
Timestamp Your name Your email (if this is your first entry)Your Institution (if this is your first entry)GIAB Genome Version of high-confidence callsOptionally, enter the vcf line (or related vcf lines) here instead of entering chromosome, position, REF, ALT, and genotype belowChromosome number Start Position on chromosomeTrue Reference base(s) True Alternate base(s) - 2 alternates should be separated by a comma and no spaceGenotype in VCF format What evidence do you have that you are correct? Be as specific as possible. Check all that applyDid you find any other variants within 50 bp of this variant?If yes, please give some information about the other variants and how confident you are in them.Is there any additional information about this variant or region that would be useful for us to know?rs number of the variant if it is in dbSNP and you know itDoes the GIAB call appear to be correct?Is this a repetitive region? Reference assembly

2/3/2016 16:17:21 John Thompson thompson.john.f@gmail.comClaritas Genomics HG001/NA12878 NISTv2.19 1 3669201 A G 1/1 (Homozygous variant) Sanger confirmation, Confirmation with second NGS method, Confirmation with high coverage sequencing with same technology as primary assay, Manual inspection of reads from your assayYes Yes. rs10910021 is 4 bp away and is also homozygous alternate (G rather than C). Highly confident. Sanger, NextSeq and Protonrs10797410

2/3/2016 16:23:29 John Thompson thompson.john.f@gmail.comClaritas Genomics HG001/NA12878 NISTv2.19 3 33138544 A G 1/1 (Homozygous variant) Sanger confirmation, Confirmation with second NGS method, Confirmation with high coverage sequencing with same technology as primary assay, Manual inspection of reads from your assayYes Additional homozygous alternate SNP 5 bp away. rs7614776. Confirmed with Sanger, NextSeq, Protonrs7614776

2/3/2016 17:10:35 John Thompson thompson.john.f@gmail.comClaritas Genomics HG001/NA12878 NISTv2.19 6 33644768 A G 1/1 (Homozygous variant) Sanger confirmation, Confirmation with second NGS method, Confirmation with high coverage sequencing with same technology as primary assay, Manual inspection of reads from your assayYes rs4713652 located 5 bp away, also homozygous alternate, confirmed with Sanger, NextSeq, Protonrs2068236

2/3/2016 17:15:44 John Thompson thompson.john.f@gmail.comClaritas Genomics HG001/NA12878 NISTv2.19 6 107077507 C A 0/1 (Heterozygous) Sanger confirmation, Confirmation with second NGS method, Confirmation with high coverage sequencing with same technology as primary assay, Manual inspection of reads from your assayYes rs2054365 Homozygous alternate located 5 bp away. Confirmed via Sanger, NextSeq, Protonrs72945092

2/3/2016 17:21:48 John Thompson thompson.john.f@gmail.comClaritas Genomics HG001/NA12878 NISTv2.19 12 80650276 T TCAAA,TCAAACAAA 1/2 (Compound heterozygous)Confirmation with second NGS method, Confirmation with high coverage sequencing with same technology as primary assayI don't know Confirmed by Sanger that this is a heterozygous mess. NextSeq and Proton agree on 1/2 assignmentrs147846753

2/3/2016 17:26:06 j t c HG001/NA12878 NISTv2.19 17 71232804 G T 1/1 (Homozygous variant) Sanger confirmation, Confirmation with second NGS method, Confirmation with high coverage sequencing with same technology as primary assay, Manual inspection of reads from your assayYes rs904383 located 3 bp away. homozygous alternate confirmed by Sanger, NextSeq, Protonrs904384

2/3/2016 17:33:58 John Thompson thompson.john.f@gmail.comClaritas Genomics HG001/NA12878 NISTv2.19 21 47558591 A C 1/1 (Homozygous variant) Sanger confirmation, Confirmation with second NGS method, Confirmation with high coverage sequencing with same technology as primary assay, Manual inspection of reads from your assayYes rs62214031 located 5 bp away, homozygous alternate, confirmed by Sanger, NextSeq, Protonrs62214031

4/29/2016 11:00:45 Justin Zook NIST HG001/NA12878 NISTv3.1beta 632574624.AG0PASSmetal=platinum;cgi=.;bwa_freebayes=HD:0,LOOHD:0;bwa_platypus=HD:0,LOOHD:0;bwa_gatk3=HD:0,LOOHD:0;cortex=.;isaac2=HD:1,LOOHD:1;dist2closest=4GT1|00/1 (Heterozygous) Confirmation with high coverage sequencing with same technology as primary assay, Manual inspection of reads from other sequencing datasets from NA12878Yes many variants in this HLA region - likely true but difficult to resolve allprobably should exclude HLA from high-confidence regions for now

4/29/2016 11:02:53 Justin Zook NIST HG001/NA12878 NISTv3.1beta 421932902.AT0PASSmetal=platinum;cgi=.;bwa_freebayes=HD:0,LOOHD:0;bwa_platypus=.;bwa_gatk3=HD:0,LOOHD:0;cortex=.;isaac2=HD:0,LOOHD:0;dist2closest=42GT1|11/1 (Homozygous variant) Confirmation with second NGS method, Manual inspection of reads from other sequencing datasets from NA12878Yes nearby indel 3.1b miscalls as a het

4/29/2016 11:14:53 Justin Zook NIST HG001/NA12878 NISTv3.1beta 2739644.GGA0PASSmetal=platinum;cgi=.;bwa_freebayes=HD:0,LOOHD:0;bwa_platypus=HD:0,LOOHD:0;bwa_gatk3=HD:0,LOOHD:0;cortex=.;isaac2=HD:0,LOOHD:0;dist2closest=29GT1|0Confirmation with second NGS method, Manual inspection of reads from other sequencing datasets from NA12878Yes SNP upstream and others farther, including SVpossibly true insertion in 10bp homopolymer, though not in novoalign mappings which had low coverage, many variants in the region, and a likely SV is downstream

4/29/2016 15:55:02 Justin Zook NIST HG001/NA12878 NISTv3.1beta
2        78910526        .        A        AT        50        PASS        platforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=3;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK,CGnormal;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xfreebayes_filt,CS_CGnormal_filt        GT:PS:DP:GQ        0/1:.:495:153

Manual inspection of reads from other sequencing datasets from NA12878No This is a 10bp homopolymers and small fraction of Illumina and CG have insertion.  It is unclear

4/29/2016 16:09:32 Justin Zook NIST HG001/NA12878 NISTv3.1beta
2172123774.GGTC50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_CGnormal_lowcov,CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcovGT:PS:DP:GQ0/1:.:421:143

Manual inspection of reads from other sequencing datasets from NA12878No PG k-mer incorrectly calls deletion.  This is a tandem repeat region. Yes, variant and genotype are correct

4/29/2016 16:27:03 Justin Zook NIST HG001/NA12878 NISTv3.1beta
2        205478771        .        AT        A        50        PASS        platforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_CGnormal_lowcov,CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xfreebayes_filt        GT:PS:DP:GQ        0/1:.:555:109

Manual inspection of reads from other sequencing datasets from NA12878No 10% of Illumina reads have deletion. This is a 10bp homopolymer.  Possibly an SSE.It is unclear Yes, homopolymer

4/29/2016 16:42:34 Justin Zook NIST HG001/NA12878 NISTv3.1beta
3        16918093        .        GT        G        50        PASS        platforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=3;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK,CGnormal;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xfreebayes_filt,CS_CGnormal_filt        GT:PS:DP:GQ        0/1:.:559:103

Manual inspection of reads from other sequencing datasets from NA12878No ~10% of Illumina and CG reads have evidence of deletion.  This is a 6bp homopolymer. It is unclear Yes, homopolymer

4/29/2016 16:52:56 Justin Zook NIST HG001/NA12878 NISTv3.1beta
3        18380321        .        A        AT        50        PASS        platforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=2;callsetnames=HiSeqPE300xfreebayes,CGnormal;datasetsmissingcall=HiSeqPE300x,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xfreebayes_filt,CS_HiSeqPE300xGATK_filt        GT:PS:DP:GQ        0/1:.:365:181

Manual inspection of reads from other sequencing datasets from NA12878, Evidence from phasing using pedigree or long/linked readsNo 1bp insertion in 10bp homopolymer. Illumina and CG have ~10% of reads supporting reference. In PG father is heterozygous and mother is homozygous so PG is likely correct. No, Variant is correct but GIAB genotype is incorrectYes, homopolymer

4/29/2016 17:07:12 Justin Zook NIST HG001/NA12878 NISTv3.1beta
3        79006193        .        G        GA        50        PASS        platforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=3;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK,CGnormal;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xfreebayes_filt,CS_CGnormal_filt        GT:PS:DP:GQ        0/1:.:730:187

Manual inspection of reads from other sequencing datasets from NA12878, Evidence from phasing using pedigree or long/linked readsNo ~10% of Illumina and CG reads have evidence of insertion. This is a 5bp homopolymers. Moleculo has three haplotypes in this region. No, position is homozygous referenceYes, homopolymer

4/29/2016 17:21:50 Justin Zook NIST HG001/NA12878 NISTv3.1beta
437191158.CCA50PASSplatforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=3;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK,CGnormal;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xfreebayes_filtGT:PS:DP:GQ0/1:.:567:309

Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo ~10% Illumina and CG have evidence for insertion. Molecule does not support insertion.  This is a 9bp homopolymer.No, true call is homozygous referenceYes, homopolymer

5/9/2016 13:52:40 Justin Zook NIST HG001/NA12878 NISTv3.1beta 20 112015 G A 0/1 (Heterozygous) Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo Yes, variant and genotype are correctLow MQ

5/9/2016 15:02:08 Justin Zook NIST HG001/NA12878 NISTv3.1beta 20 2090925 C T 0/1 (Heterozygous) Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo Yes, variant and genotype are correctNo

5/9/2016 15:04:41 Justin Zook NIST HG001/NA12878 NISTv3.1beta 20 2479984 A G 0/1 (Heterozygous) Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes ~10 within 200 bp Yes, variant and genotype are correctNo

5/9/2016 15:08:10 Justin Zook NIST HG001/NA12878 NISTv3.1beta 20 2480035 TG CG,CA 1/2 (Compound heterozygous)Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes adjacent SNPs; near large dellow cov in illumina Yes, variant and genotype are correctNo

5/9/2016 15:11:15 Justin Zook NIST HG001/NA12878 NISTv3.1beta 20 3044286 GGCTCC TGCTCC,TGCTCG 1/2 (Compound heterozygous)Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes another compound het pair downstream Yes, variant and genotype are correctNo

5/9/2016 15:13:13 Justin Zook NIST HG001/NA12878 NISTv3.1beta 20 10447120 G A 0/1 (Heterozygous) Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Yes, variant and genotype are correctNo

5/9/2016 15:16:07 Justin Zook NIST HG001/NA12878 NISTv3.1beta 20 11528201 T C 0/1 (Heterozygous) Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes possible long T homopolymer indel downstream 30bp Yes, variant and genotype are correctNo

5/9/2016 15:20:17 Justin Zook NIST HG001/NA12878 NISTv3.1beta 20 17336156 C T 0/1 (Heterozygous) Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo Might be a large CNV, but clear in moleculo and a little evidence in PacBioIt is unclear No

