XHMM Gaussian distribution, PCA normalization, HMM average targets 6, distance betwen Fargets 70 ki average cite of GV 2012
occurrence in the exome 10-8
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XLR
(60 samples)

SD
(60 samples)
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XIR
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XIR
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SD
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NRC density distribution: SureSelect XLR dataset
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