5/9/2016 15:23:55 Justin Zook NIST HG001/NA12878 NISTv3.1beta 20 18061537 A G 0/1 (Heterozygous) Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo May be more complex, but probably not too large, since it is supported well by PacBioYes, variant and genotype are correctNo

5/9/2016 15:30:28 Justin Zook NIST HG001/NA12878 NISTv3.1beta 20 7284487 C A 0/0 (Homozygous reference)Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes SNP downstream looks goodNext to 5 T's.  Not in PacBio. In 1/15 moleculo reads and ~10% of illumina on both strands. Likely a sequencing error?Yes, variant and genotype are correctNo

5/9/2016 15:33:25 Justin Zook NIST HG001/NA12878 NISTv3.1beta 20 22110086 G A 0/0 (Homozygous reference)Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo In ~10% of Illumina and 1/13 moleculo. Not in pacbio or CGYes, variant and genotype are correctNo

5/9/2016 15:38:58 Justin Zook NIST HG001/NA12878 NISTv3.1beta 20 16389107 G A 0/0 (Homozygous reference)Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo In <5% of moleculo and illumina. Not in PacBio or CGYes, variant and genotype are correctNo

5/9/2016 15:44:01 Justin Zook NIST HG001/NA12878 NISTv3.1beta 20 10783438 C CAT 0/1 (Heterozygous) Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes AT del in upstream AT repeat, likely homozygouscomplex, but likely good Yes, variant and genotype are correctYes, tandem repeat

5/9/2016 15:47:06 Justin Zook NIST HG001/NA12878 NISTv3.1beta 20 11837479 GA G 0/1 (Heterozygous) Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo Looks good in Illumina, CG, and moleculo. Not in PG8Yes, variant and genotype are correctYes, homopolymer

5/9/2016 15:55:42 Justin Zook NIST HG001/NA12878 NISTv3.1beta 20      16421193        .       CACAC   C       50      PASS    platforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_CGnormal_lowcov,CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov     GT:PS:DP:GQ     0|1:.:237:160Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes compound het in CA repeat Correct but this part of compound het is not left alignedYes, tandem repeat

5/9/2016 16:01:12 Justin Zook NIST HG001/NA12878 NISTv3.1beta 20      59933876        .       GAC       AGG       50      PASS    platforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=2;callsetnames=HiSeqPE300xfreebayes,CGnormal;datasetsmissingcall=HiSeqPE300x,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xGATK_filt;arbitrated=TRUE   GT:PS:DP:GQ     0|1:.:259:815Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes downstream phased SNP Yes, variant and genotype are correctNo

5/9/2016 16:06:23 Justin Zook NIST HG001/NA12878 NISTv3.1beta 20 32310237 TG T 0/0 (Homozygous reference)Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo In Illumina-bwa but not novoalign, moleculo, CG, or PacBio so seems unlikely to be true variantYes, variant and genotype are correctNo

5/9/2016 16:13:47 Justin Zook NIST HG001/NA12878 NISTv3.1beta 20 58508810 GC G 0/1 (Heterozygous) Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo Unclear - should probably expand low confidence regions a bit moreIt is unclear Yes, homopolymer

5/9/2016 16:16:48 Justin Zook NIST HG001/NA12878 NISTv3.1beta 20 30089846 A AT 0/0 (Homozygous reference)Manual inspection of reads from other sequencing datasets from NA12878, Evidence from phasing using pedigree or long/linked readsNo In small fraction of illumina and moleculo reads in 10bp homopolymer.  Looks unlikely to be true, but not certainIt is unclear Yes, homopolymer

5/9/2016 16:18:51 Justin Zook NIST HG001/NA12878 NISTv3.1beta 20 54146967 GT G 0/0 (Homozygous reference)Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Yes, variant and genotype are correctYes, homopolymer

5/11/2016 17:14:55 Justin Zook NIST HG001/NA12878 NISTv3.2
2        193407934        .        T        TA        50        PASS        platforms=2;platformnames=CG,Illumina;datasets=2;datasetnames=CGnormal,HiSeqPE300x;callsets=2;callsetnames=CGnormal,HiSeqPE300xGATK;datasetsmissingcall=HiSeqPE300x,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xGATK_filt;arbitrated=TRUE        GT:PS:DP:GQ        0/1:.:365:228

Manual inspection of reads from other sequencing datasets from NA12878, abnormal allele balance in Illumina, CG, Molecule and SOLiDNo This is likely a SSE in multiple technologies or a true variant in a small fraction of the cells as there is evidence for insertion in all technologies.It is unclear Yes, homopolymer

5/11/2016 17:37:54 Justin Zook NIST HG001/NA12878 NISTv3.2
318380321.AAT50PASSplatforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=2;callsetnames=HiSeqPE300xfreebayes,CGnormal;datasetsmissingcall=HiSeqPE300x,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xfreebayes_filt,CS_HiSeqPE300xGATK_filtGT:PS:DP:GQ0/1:.:365:181

Evidence from phasing using pedigree or long/linked readsNo Illumina, SOLiD, CG and Moleculo have small fraction of reads supporting reference however PG calls homozygous variant in NA12878 and heterozygous in NA12877.No, Variant is correct but GIAB genotype is incorrectYes, homopolymer

5/11/2016 17:45:25 Justin Zook NIST HG001/NA12878 NISTv3.2
437191158.CCA50PASSplatforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=3;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK,CGnormal;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xfreebayes_filt,CS_HiSeqPE300xGATK_filtGT:PS:DP:GQ0/1:.:567:309

Manual inspection of reads from other sequencing datasets from NA12878No Variant is only in a small fraction of Illumina and CG reads.No, true call is homozygous referenceYes, homopolymer

5/11/2016 17:51:21 Justin Zook NIST HG001/NA12878 NISTv3.2
4101197879.TA,G50PASSplatforms=3;platformnames=Illumina,CG,Solid;datasets=3;datasetnames=HiSeqPE300x,CGnormal,SolidSE75bp;callsets=4;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK,CGnormal,SolidSE75GATKHC;datasetsmissingcall=IonExome,SolidPE50x50bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xfreebayes_filt,CS_SolidPE50x50GATKHC_filtGT:PS:DP:GQ1|2:.:516:641

Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo PG incorrectly calls homozygous variant. Yes, variant and genotype are correctNo

5/11/2016 18:06:52 Justin Zook NIST HG001/NA12878 NISTv3.2
4119117261.AG50PASSplatforms=2;platformnames=CG,Illumina;datasets=2;datasetnames=CGnormal,HiSeqPE300x;callsets=2;callsetnames=CGnormal,HiSeqPE300xGATK;datasetsmissingcall=HiSeqPE300x,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xfreebayes_filt,CS_HiSeqPE300xGATK_filt,CS_SolidPE50x50GATKHC_filt;arbitrated=TRUEGT:PS:DP:GQ0/1:.:417:218

Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes Confident of homozygous SNP at previous position. This appears to be a true variant in a small fraction of cells.No

5/13/2016 13:43:28 Justin Zook NIST HG001/NA12878 NISTv3.2
4138641605.GGA50PASSplatforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=3;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK,CGnormal;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xfreebayes_filt,CS_SolidPE50x50GATKHC_filtGT:PS:DP:GQ0/1:.:627:221

Manual inspection of reads from other sequencing datasets from NA12878, Evidence from phasing using pedigree or long/linked readsYes True homozygous SNP Homozygous variant in PGv7 and no call for v8.  Not phased properly with heterozygous SNP.  Variant is about 80% of CG and Illumina reads.No, Variant is correct but GIAB genotype is incorrectYes, homopolymer

5/13/2016 13:51:06 Justin Zook NIST HG001/NA12878 NISTv3.2
5        27306485        .        C        CT        50        PASS        platforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=3;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK,CGnormal;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xfreebayes_filt,CS_HiSeqPE300xGATK_filt        GT:PS:DP:GQ        0/1:.:681:280

Manual inspection of reads from other sequencing datasets from NA12878, Evidence from phasing using pedigree or long/linked readsNo Variant only in 10-20% of Illumina and CG reads. No, true call is homozygous referenceYes, homopolymer

5/13/2016 14:15:27 Justin Zook NIST HG001/NA12878 NISTv3.2
583046430.TAT50PASSplatforms=2;platformnames=CG,Illumina;datasets=2;datasetnames=CGnormal,HiSeqPE300x;callsets=2;callsetnames=CGnormal,HiSeqPE300xGATK;datasetsmissingcall=HiSeqPE300x,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xGATK_filt;arbitrated=TRUEGT:PS:DP:GQ0/1:.:379:261

Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo It's in 10-20% of Ilumina, CG and Molecule reads.  Either variant in small fraction of cells or SSE. It is unclear No

5/13/2016 14:24:56 Justin Zook NIST HG001/NA12878 NISTv3.2
584697030.CTC50PASSplatforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=3;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK,CGnormal;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xfreebayes_filt,CS_HiSeqPE300xGATK_filtGT:PS:DP:GQ0/1:.:657:279

Manual inspection of reads from other sequencing datasets from NA12878No Variant only in 10-20% of CG and Illumina reads. No, true call is homozygous referenceYes, homopolymer

5/13/2016 14:37:33 Justin Zook NIST HG001/NA12878 NISTv3.2
6109713384.CCT50PASSplatforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=3;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK,CGnormal;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xfreebayes_filt,CS_HiSeqPE300xGATK_filtGT:PS:DP:GQ0/1:.:552:279

Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo Variant only in 15-30% of Illumina, CG and Moleculo reads.No, true call is homozygous referenceYes, homopolymer

5/13/2016 14:50:20 Justin Zook NIST HG001/NA12878 NISTv3.2
6112769586.AG50PASSplatforms=3;platformnames=Illumina,CG,Solid;datasets=3;datasetnames=HiSeqPE300x,CGnormal,SolidSE75bp;callsets=3;callsetnames=HiSeqPE300xGATK,CGnormal,SolidSE75GATKHC;datasetsmissingcall=HiSeqPE300x,IonExome,SolidPE50x50bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xfreebayes_filt,CS_SolidPE50x50GATKHC_filtGT:PS:DP:GQ0/1:.:396:316

Manual inspection of reads from other sequencing datasets from NA12878No Variant in 85-95% of CG and Illumina reads.  It is unclear No

5/13/2016 15:02:11 Justin Zook NIST HG001/NA12878 NISTv3.2 6        114480340        .        T        G        50        PASS        platforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=2;callsetnames=HiSeqPE300xGATK,CGnormal;datasetsmissingcall=HiSeqPE300x,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xfreebayes_filt,CS_SolidPE50x50GATKHC_filt,CS_SolidSE75GATKHC_filt        GT:PS:DP:GQ        0/1:.:412:243Manual inspection of reads from other sequencing datasets from NA12878No Variant in ~90% of GC, SOLiD and Illumina reads. It is unclear No

5/13/2016 15:47:06 Justin Zook NIST HG001/NA12878 NISTv3.2 6        167245524        .        T        TGATA        50        PASS        platforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_CGnormal_lowcov,CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov        GT:PS:DP:GQ        0/1:.:401:148Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo This was an error in PG7 that was fixed in PG8. Yes, variant and genotype are correctYes, tandem repeat

5/13/2016 15:55:33 Justin Zook NIST HG001/NA12878 NISTv3.2
6168780695.AC50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_CGnormal_lowcov,CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xGATK_filtGT:PS:DP:GQ0/1:.:220:150

Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo Long reads show evidence for duplication. Long and short reads have several variants within this region. It is unclear No

5/13/2016 16:08:09 Justin Zook NIST HG001/NA12878 NISTv3.2
827278795.CTATTTATTTATTTATTTATTTATTCTATTTATTTATTTATTTATT,C50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_CGnormal_lowcov,CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcovGT:PS:DP:GQ2|1:.:343:160

Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes SNP phased with shorter deletion.Error in PG calls Yes, variant and genotype are correctYes, tandem repeat

5/13/2016 16:28:11 Justin Zook NIST HG001/NA12878 NISTv3.2
2143366875.TC.PASSMTD=isaac2GT1|0

Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Illumina has low mapping quality reads with multiple variants and high coverage. PacBio has high coverage and some reads with the same phased variant. Probably a duplication in NA12878. Yes, variant and genotype are correct

5/26/2016 14:24:34 Justin Zook NIST HG001/NA12878 NISTv3.2 842384671.AC50PASSplatforms=3;platformnames=Illumina,CG,Solid;datasets=3;datasetnames=HiSeqPE300x,CGnormal,SolidSE75bp;callsets=4;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK,CGnormal,SolidSE75GATKHC;datasetsmissingcall=IonExome,SolidPE50x50bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcovGT:PS:DP:GQ0/1:.:760:923Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Yes, variant and genotype are correctNo

5/26/2016 14:25:52 Justin Zook NIST HG001/NA12878 NISTv3.2 8114484792.TTGAAA50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_CGnormal_lowcov,CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcovGT:PS:DP:GQ0/1:.:351:160Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Error in PG7 Yes, variant and genotype are correctYes, tandem repeat

5/26/2016 14:26:48 Justin Zook NIST HG001/NA12878 NISTv3.2 987032826.TTTTTA50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_CGnormal_lowcov,CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcovGT:PS:DP:GQ0/1:.:307:160Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Error in PG7 Yes, variant and genotype are correctYes, tandem repeat

5/26/2016 14:27:42 Justin Zook NIST HG001/NA12878 NISTv3.2 1067516838.TTTTTA50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_CGnormal_lowcov,CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcovGT:PS:DP:GQ1/1:.:420:145Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Error in PG7 Yes, variant and genotype are correctYes, tandem repeat

5/26/2016 14:30:15 Justin Zook NIST HG001/NA12878 NISTv3.2 10127738581.CCTGGC50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_CGnormal_lowcov,CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcovGT:PS:DP:GQ0|1:.:249:160Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes Overlapping deletion partial compound het in PG Yes, variant and genotype are correctYes, tandem repeat

5/26/2016 14:33:01 Justin Zook NIST HG001/NA12878 NISTv3.2 11125295399.CTCCAATAACGATCAGAGAGCAGCCACTGTGCCTTGATGGTTTGCCGTGAC50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=1;callsetnames=HiSeqPE300xGATK;datasetsmissingcall=HiSeqPE300x,CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_CGnormal_lowcov,CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xfreebayes_filt;arbitrated=TRUEGT:PS:DP:GQ0/1:.:173:99Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo Partially in high-confidence region Yes, variant and genotype are correct

5/26/2016 14:34:34 Justin Zook NIST HG001/NA12878 NISTv3.2 1910489509.ATATCTTATCTATATCT,A50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_CGnormal_lowcov,CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcovGT:PS:DP:GQ2|1:.:326:160Manual inspection of reads from other sequencing datasets from this genome, Evidence from phasing using pedigree or long/linked readsNo compound het with incorrect length in PG7 Yes, variant and genotype are correctYes, tandem repeat

5/26/2016 20:35:51 Justin Zook NIST HG001/NA12878 NISTv3.2 1153697703.TACT50PASSplatforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=3;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK,CGnormal;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_CGnormal_lowcov,CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_CGnormal_filtGT:PS:DP:GQ1/1:.:552:179Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes nearby compound het in TR Yes, variant and genotype are correctYes, tandem repeat

5/26/2016 20:38:52 Justin Zook NIST HG001/NA12878 NISTv3.2 2229289081.GC50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_CGnormal_lowcov,CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xGATK_filtGT:PS:DP:GQ0/1:.:464:160Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes Many phased nearby variantsProbably true but many nearby variants so possibly a duplicationYes, variant and genotype are correctNo

5/26/2016 20:42:00 Justin Zook NIST HG001/NA12878 NISTv3.2 4118979242.CACTTATGAGCAC50PASSplatforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=3;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK,CGnormal;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcovGT:PS:DP:GQ1/1:.:644:251Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo missing in 2.19 Yes, variant and genotype are correctNo

5/26/2016 20:44:35 Justin Zook NIST HG001/NA12878 NISTv3.2 672011579.GAGAG50PASSplatforms=4;platformnames=Illumina,CG,Ion,Solid;datasets=4;datasetnames=HiSeqPE300x,CGnormal,IonExome,SolidPE50x50bp;callsets=5;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK,CGnormal,IonExomeTVC,SolidPE50x50GATKHC;datasetsmissingcall=SolidSE75bp;lowcov=CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcovGT:PS:DP:GQ0/1:.:822:1075Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo missing in 2.19 Yes, variant and genotype are correctNo

5/26/2016 20:50:21 Justin Zook NIST HG001/NA12878 NISTv3.2 8116818941.GAAGGAAAGAG50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_CGnormal_lowcov,CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xfreebayes_filtGT:PS:DP:GQ1/1:.:573:160Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes Multiple nearby deletions.  One deletion dearby may be incorrect genotype but outside high confidence regionYes, variant and genotype are correctYes, tandem repeat

5/26/2016 20:52:35 Justin Zook NIST HG001/NA12878 NISTv3.2 1113069952.GC50PASSplatforms=3;platformnames=Illumina,CG,Solid;datasets=4;datasetnames=HiSeqPE300x,CGnormal,SolidPE50x50bp,SolidSE75bp;callsets=5;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK,CGnormal,SolidPE50x50GATKHC,SolidSE75GATKHC;datasetsmissingcall=IonExome;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_SolidPE50x50GATKHC_filtGT:PS:DP:GQ1|1:.:781:440Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes multiple nearby homozygous SNPsmissed in 2.19 Yes, variant and genotype are correctNo

5/26/2016 20:56:08 Justin Zook NIST HG001/NA12878 NISTv3.2 12121087853.TGCT50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=1;callsetnames=HiSeqPE300xGATK;datasetsmissingcall=HiSeqPE300x,CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_CGnormal_lowcov,CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xfreebayes_filt;arbitrated=TRUEGT:PS:DP:GQ0/1:.:172:99Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes phased SNP and del partially excluded in 2.19 Yes, variant and genotype are correctNo

5/26/2016 20:58:59 Justin Zook NIST HG001/NA12878 NISTv3.2 1680203808.ACATAAAATTATAGCACAATGA50PASSplatforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=3;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK,CGnormal;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_CGnormal_filtGT:PS:DP:GQ0/1:.:668:1111Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo phased SNP ~60bp away Yes, variant and genotype are correctNo

5/26/2016 21:01:05 Justin Zook NIST HG001/NA12878 NISTv3.2 2245514995.CATC50PASSplatforms=3;platformnames=Illumina,CG,Solid;datasets=3;datasetnames=HiSeqPE300x,CGnormal,SolidSE75bp;callsets=4;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK,CGnormal,SolidSE75GATKHC;datasetsmissingcall=IonExome,SolidPE50x50bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_SolidSE75GATKHC_filtGT:PS:DP:GQ1/1:.:487:211Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Yes, variant and genotype are correctNo

5/26/2016 21:03:19 Justin Zook NIST HG001/NA12878 NISTv3.2 X151572041.CGTCGTGT,C50PASSplatforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=3;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK,CGnormal;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;lowcov=CS_IonExomeTVC_lowcov,CS_SolidPE50x50GATKHC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_CGnormal_filtGT:PS:DP:GQ2|1:.:465:219Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo error in 2.19 Yes, variant and genotype are correct

5/26/2016 21:07:23 Justin Zook NIST HG001/NA12878 NISTv2.19 139563402.AGA8804PASSDPSum=619;HRun=0;HapNoVar=0;NoPLTot=10;PLCG=386,386,386,65,386,0;PLHSWG=1114,1114,1114,179,1114,0;PLILL250=298,298,298,51,298,0;PLILLCLIA=1231,1231,1231,197,1231,0;PLILLWG=457,457,457,68,457,0;PLIllPCRFree=757,757,757,129,757,0;PLIonEx=13,13,13,3,13,0;PLNCIIonWG=33,33,33,0,33,0;PLPlatGen=3859,3859,3859,634,3859,0;PLXIll=533,533,533,79,533,0;PLXPSolWGLS=123,123,123,10,123,0;PLminsum=1415;PLminsumOverDP=2.29;RPA=14,15,16;RU=A;TrancheABQDmin2=95;TrancheAlignmin2=90;TrancheMapmin2=0;TrancheSSEmin2=0;YesPLtot=0;allalts=AA,A;datasetcalls=11;geno=3;genoMapGood=0;platformbias=ill,ion,cg;platformnames=ill,cg,ion;platforms=3;varType=INDELGT:DP:GQ:PL1/1:619:1415:8804,1415,0Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo SNP correct in 3.2 No, true call is missing from GIAB calls or both variant and genotype are incorrectNo

5/26/2016 21:13:33 Justin Zook NIST HG001/NA12878 NISTv2.19 281081493.ATCTCA6944PASSDPSum=471;HRun=0;HapNoVar=0;NoPLTot=0;PLCG=138,10,0;PLHSWG=659,88,0;PLILL250=589,59,0;PLILLCLIA=311,24,0;PLILLWG=96,9,0;PLIllPCRFree=1076,117,0;PLNCIIonWG=0,5,17;PLPlatGen=3811,418,0;PLXIll=195,23,0;PLXPSolWGLS=86,6,0;PLminsum=742;PLminsumOverDP=1.58;RPA=8,6;RU=TC;TrancheABQDmin2=0;TrancheAlignmin2=0;TrancheMapmin2=0;TrancheSSEmin2=0;YesPLtot=6;allalts=A;datasetcalls=10;geno=3;genoMapGood=6;platformbias=none;platformnames=ill;platforms=1;varType=INDELGT:DP:GQ:PL1/1:471:742:6961,759,17Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes error in 2.19 due to variants in adjacent TRs No, true call is homozygous referenceYes, tandem repeat

5/26/2016 21:23:42 Justin Zook NIST HG001/NA12878 NISTv2.19 3127735960.TGAGACAGAGT1787PASSDPSum=259;HRun=2;HapNoVar=0;NoPLTot=0;PLILLCLIA=216,0,2467;PLIllPCRFree=271,0,3117;PLPlatGen=1300,0,12199;PLminsum=1787;PLminsumOverDP=6.9;TrancheABQDmin2=0;TrancheAlignmin2=0;TrancheMapmin2=0;TrancheSSEmin2=90;YesPLtot=3;allalts=T;datasetcalls=3;geno=2;genoMapGood=3;platformbias=none;platformnames=ill;platforms=1;varType=INDELGT:DP:GQ:PL0/1:259:1787:1787,0,17783Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesI don't know next to long T homopolymer. Deletion is not in PacBioNo, true call is homozygous referenceYes, homopolymer

5/26/2016 21:27:00 Justin Zook NIST HG001/NA12878 NISTv2.19 482007747.GTAATAAG3431PASSDPSum=552;HRun=0;HapNoVar=0;NoPLTot=0;PL454WG=72,0,303;PLHSWG=189,0,1513;PLILL250=261,0,1071;PLILLCLIA=270,0,713;PLILLWG=125,0,65;PLIllPCRFree=441,0,602;PLNCIIonWG=3,0,291;PLPlatGen=2008,0,3329;PLXIll=62,0,599;PLminsum=3431;PLminsumOverDP=6.22;RPA=7,5;RU=TAA;TrancheABQDmin2=0;TrancheAlignmin2=0;TrancheMapmin2=0;TrancheSSEmin2=0;YesPLtot=8;allalts=G;datasetcalls=9;geno=2;genoMapGood=8;platformbias=none;platformnames=ill,454;platforms=2;varType=INDELGT:DP:GQ:PL0/1:552:3431:3431,0,8486Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes error in 2.19. Near true het and hom SNP No, true call is missing from GIAB calls or both variant and genotype are incorrect

5/26/2016 21:36:49 Justin Zook NIST HG001/NA12878 NISTv2.19 6102743484.TC3201PASSDPSum=407;HRun=2;HapNoVar=0;NoCG;NoPLTot=1;PL454WG=67,0,257;PLCG=0,48,956;PLHSWG=215,0,1048;PLILL250=128,0,775;PLILLCLIA=947,0,957;PLILLWG=0,39,428;PLIllPCRFree=98,0,1006;PLPlatGen=1546,0,2986;PLXIll=251,0,442;PLXPSolWGLS=0,12,149;PLminsum=3201;PLminsumOverDP=7.86;TrancheABQDmin2=90;TrancheAlignmin2=90;TrancheMapmin2=90;TrancheSSEmin2=0;YesPLtot=7;allalts=C;datasetcalls=10;geno=2;genoMapGood=7;platformbias=none;platformnames=ill,454;platforms=2;varType=SNPGT:DP:GQ:PL0/1:407:3201:3252,51,8048Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes Looks likely to be an SV.  Is not excluded by high confidence bed in 3.2 or 2.19It is unclear

6/17/2016 16:54:22 Justin Zook HG002/AJ Son NISTv3.2.2

1       1661704 .       A       G       .       .       BS=1661704;Regions=CONF,
map_siren       GT:QQ:BD:BK:BI:BVT:BLT  .:.:.:.:.:NOCALL:nocall 0/1:232.77:FP:.:
ti:SNP:het Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesI don't know Difficult to map region but likely true since in pacbio No, true call is missing from GIAB calls or both variant and genotype are incorrectNo

6/17/2016 16:56:04 Justin Zook HG002/AJ Son NISTv3.2.2

1       1677120 .       A       C       .       .       BS=1677120;Regions=CONF,
lowcmp_Human_Full_Genome_TRDB_hg19_150331,lowcmp_Human_Full_Genome_TRDB_hg19_150
331_all_merged,map_l100_m1_e0,map_l100_m2_e0,map_l100_m2_e1,map_l125_m1_e0,map_l
125_m2_e0,map_l125_m2_e1,map_siren      GT:QQ:BD:BK:BI:BVT:BLT  .:.:.:.:.:NOCALL
:nocall 1/1:76.77:FP:.:tv:SNP:het Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesI don't know Clear evidence in pacbio - likely hom var but possibly hetNo, true call is missing from GIAB calls or both variant and genotype are incorrectNo

6/17/2016 16:57:15 Justin Zook HG002/AJ Son NISTv3.2.2

1       2050152 .       C       CTG,CTGTGTGTG   .       .       BS=2050153;Regio
ns=CONF,HG002compoundhet        GT:BD:BK:BI:QQ:BVT:BLT  1|2:FN:am:i1_5,i6_15:.:I
NDEL:hetalt Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes SNP in father nearby not inherited Yes, variant and genotype are correctYes, tandem repeat

6/17/2016 16:58:23 Justin Zook HG002/AJ Son NISTv3.2.2
1       2563532 .       A       C       .       .       BS=2563532;Regions=CONF 
GT:QQ:BD:BK:BI:BVT:BLT  0/0 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes More FPs in poly-C Yes, variant and genotype are correctYes, homopolymer

11/9/2016 16:10:10 Justin Zook HG001/NA12878 NISTv3.3.2 17667459.GGTGGA.PASSMTD=isaac_strelka,bwa_freebayes,bwa_platypus,bwa_gatk;KM=12.14;KFP=0;KFF=0GT1|0 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo No, true call is missing from GIAB calls or both variant and genotype are incorrectYes, tandem repeat
11/9/2016 16:14:19 JZ HG001/NA12878 NISTv3.3.2 140283025.GA.PASSMTD=isaac_strelka,bwa_freebayes,bwa_gatk;KM=5.00;KFP=0;KFF=0GT0|1 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo low frequency variant in one 10X haplotype and in pacbio.  Inherited correctly in PG, so unclear what is happeningIt is unclear No
11/9/2016 16:16:26 JZ HG001/NA12878 NISTv3.3.2 163644380.AATATATC,ATATATCTATATC50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes;datasetsmissingcall=CGnormal,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ1|2:.:331:0,79,91:0,79,91:99Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Yes, variant and genotype are correctYes, tandem repeat
11/9/2016 16:53:35 JZ HG001/NA12878 NISTv3.3.2 176807290.TTTTCTTTCTTTTCTTTCTTTCTTTC,T50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_51to200bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ2|1:.:257:0,71,70:0,71,70:198Manual inspection of reads from other sequencing datasets from this genomeNo mis-genotype in PG Yes, variant and genotype are correctYes, tandem repeat
11/9/2016 16:55:47 JZ HG001/NA12878 NISTv3.3.2 1105751350.TTTAAA50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ0/1:.:345:76,99:76,99:198Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo FN in PG Yes, variant and genotype are correctYes, tandem repeat
11/9/2016 17:00:11 JZ HG001/NA12878 NISTv3.3.2 1110622663.AATCTATTCTAT50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_HiSeqPE300xfreebayes_filt;difficultregion=AllRepeats_51to200bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ0/1:.:172:50,38:50,38:198Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo Likely true but another del and ins 100 and 200bp downstream, also in TRsYes, variant and genotype are correctYes, tandem repeat
11/9/2016 17:02:40 JZ HG001/NA12878 NISTv3.3.2 1242554329.TTA50PASSplatforms=2;platformnames=CG,Illumina;datasets=2;datasetnames=CGnormal,HiSeqPE300x;callsets=2;callsetnames=CGnormal,HiSeqPE300xfreebayes;datasetsmissingcall=HiSeqPE300x,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_CGnormal_callable;filt=CS_HiSeqPE300xfreebayes_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ0/1:.:274:32,14:32,14:124Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo in one haplotype of 10X and CG, so seems likely to be correct, though not in many illumina readsYes, variant and genotype are correctYes, homopolymer
11/9/2016 17:04:58 JZ HG001/NA12878 NISTv3.3.2 26810453rs376388976GGTG50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ1/1:.:385:1,186:1,186:198Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo miscalled 4bp del in PG Yes, variant and genotype are correctYes, tandem repeat
11/9/2016 17:06:33 JZ HG001/NA12878 NISTv3.3.2 246904585.GTG50PASSplatforms=3;platformnames=Illumina,CG,10X;datasets=3;datasetnames=HiSeqPE300x,CGnormal,10XChromium;callsets=4;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callableGT:PS:DP:ADALL:AD:GQ0/1:.:674:152,159:175,175:394Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo FN in PG Yes, variant and genotype are correctNo
11/9/2016 17:08:18 JZ HG001/NA12878 NISTv3.3.2 2172123774rs57883612GGTC50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_10XGATKhaplo_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ0/1:.:421:101,102:101,102:198Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo called a del in PG Yes, variant and genotype are correctYes, tandem repeat
11/9/2016 17:11:21 JZ HG001/NA12878 NISTv3.3.2 2137019290.CT.PASSMTD=bwa_freebayes;KM=14.40;KFP=0;KFF=0GT0/0 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo appears to be FP in PG due to mapping error. not in PacBio and 10X reads with variant are discordantYes, variant and genotype are correctNo
11/9/2016 17:14:54 JZ HG001/NA12878 NISTv3.3.2 2143366875.TC.PASSMTD=isaac_strelka;KM=1.80;KFP=2;KFF=0GT0/0 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes multiple phased SNPs in Pacbio reads with this variant and Pacbio has high coverageLikely a CNV or mapping error based on pacbio high covYes, variant and genotype are correctNo
11/9/2016 17:21:43 JZ HG001/NA12878 NISTv3.3.2 2159243800.TTATCTAT.PASSMTD=isaac_strelka,bwa_freebayes,bwa_platypus,bwa_gatk;KM=12.62;KFP=0;KFF=0GT1|1 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo FN in CG and other callsets are "not callable" No, true call is missing from GIAB calls or both variant and genotype are incorrectYes, tandem repeat
11/9/2016 17:24:12 JZ HG001/NA12878 NISTv3.3.2 2193407934.TTA50PASSplatforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=2;callsetnames=HiSeqPE300xGATK,CGnormal;datasetsmissingcall=HiSeqPE300x,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable;filt=CS_HiSeqPE300xGATK_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ0/1:.:365:285,36:35,9:228Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo In low fraction of illumina and CG reads but in all reads from one 10X HP so seems likely to be trueYes, variant and genotype are correctYes, homopolymer
11/9/2016 17:28:10 JZ HG001/NA12878 NISTv3.3.2 2207404940.TACACACACACACACACACACTACACACACACACACACACACACACACAC,T50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_HiSeqPE300xfreebayes_filt;difficultregion=AllRepeats_51to200bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ2|1:.:201:0,21,91:0,21,91:198Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo PG calls compound del instead of del/ins Yes, variant and genotype are correctYes, tandem repeat
11/9/2016 17:30:31 JZ HG001/NA12878 NISTv3.3.2 2240521404.CATTCATTAC.PASSMTD=isaac_strelka,bwa_gatk;KM=24.92;KFP=0;KFF=0GT1|1 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo FN from CG and other callsets "not callable" No, true call is missing from GIAB calls or both variant and genotype are incorrectYes, tandem repeat
11/9/2016 17:33:37 JZ HG001/NA12878 NISTv3.3.2 2241529084.TG.PASSMTD=bwa_freebayes;KM=3.80;KFP=0;KFF=1GT0/0 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes nearby true SNP Likely a GGT SSE that inherits properly in PG due to nearby SNP in homopolymerYes, variant and genotype are correctYes, homopolymer
11/9/2016 20:23:01 JZ HG001/NA12878 NISTv3.3.2 314706745.TTATTG.PASSMTD=bwa_platypus;KM=11.44;KFP=0;KFF=0GT0/0 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes PG double-calls insertion Yes, variant and genotype are correctYes, tandem repeat
11/9/2016 20:26:09 JZ HG001/NA12878 NISTv3.3.2 329623640.TTATAG,TATAGATAG50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes;datasetsmissingcall=CGnormal,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ1|2:.:396:0,116,86:0,116,86:99Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo Erroneous del/ins compound het in PG when actually compound insYes, variant and genotype are correctYes, tandem repeat
11/10/2016 9:01:23 JZ HG001/NA12878 NISTv3.3.2 396651621.TG50PASSplatforms=3;platformnames=10X,Illumina,CG;datasets=3;datasetnames=10XChromium,HiSeqPE300x,CGnormal;callsets=3;callsetnames=10XGATKhaplo,HiSeqPE300xGATK,CGnormal;datasetsmissingcall=HiSeqPE300x,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable,CS_10XGATKhaplo_callable;filt=CS_HiSeqPE300xGATK_filt,CS_CGnormal_filt;arbitrated=TRUEGT:PS:DP:ADALL:AD:GQ0/1:.:438:396,42:0,0:283Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Clearly on one haplotype in 10X, but low allele freq in Illumina and CGYes, variant and genotype are correctNo
11/10/2016 9:03:10 JZ HG001/NA12878 NISTv3.3.2 3115421463.TG.PASSMTD=cortex;KM=4.57;KFP=0;KFF=0GT0/0 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Appears to be FP from cortex in PG Yes, variant and genotype are correctNo
11/10/2016 9:11:09 JZ HG001/NA12878 NISTv3.3.2 3195429269.CG.PASSMTD=cgi,bwa_freebayes,bwa_gatk;KM=14.00;KFP=0;KFF=0GT1|0 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Another SNP 60bp away on opposite haplotype, and there seems to be 3 haplotypes in this region since 10X has the SNP 195429269 on some HP2 reads, and other techs also have it on a fraction of the reads that don't have the SNP 60bp away.  Not sure why this would inherit properly, but maybe a de novo mutation in the germline?It is unclear No
11/10/2016 9:51:19 JZ HG001/NA12878 NISTv3.3.2 379104110.GC50PASSplatforms=1;platformnames=10X;datasets=1;datasetnames=10XChromium;callsets=1;callsetnames=10XGATKhaplo;datasetsmissingcall=HiSeqPE300x,CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_10XGATKhaplo_callable;difficultregion=mm-2-mergedGT:PS:DP:ADALL:AD:GQ0/1:.:0:0,0:0,0:99Evidence from phasing using pedigree or long/linked readsNo Clearly on one HP in 10X, but not in other data, so unclear - maybe a case of 10X correcting an alignment? Or maybe an error in 10X mapping/phasing? Nothing looks abnormal in 10X data in the regionIt is unclear No

11/18/2016 21:05:01 JZ HG001/NA12878 NISTv3.3.2 437191158.CCA50PASSplatforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=3;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes;datasetsmissingcall=10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable;filt=CS_HiSeqPE300xGATK_filt,CS_HiSeqPE300xfreebayes_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ0/1:.:567:220,32:41,11:248Manual inspection of reads from your assay, Evidence from phasing using pedigree or long/linked readsNo low fraction in illumina and CG. In one 10X haplotype but other haplotype has some reads with the insertion and some refIt is unclear Yes, homopolymer
11/18/2016 21:06:59 JZ HG001/NA12878 NISTv3.3.2 4163269323rs35776072TAT50PASSplatforms=3;platformnames=Illumina,CG,Solid;datasets=3;datasetnames=HiSeqPE300x,CGnormal,SolidPE50x50bp;callsets=4;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,SolidPE50x50GATKHC;datasetsmissingcall=10XChromium,IonExome,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callableGT:PS:DP:ADALL:AD:GQ0/1:.:815:204,171:239,201:866Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Erroneously called 2bp del in PG Yes, variant and genotype are correctYes, homopolymer
11/18/2016 21:09:46 JZ HG001/NA12878 NISTv3.3.2 4174513732rs147065183AACACACACA50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_HiSeqPE300xfreebayes_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ1/1:.:281:0,142:0,142:198Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo PG erroneously calls del of 2 extra bp Yes, variant and genotype are correctYes, tandem repeat
11/18/2016 21:14:11 JZ HG001/NA12878 NISTv3.3.2 58295076rs34654973TTG50PASSplatforms=3;platformnames=Illumina,CG,Solid;datasets=4;datasetnames=HiSeqPE300x,CGnormal,SolidPE50x50bp,SolidSE75bp;callsets=5;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,SolidPE50x50GATKHC,SolidSE75GATKHC;datasetsmissingcall=10XChromium,IonExome;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ1|0:8295075_AT_A:622:146,143:170,172:981Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes Preceding base deleted on opposite haplotype (called by PG, unlike this one)PG only calls del, not ins, at compound het Yes, variant and genotype are correctYes, homopolymer
11/18/2016 21:20:01 JZ HG001/NA12878 NISTv3.3.2 58490808.GTTTGT,G50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes;datasetsmissingcall=CGnormal,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_HiSeqPE300xfreebayes_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5GT:PS:DP:ADALL:AD:GQ2|1:.:272:0,91,24:0,91,24:99Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Very long homopolymer - looks likely to be compound het, and 10X haplotypes seem to be different but noisy.  PG platypus is homvar, so looking at all family members might help elucidate correct callIt is unclear Yes, homopolymer
11/18/2016 21:23:01 JZ HG001/NA12878 NISTv3.3.2 527306485.CCT50PASSplatforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=3;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes;datasetsmissingcall=10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable;filt=CS_HiSeqPE300xGATK_filt,CS_HiSeqPE300xfreebayes_filtGT:PS:DP:ADALL:AD:GQ0/1:.:681:273,37:44,12:233Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Clearly in one 10X haplotype, though strange that it's a low allele fraction for Illumina and CGYes, variant and genotype are correctYes, homopolymer
11/18/2016 21:27:15 JZ HG001/NA12878 NISTv3.3.2 5176131597rs55863842CT50PASSplatforms=3;platformnames=Illumina,CG,10X;datasets=3;datasetnames=HiSeqPE300x,CGnormal,10XChromium;callsets=4;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_CGnormal_filt;difficultregion=AllRepeats_51to200bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ0/1:.:638:198,184:136,110:365Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes Looks like PG mis-calls SNP in long TR as a deletion of one long unit of the TR, since pacbio reads don't have evidence for a long delYes, variant and genotype are correctYes, tandem repeat
11/18/2016 21:29:33 JZ HG001/NA12878 NISTv3.3.2 5178293175.CCT.PASSMTD=bwa_gatk;KM=8.38;KFP=0;KFF=0GT0/0 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Not in 10X, and only in discordantly mapped reads in illumina, so likely mapping errorYes, variant and genotype are correctNo
11/18/2016 21:33:57 JZ HG001/NA12878 NISTv3.3.2 624582702rs72007936CTC50PASSplatforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=3;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes;datasetsmissingcall=10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5GT:PS:DP:ADALL:AD:GQ0/1:.:547:130,151:115,137:242Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo In illumina and CG at normal freq and in one 10X haplotypeYes, variant and genotype are correctYes, homopolymer
11/18/2016 21:41:53 JZ HG001/NA12878 NISTv3.3.2 650687160rs3835215GGAGAA50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=1;callsetnames=HiSeqPE300xGATK;datasetsmissingcall=CGnormal,HiSeqPE300x,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_51to200bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ0|1:50687160_G_GAGAA:126:63,63:63,63:99Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo There is another larger insertion ~60bp downstream at the other end of this TR, which is low confidence in 3.3.2 and missed in PG (PG calls wrong compound het here).  Ideally, we might exclude the whole region, though the other event seems to align best at the other end of the imperfect TRYes, variant and genotype are correctYes, tandem repeat
11/18/2016 21:43:18 JZ HG001/NA12878 NISTv3.3.2 653028051rs70980809CAATAAAATAAC50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_51to200bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5GT:PS:DP:ADALL:AD:GQ1/1:.:332:0,189:0,189:198Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo PG calls too long of a del Yes, variant and genotype are correctYes, tandem repeat
11/18/2016 21:45:28 JZ HG001/NA12878 NISTv3.3.2 681915349.TTCCAATATAGAACAATGACATGTTCTATATTAATCTAT50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=1;callsetnames=HiSeqPE300xGATK;datasetsmissingcall=CGnormal,HiSeqPE300x,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_51to200bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ0/1:.:166:119,47:119,47:99Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo No clear evidence in short reads but seems to be correct based on PB, and likely in long TRYes, variant and genotype are correctYes, tandem repeat
12/8/2016 14:14:51 JZ HG001/NA12878 NISTv3.3.2 6109713384.CCT50PASSplatforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=3;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes;datasetsmissingcall=10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable;filt=CS_HiSeqPE300xGATK_filt,CS_HiSeqPE300xfreebayes_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ0/1:.:552:202,36:40,16:234Manual inspection of reads from other sequencing datasets from this genomeNo In 10-20% of Ill and CG reads at 10bp homopol.  likely de novo or SSEIt is unclear Yes, homopolymer
12/8/2016 14:17:44 JZ HG001/NA12878 NISTv3.3.2 6167245524rs202168257TTGATA50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ0/1:.:401:101,102:101,102:198Manual inspection of reads from other sequencing datasets from this genome, Evidence from phasing using pedigree or long/linked readsNo erroneous del in PG Yes, variant and genotype are correctYes, tandem repeat
12/8/2016 14:21:17 JZ HG001/NA12878 NISTv3.3.2 6167605939.GA.PASSMTD=bwa_freebayes;KM=4.88;KFP=0;KFF=0GT0/0 Manual inspection of reads from other sequencing datasets from this genome, Evidence from phasing using pedigree or long/linked readsNo variant in low MQ reads from Ill and unphased reads from 10X, so likely mapping error in PG.  In pacbio, but very high coverageYes, variant and genotype are correctNo
12/8/2016 14:26:55 JZ HG001/NA12878 NISTv3.3.2 827278795.CTATTTATTTATTTATTTATTTATTCTATTTATTTATTTATTTATT,C50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ2|1:.:343:0,102,102:0,102,102:198Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes phased snp downstream Partial call from PG Yes, variant and genotype are correctYes, tandem repeat
12/8/2016 14:31:52 JZ HG001/NA12878 NISTv3.3.2 82268267.CG.PASSMTD=bwa_freebayes,bwa_gatk;KM=10.40;KFP=0;KFF=0GT0/0 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Only in unphased 10X reads, and in low frac of PacBio and Illumina with higher than normal cov, so likely a mapping errorYes, variant and genotype are correctNo
12/8/2016 14:35:02 JZ HG001/NA12878 NISTv3.3.2 838142735rs7823681TC50PASSplatforms=3;platformnames=Illumina,CG,10X;datasets=3;datasetnames=HiSeqPE300x,CGnormal,10XChromium;callsets=4;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_CGnormal_filt;difficultregion=AllRepeats_51to200bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ0/1:.:743:204,214:159,164:468Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Erroneously called a del in long TR in PG Yes, variant and genotype are correctYes, tandem repeat
12/8/2016 14:51:12 JZ HG001/NA12878 NISTv3.3.2 842384671rs72643247AC50PASSplatforms=4;platformnames=Illumina,CG,10X,Solid;datasets=4;datasetnames=HiSeqPE300x,CGnormal,10XChromium,SolidSE75bp;callsets=5;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,10XGATKhaplo,SolidSE75GATKHC;datasetsmissingcall=IonExome,SolidPE50x50bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callableGT:PS:DP:ADALL:AD:GQ0/1:.:760:167,180:203,212:961Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Not sure why this is missed by PG Yes, variant and genotype are correctNo
12/8/2016 14:53:50 JZ HG001/NA12878 NISTv3.3.2 850773938.TTTCCT50PASSplatforms=3;platformnames=Illumina,10X,Solid;datasets=3;datasetnames=HiSeqPE300x,10XChromium,SolidSE75bp;callsets=4;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo,SolidSE75GATKHC;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=SimpleRepeat_imperfecthomopolgt10_slop5:SimpleRepeat_imperfecthomopolgt10_slop5GT:PS:DP:ADALL:AD:GQ0/1:.:663:184,152:177,147:297Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Erroneously called larger del in PG Yes, variant and genotype are correctYes, tandem repeat
12/8/2016 14:56:09 JZ HG001/NA12878 NISTv3.3.2 8114484792rs142439420TTGAAA50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes;datasetsmissingcall=CGnormal,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_51to200bp_gt95identity_merged_slop5,AllRepeats_lt51bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ0/1:.:351:92,81:92,81:99Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Erroneous del in PG Yes, variant and genotype are correctYes, tandem repeat
12/8/2016 14:57:30 JZ HG001/NA12878 NISTv3.3.2 987032826rs5898857TTTTTA50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ0/1:.:307:73,78:73,78:198Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Erroneous del in PG Yes, variant and genotype are correctYes, tandem repeat
12/8/2016 15:04:11 JZ HG001/NA12878 NISTv3.3.2 9116106911rs59280241TTC50PASSplatforms=3;platformnames=Illumina,CG,10X;datasets=3;datasetnames=HiSeqPE300x,CGnormal,10XChromium;callsets=4;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ0/1:.:638:131,131:190,187:908Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Clear ins in 8bp homopolymer missed by PG. In 50% of Illumina and CG reads and in one 10X HPYes, variant and genotype are correctYes, homopolymer

12/13/2016 16:50:37 JZ HG001/NA12878 NISTv3.3.2 1067516838rs142083711TTTTTA50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes;datasetsmissingcall=CGnormal,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ1/1:.:420:0,222:0,222:99Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Missed by PG - unclear why Yes, variant and genotype are correctYes, tandem repeat
12/13/2016 16:52:32 JZ HG001/NA12878 NISTv3.3.2 1091179118.CTC50PASSplatforms=3;platformnames=Illumina,CG,10X;datasets=3;datasetnames=HiSeqPE300x,CGnormal,10XChromium;callsets=4;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5GT:PS:DP:ADALL:AD:GQ0/1:.:764:197,210:168,183:546Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Missed by PG Yes, variant and genotype are correctYes, homopolymer
12/13/2016 16:53:58 JZ HG001/NA12878 NISTv3.3.2 1092299647rs146334425AAT50PASSplatforms=3;platformnames=Illumina,CG,10X;datasets=3;datasetnames=HiSeqPE300x,CGnormal,10XChromium;callsets=4;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ0/1:.:688:148,166:172,192:416Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Missed by PG Yes, variant and genotype are correctYes, homopolymer
12/13/2016 17:10:42 JZ HG001/NA12878 NISTv3.3.2 1098163178.TC.PASSMTD=bwa_freebayes;KM=7.88;KFP=0;KFF=0GT0/0 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Appears to be a mapping error in PG since not in PacBIo and only in unphased discordant/low MQ 10X readsYes, variant and genotype are correctNo
12/13/2016 17:12:26 JZ HG001/NA12878 NISTv3.3.2 10106168859.TAATA,T50PASSplatforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=3;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes;datasetsmissingcall=10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_CGnormal_filt,CS_HiSeqPE300xfreebayes_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5GT:PS:DP:ADALL:AD:GQ2|1:.:609:26,246,40:0,241,40:146Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo partial compound het in PG Yes, variant and genotype are correctYes, homopolymer
12/13/2016 17:14:01 JZ HG001/NA12878 NISTv3.3.2 10131251852rs3036418CCAC50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_10XGATKhaplo_filt,CS_SolidSE75GATKHC_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:PS:DP:ADALL:AD:GQ1/1:.:379:0,187:0,187:198Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Missed in PG Yes, variant and genotype are correctYes, tandem repeat
12/13/2016 17:20:45 JZ HG001/NA12878 NISTv3.3.2 1145077445.TTAT.PASSMTD=isaac_strelka,bwa_freebayes,bwa_gatk;KM=7.50;KFP=0;KFF=0GT0|1 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes phased SNP upstream Error FN from CG in GIAB 3.3.2.  In TRlt51bp No, true call is missing from GIAB calls or both variant and genotype are incorrectYes, tandem repeat
12/13/2016 17:24:01 JZ HG001/NA12878 NISTv3.3.2 1170385069.AC.PASSMTD=bwa_freebayes;KM=9.00;KFP=0;KFF=0GT0/0 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes SNP upstream Appears to be a GGT SSE in the PG calls - maybe inherits properly due to true SNP upstream?Yes, variant and genotype are correctNo

12/13/2016 17:27:11 JZ HG001/NA12878 NISTv3.3.2

1271332502.GA.PASSMTD=bwa_freebayes;KM=11.43;KFP=0;KFF=0GT0/0
1271332508.AGA.PASSMTD=bwa_freebayes;KM=12.43;KFP=0;KFF=0GT0/0
1271332521.CATC.PASSMTD=bwa_freebayes;KM=12.14;KFP=0;KFF=0GT0/0 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes PG finds lots of FP variants in small region, but no likely true varianstThese 3 variants are probably mapping errors in PG since not in 10X haplotypes or pacbioYes, variant and genotype are correctNo

12/13/2016 17:29:55 JZ HG001/NA12878 NISTv3.3.2 1279853553.GA.PASSMTD=bwa_freebayes,bwa_gatk;KM=14.71;KFP=0;KFF=0GT0/0 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes PG finds 3 variants in this region that have no evidence in 10X haplotypes or PBPG finds 3 variants in this region that have no evidence in 10X haplotypes or PBYes, variant and genotype are correctNo
12/13/2016 17:31:37 JZ HG001/NA12878 NISTv3.3.2 12110707073.AC.PASSMTD=bwa_freebayes;KM=2.33;KFP=1;KFF=1GT0/0 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo No evidence in either 10X haplotype or pacbio, so likely PG errorYes, variant and genotype are correctNo
12/13/2016 17:38:44 JZ HG001/NA12878 NISTv3.3.2 1336952876rs71663534TTTTTCT50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_HiSeqPE300xfreebayes_filt;difficultregion=AllRepeats_51to200bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5GT:PS:DP:ADALL:AD:GQ1/1:.:261:0,141:0,141:198Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo PG erroneously calls larger del Yes, variant and genotype are correctYes, tandem repeat
12/13/2016 17:41:14 JZ HG001/NA12878 NISTv3.3.2 13110455934rs56331139CCT50PASSplatforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=3;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes;datasetsmissingcall=10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable;filt=CS_10XGATKhaplo_filtGT:PS:DP:ADALL:AD:GQ1|0:110455927_TAAAAACC_T:637:143,127:194,163:1415Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes PG correctly calls del on other haplotype but misses this insPG correctly calls del on other haplotype but misses this insYes, variant and genotype are correctYes, homopolymer
12/13/2016 17:43:02 JZ HG001/NA12878 NISTv3.3.2 1381387475.GA.PASSMTD=bwa_freebayes;KM=1.40;KFP=1;KFF=0GT0/0 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo PG calls this and SNP 100bp downstream but no evidence in 10X or pacbio for theseYes, variant and genotype are correctNo
12/14/2016 13:03:08 JZ HG001/NA12878 NISTv3.3.2 1425076753.GT.PASSMTD=bwa_freebayes,bwa_gatk;KM=8.00;KFP=0;KFF=0GT0/0 Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes Multiple likely FP SNPs in this region from PGMultiple likely FP SNPs in this region from PG; not in long reads; in half of 10X HP2 reads, most of which were mapped discordantly; likely SNPs from duplicated sequence in same regionYes, variant and genotype are correctNo
12/14/2016 13:13:33 JZ HG001/NA12878 NISTv3.3.2 1683952175.CCAGG50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=1;callsetnames=HiSeqPE300xfreebayes;datasetsmissingcall=HiSeqPE300x,CGnormal,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xfreebayes_callableGT:PS:DP:ADALL:AD:GQ0/1:.:260:0,0:0,0:160Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes It appears that it may actually be a complex SV in moleculoMoleculo reads have a large complex set of deletions in some reads, which may be misaligned as a series of insertions with short reads.  PacBio strangely doesn't have any support for either of these, but only ~4 reads cross the region.It is unclear No
12/14/2016 13:15:58 JZ HG001/NA12878 NISTv3.3.2 1686927986.AC.PASSMTD=bwa_freebayes;KM=7.00;KFP=0;KFF=1GT0/0 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo Probably a GGT SSE in illumina and PG, but unclear why it would inherit, so could also be a mapping error. Not in pacbio or moleculoYes, variant and genotype are correctNo
12/14/2016 13:21:00 JZ HG001/NA12878 NISTv3.3.2 189866565rs6506711CT50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_HiSeqPE300xfreebayes_callable,CS_10XGATKhaplo_callableGT:PS:DP:ADALL:AD:GQ0/1:.:352:69,95:69,95:198Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo PG calls a large del instead of a SNP, likely due to a long unit TR here. Only SNP in pacbio.  moleculo has the large del or the SNP or no variants, so it is likely sometimes misassembling the reads as a large delYes, variant and genotype are correctPossibly a long unit TR
12/14/2016 13:22:35 JZ HG001/NA12878 NISTv3.3.2 1835077388.GA.PASSMTD=bwa_freebayes;KM=5.91;KFP=0;KFF=0GT0/0 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Likely FP in PG since no evidence in 10X, pacbio, or moleculoYes, variant and genotype are correctNo
12/14/2016 13:27:03 JZ HG001/NA12878 NISTv3.3.2 1853460570.TTTTTATTTA.PASSMTD=isaac_strelka,bwa_freebayes,bwa_gatk;KM=9.00;KFP=0;KFF=0GT0|1 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo FN due to CG missing call in small TR and GATK is filteredNo, true call is missing from GIAB calls or both variant and genotype are incorrectYes, tandem repeat
12/14/2016 13:29:40 JZ HG001/NA12878 NISTv3.3.2 1870098910.AC.PASSMTD=cortex;KM=8.00;KFP=0;KFF=0GT0/0 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Appears to be a GGT SSE in PG, though unclear why it would inherit properly.  Not in 10X, pacbio, or moleculoYes, variant and genotype are correctNo
12/14/2016 13:32:19 JZ HG001/NA12878 NISTv3.3.2 1923686943rs71165829CCT50PASSplatforms=3;platformnames=Illumina,CG,10X;datasets=3;datasetnames=HiSeqPE300x,CGnormal,10XChromium;callsets=4;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_10XGATKhaplo_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5GT:PS:DP:ADALL:AD:GQ0/1:.:456:110,118:102,103:293Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo In one 10X HP and 50% of illumina and CG reads, so likely correct and missed by PGYes, variant and genotype are correctYes, homopolymer
12/14/2016 13:36:46 JZ HG001/NA12878 NISTv3.3.2 1927940280.AC50PASSplatforms=1;platformnames=10X;datasets=1;datasetnames=10XChromium;callsets=1;callsetnames=10XGATKhaplo;datasetsmissingcall=HiSeqPE300x,CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_10XGATKhaplo_callable;difficultregion=mm-2-mergedGT:PS:DP:ADALL:AD:GQ0/1:.:0:0,0:0,0:99Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Unclear why this was called by 10X, since it does not even appear to be in 10X bamNo, true call is homozygous referenceNo
12/19/2016 16:16:40 JZ HG001/NA12878 NISTv3.3.2 1258728252.TC..BS=58728252;Regions=CONF,HG001allgenomespecificandifficult,HG002HG003HG004SVs,HG002allgenomespecific,HG002allgenomespecificandifficult,HG003allgenomespecific,HG003allgenomespecificandifficult,HG004allgenomespecific,HG004allgenomespecificandifficult,HG005HG006HG007SVs,HG005allgenomespecific,HG005allgenomespecificandifficult,alldifficultregions,decoy,gc_l100_gc30to55_slop50,map_all,map_l100_m1_e0,map_l100_m2_e0,map_l100_m2_e1,map_l125_m1_e0,map_l125_m2_e0,map_l125_m2_e1,map_l150_m1_e0,map_l150_m2_e0,map_l150_m2_e1,map_l250_m2_e0,map_l250_m2_e1,map_siren,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,segdupallGT:BD:BK:BI:BVT:BLT0/1Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Yes, variant and genotype are correctNo
12/19/2016 16:24:03 JZ HG001/NA12878 NISTv3.3.2 103139115.AC..BS=3139115;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001complexindelNIST3_3_2,HG001snpswithin10bpNIST3_3_2,HG002HG003HG004SVs,HG002allgenomespecific,HG002allgenomespecificandifficult,HG003allgenomespecific,HG003allgenomespecificandifficult,HG004allgenomespecific,HG004allgenomespecificandifficult,HG005HG006HG007SVs,HG005allgenomespecific,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc55to60_slop50,gc_l100_gclt30orgt55_slop50,map_all,map_siren,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinsegdupallGT:BD:BK:BI:BVT:BLT1|1Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes many variants in 300bp regionthis and many nearby variants supported by moleculo and pacbio - possibly a 300bp inversion?Yes, variant and genotype are correctNo
12/19/2016 16:26:16 JZ HG001/NA12878 NISTv3.3.2 1275879480.GA..BS=75879480;Regions=CONF,HG001allgenomespecificandifficult,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc65to70_slop50,gc_l100_gclt25orgt65_slop50,gc_l100_gclt30orgt55_slop50,map_all,map_l100_m0_e0,map_l100_m1_e0,map_l100_m2_e0,map_l100_m2_e1,map_siren,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinsegdupallGT:BD:BK:QQ:BI:BVT:BLT1|0:FN:am:.:ti:SNP:het1/1:FP:am:474.85:ti:SNP:homaltManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Erroneous homvar from 50x data when actually a hetYes, variant and genotype are correctNo
12/19/2016 16:29:08 JZ HG001/NA12878 NISTv3.3.2 3138604035.AG..BS=138604035;Regions=CONF,gc_l100_gc55to60_slop50,gc_l100_gclt30orgt55_slop50,notinHG001allgenomespecificandifficult,notinHG002allgenomespecificandifficult,notinHG003allgenomespecificandifficult,notinHG004allgenomespecificandifficult,notinHG005allgenomespecificandifficult,notinalldifficultregions,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:BD:BK:BI:BVT:BLT0|1:FN:.:ti:SNP:het.:.:.:.:NOCALL:nocallManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Yes, variant and genotype are correctNo
12/19/2016 16:32:56 JZ HG001/NA12878 NISTv3.3.2 1293314109.TC..BS=93314109;Regions=CONF,HG001allgenomespecificandifficult,HG002HG003HG004SVs,HG002allgenomespecific,HG002allgenomespecificandifficult,HG003allgenomespecific,HG003allgenomespecificandifficult,HG004allgenomespecific,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc30to55_slop50,map_all,map_l125_m2_e0,map_l125_m2_e1,map_l150_m2_e0,map_l150_m2_e1,map_l250_m2_e0,map_l250_m2_e1,map_siren,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinsegdupallGT:BD:BK:BI:BVT:BLT0/1:FN:.:ti:SNP:het.:.:.:.:NOCALL:nocallManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsI don't know PacBio has nearby SNP, but 10X doesn'tPacBio has strong support for either het or homvar. 10X has few phased readsIt is unclear No
12/19/2016 16:35:53 JZ HG001/NA12878 NISTv3.3.2 2222570821.CT..BS=22570821;Regions=CONF,HG005HG006HG007SVs,HG005allgenomespecific,HG005allgenomespecificandifficult,gc_l100_gc60to65_slop50,gc_l100_gclt30orgt55_slop50,notinHG001allgenomespecificandifficult,notinHG002allgenomespecificandifficult,notinHG003allgenomespecificandifficult,notinHG004allgenomespecificandifficult,notinalldifficultregions,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:BD:BK:BI:BVT:BLT0|1:FN:.:ti:SNP:het.:.:.:.:NOCALL:nocallEvidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo in large somatic del found by PG, so unclear It is unclear No
12/19/2016 16:37:51 JZ HG001/NA12878 NISTv3.3.2 623701458.GA..BS=23701458;Regions=CONF,HG001allgenomespecificandifficult,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005HG006HG007SVs,HG005allgenomespecific,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc30to55_slop50,map_all,map_l100_m0_e0,map_l100_m1_e0,map_l100_m2_e0,map_l100_m2_e1,map_l125_m0_e0,map_l125_m1_e0,map_l125_m2_e0,map_l125_m2_e1,map_l150_m1_e0,map_l150_m2_e0,map_l150_m2_e1,map_siren,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinsegdupallGT:BD:BK:QQ:BI:BVT:BLT1|1:FN:am:.:ti:SNP:homalt0/1:FP:am:422.31:ti:SNP:hetEvidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo HomVar clearly supported by pacbio. Yes, variant and genotype are correctNo
12/19/2016 16:39:24 JZ HG001/NA12878 NISTv3.3.2 8123462549.TA..BS=123462549;Regions=CONF,gc_l100_gc30to55_slop50,notinHG001allgenomespecificandifficult,notinHG002allgenomespecificandifficult,notinHG003allgenomespecificandifficult,notinHG004allgenomespecificandifficult,notinHG005allgenomespecificandifficult,notinalldifficultregions,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:BD:BK:BI:BVT:BLT1|0:FN:.:tv:SNP:het.:.:.:.:NOCALL:nocallManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes nearby SNP Yes, variant and genotype are correctNo
12/19/2016 16:45:01 JZ HG001/NA12878 NISTv3.3.2 388168598.CT..BS=88168598;Regions=CONF,HG001allgenomespecificandifficult,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc30to55_slop50,map_all,map_siren,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinsegdupallGT:BD:BK:QQ:BI:BVT:BLT1|0:FN:am:.:ti:SNP:het1/1:FP:am:401.28:ti:SNP:homaltManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo correctly called a het Yes, variant and genotype are correctNo
12/19/2016 16:47:39 JZ HG001/NA12878 NISTv3.3.2 2222590546.CG..BS=22590546;Regions=CONF,HG005HG006HG007SVs,HG005allgenomespecific,HG005allgenomespecificandifficult,gc_l100_gc30to55_slop50,notinHG001allgenomespecificandifficult,notinHG002allgenomespecificandifficult,notinHG003allgenomespecificandifficult,notinHG004allgenomespecificandifficult,notinalldifficultregions,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:BD:BK:BI:BVT:BLT1|0:FN:.:tv:SNP:het.:.:.:.:NOCALL:nocallEvidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo In large somatic del from PG. It is unclear No
12/19/2016 16:58:00 JZ HG001/NA12878 NISTv3.3.2 170218521.TA..BS=70218521;Regions=CONF,gc_l100_gc30to55_slop50,notinHG001allgenomespecificandifficult,notinHG002allgenomespecificandifficult,notinHG003allgenomespecificandifficult,notinHG004allgenomespecificandifficult,notinHG005allgenomespecificandifficult,notinalldifficultregions,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT.:.:.:.:.:NOCALL:nocall0/1:245.77:FP:.:tv:SNP:hetManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Likely a somatic mutation (CAT3 in PG), though possibly a mapping errorIt is unclear No
12/19/2016 16:59:43 JZ HG001/NA12878 NISTv3.3.2 1874652028.TC..BS=74652028;Regions=CONF,HG002HG003HG004SVs,HG002allgenomespecific,HG002allgenomespecificandifficult,HG003allgenomespecific,HG003allgenomespecificandifficult,HG004allgenomespecific,HG004allgenomespecificandifficult,HG005HG006HG007SVs,HG005allgenomespecific,HG005allgenomespecificandifficult,gc_l100_gc55to60_slop50,gc_l100_gclt30orgt55_slop50,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,notinHG001allgenomespecificandifficult,notinalldifficultregions,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT0/0Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Yes, variant and genotype are correctNo
12/19/2016 17:01:27 JZ HG001/NA12878 NISTv3.3.2 396246593.TC..BS=96246593;Regions=CONF,gc_l100_gc30to55_slop50,notinHG001allgenomespecificandifficult,notinHG002allgenomespecificandifficult,notinHG003allgenomespecificandifficult,notinHG004allgenomespecificandifficult,notinHG005allgenomespecificandifficult,notinalldifficultregions,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT.:.:.:.:.:NOCALL:nocall0/1:313.77:FP:.:ti:SNP:hetManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Likely a somatic mutation (CAT3 in PG) or a mapping errorIt is unclear No
12/19/2016 17:02:59 JZ HG001/NA12878 NISTv3.3.2 1369826828.GA..BS=69826828;Regions=CONF,HG001allgenomespecificandifficult,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc20to25_slop50,gc_l100_gclt25orgt65_slop50,gc_l100_gclt30orgt55_slop50,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT.:.:.:.:.:NOCALL:nocall0/1:396.77:FP:.:ti:SNP:hetManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo likely a somatic mut (CAT3 in PG) or a mapping errorIt is unclear No
12/19/2016 17:04:39 JZ HG001/NA12878 NISTv3.3.2 1779300953.AC..BS=79300953;Regions=CONF,HG002HG003HG004SVs,HG002allgenomespecific,HG002allgenomespecificandifficult,HG003allgenomespecific,HG003allgenomespecificandifficult,HG004allgenomespecific,HG004allgenomespecificandifficult,gc_l100_gc30to55_slop50,notinHG001allgenomespecificandifficult,notinHG005allgenomespecificandifficult,notinalldifficultregions,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT0/0Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Likely a GGT SSE Yes, variant and genotype are correctNo
12/19/2016 17:06:14 JZ HG001/NA12878 NISTv3.3.2 1336982911.TC..BS=36982911;Regions=CONF,gc_l100_gc30to55_slop50,notinHG001allgenomespecificandifficult,notinHG002allgenomespecificandifficult,notinHG003allgenomespecificandifficult,notinHG004allgenomespecificandifficult,notinHG005allgenomespecificandifficult,notinalldifficultregions,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT.:.:.:.:.:NOCALL:nocall0/1:327.77:FP:.:ti:SNP:hetManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo likely a somatic mutation (CAT3 in PG) or mapping errorIt is unclear No
12/19/2016 17:10:53 JZ HG001/NA12878 NISTv3.3.2 199278028.GA..BS=9278028;Regions=CONF,gc_l100_gc30to55_slop50,notinHG001allgenomespecificandifficult,notinHG002allgenomespecificandifficult,notinHG003allgenomespecificandifficult,notinHG004allgenomespecificandifficult,notinHG005allgenomespecificandifficult,notinalldifficultregions,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT.:.:.:.:.:NOCALL:nocall0/1:151.77:FP:.:ti:SNP:hetManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes multiple nearby phased SNPs in 10X and a few pacbio readsmultiple nearby phased SNPs in 10X and a few pacbio reads. not in moleculo. unclearIt is unclear No
12/19/2016 17:13:23 JZ HG001/NA12878 NISTv3.3.2 630954534.TA..BS=30954534;Regions=CONF,HG001allgenomespecificandifficult,HG002HG003HG004SVs,HG002allgenomespecific,HG002allgenomespecificandifficult,HG003allgenomespecific,HG003allgenomespecificandifficult,HG004allgenomespecific,HG004allgenomespecificandifficult,HG005HG006HG007SVs,HG005allgenomespecific,HG005allgenomespecificandifficult,alldifficultregions,func_cds,gc_l100_gc60to65_slop50,gc_l100_gclt30orgt55_slop50,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,map_all,map_siren,notinlowcmp_AllRepeats_gt95identity_slop5,segdup,segdupall,segdupwithaltGT:QQ:BD:BK:BI:BVT:BLT0/0Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes nearby questionable variantsLikely a mapping error since self-chain has many similar regions here and not in pacbioYes, variant and genotype are correctNo
12/19/2016 17:15:41 JZ HG001/NA12878 NISTv3.3.2 11116443941.CG..BS=116443941;Regions=CONF,HG001allgenomespecificandifficult,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc30to55_slop50,map_all,map_l100_m0_e0,map_l100_m1_e0,map_l100_m2_e0,map_l100_m2_e1,map_l125_m0_e0,map_l125_m1_e0,map_l125_m2_e0,map_l125_m2_e1,map_l150_m0_e0,map_l150_m1_e0,map_l150_m2_e0,map_l150_m2_e1,map_siren,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT0/0Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo possibly a mapping error, but no evidence in most methodsYes, variant and genotype are correctNo
12/19/2016 17:17:24 JZ HG001/NA12878 NISTv3.3.2 1292373095.GA..BS=92373095;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetsnpNIST3_3_2,HG001compoundhetsnpPG2016_1,HG001compoundhetsnpRTG37_7_3,gc_l100_gc55to60_slop50,gc_l100_gclt30orgt55_slop50,notinHG002allgenomespecificandifficult,notinHG003allgenomespecificandifficult,notinHG004allgenomespecificandifficult,notinHG005allgenomespecificandifficult,notinalldifficultregions,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:BD:BK:QQ:BI:BVT:BLT1|0:FN:am:.:ti:SNP:het1/1:FP:am:403.41:ti:SNP:homaltManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes near hom snp Good het call near hom snp Yes, variant and genotype are correctNo
12/19/2016 17:22:03 JZ HG001/NA12878 NISTv3.3.2 691577264.CTTCT,C..BS=91577265;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelNIST3_3_2,HG001compoundhetindelRTG37_7_3,HG002allgenomespecific,HG002allgenomespecificandifficult,HG002compoundhetindelNIST3_3_2,HG003allgenomespecific,HG003allgenomespecificandifficult,HG003compoundhetindelNIST3_3_2,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc55to60_slop50,gc_l100_gclt30orgt55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_SimpleRepeat_homopolymer_gt10,lowcmp_SimpleRepeat_imperfecthomopolymer_gt10_slop5,notinfunc_cds,notinmap_all,notinsegdupallGT:BD:BK:BI:BVT:BLT1|2:FN:am:d1_5:INDEL:hetalt.:.:.:.:NOCALL:nocallManual inspection of reads from other sequencing datasets from this genome, Evidence from phasing using pedigree or long/linked readsNo seems to follow 10X haplotypes and 50/50 in illuminaYes, variant and genotype are correctYes, homopolymer
12/19/2016 17:23:53 JZ HG001/NA12878 NISTv3.3.2 203880350.CTC..BS=3880351;Regions=CONF,HG001allgenomespecificandifficult,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc55to60_slop50,gc_l100_gclt30orgt55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_SimpleRepeat_homopolymer_gt10,lowcmp_SimpleRepeat_imperfecthomopolymer_gt10_slop5,notinfunc_cds,notinmap_all,notinsegdupallGT:BD:BK:BI:BVT:BLT1|1:FN:.:d1_5:INDEL:homalt.:.:.:.:NOCALL:nocallManual inspection of reads from other sequencing datasets from this genomeNo very long homopol but seems pretty clear in illumina Yes, variant and genotype are correctYes, homopolymer
12/19/2016 17:27:05 JZ HG001/NA12878 NISTv3.3.2 83622261.CTTTTTCTTTT,C..BS=3622262;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelNIST3_3_2,HG001compoundhetindelRTG37_7_3,HG002allgenomespecific,HG002allgenomespecificandifficult,HG002compoundhetindelNIST3_3_2,HG003allgenomespecificandifficult,HG004allgenomespecific,HG004allgenomespecificandifficult,HG004compoundhetindelNIST3_3_2,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc30to55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_SimpleRepeat_homopolymer_gt10,lowcmp_SimpleRepeat_imperfecthomopolymer_gt10_slop5,notinfunc_cds,notinmap_all,notinsegdupallGT:BD:BK:BI:QQ:BVT:BLT2|1:FN:am:d1_5:.:INDEL:hetalt0/2:FP:am:d1_5:991.73:INDEL:hetManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo segregates with 10X haplotypes as expected Yes, variant and genotype are correctYes, homopolymer

12/20/2016 9:10:59 JZ HG001/NA12878 NISTv3.3.2 1250693721rs36079362ATA50PASScallable=CS_HiSeqPE300xGATK_callable;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes;callsets=2;datasetnames=HiSeqPE300x;datasets=1;datasetsmissingcall=CGnormal,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5;filt=CS_CGnormal_filt;platformnames=Illumina;platforms=1GT:DP:ADALL:AD:GQ:IGT:IPS:PS1|1:253:1,95:1,95:99:1|1:.:HOMVARManual inspection of reads from your assayNo clear homvar in illumina, though long homopolymer Yes, variant and genotype are correctYes, homopolymer
12/20/2016 9:14:17 JZ HG001/NA12878 NISTv3.3.2 693453597.TTTCTCTCTC50PASScallable=CS_HiSeqPE300xGATK_callable;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes;callsets=2;datasetnames=HiSeqPE300x;datasets=1;datasetsmissingcall=CGnormal,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5;filt=CS_HiSeqPE300xfreebayes_filt;platformnames=Illumina;platforms=1GT:DP:ADALL:AD:GQ:IGT:IPS:PS0|1:208:65,35:65,35:99:0/1:.:PEDManual inspection of reads from other sequencing datasets from this genome, Evidence from phasing using pedigree or long/linked readsNo Pedigree consistent and clear in illuminaf Yes, variant and genotype are correctYes, tandem repeat
12/20/2016 9:16:57 JZ HG001/NA12878 NISTv3.3.2 1677447704.GGAAA,GAAAA50PASScallable=CS_HiSeqPE300xGATK_callable;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes;callsets=3;datasetnames=HiSeqPE300x,CGnormal;datasets=2;datasetsmissingcall=10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5;filt=CS_CGnormal_filt;platformnames=Illumina,CG;platforms=2GT:DP:ADALL:AD:GQ:IGT:IPS:PS1|2:384:9,79,59:0,76,59:126:1|2:.:PEDManual inspection of reads from other sequencing datasets from this genome, Evidence from phasing using pedigree or long/linked readsNo Clear in illumina and pedigree consistent Yes, variant and genotype are correctYes, homopolymer
12/20/2016 9:50:18 JZ HG001/NA12878 NISTv3.3.2 1934936340rs67809236CTC50PASScallable=CS_HiSeqPE300xGATK_callable;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes;callsets=2;datasetnames=HiSeqPE300x;datasets=1;datasetsmissingcall=CGnormal,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5;filt=CS_HiSeqPE300xfreebayes_filt;platformnames=Illumina;platforms=1GT:DP:ADALL:AD:GQ:IGT:IPS:PS1|1:194:6,60:6,60:99:1|1:.:HOMVARManual inspection of reads from your assayNo Clean homvar in illumina data crossing homopolymerYes, variant and genotype are correctYes, homopolymer
12/20/2016 9:53:12 JZ HG001/NA12878 NISTv3.3.2 2147251322.CAAAAAACAAAAAAA,C50PASScallable=CS_HiSeqPE300xGATK_callable;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes;callsets=2;datasetnames=HiSeqPE300x;datasets=1;datasetsmissingcall=CGnormal,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5;platformnames=Illumina;platforms=1GT:DP:ADALL:AD:GQ:IGT:IPS:PS2|1:305:0,38,88:0,38,88:99:2|1:.:PEDManual inspection of reads from other sequencing datasets from this genome, Evidence from phasing using pedigree or long/linked readsNo Clear compound het in illumina and supported by 10X and pedigree phasingYes, variant and genotype are correctYes, homopolymer
12/20/2016 9:55:12 JZ HG001/NA12878 NISTv3.3.2 5159645468.CCTTT,CTTTT50PASScallable=CS_HiSeqPE300xGATK_callable;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes;callsets=2;datasetnames=HiSeqPE300x;datasets=1;datasetsmissingcall=CGnormal,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5;platformnames=Illumina;platforms=1GT:DP:ADALL:AD:GQ:IGT:IPS:PS2|1:203:0,37,31:0,37,31:99:1|2:.:PEDManual inspection of reads from other sequencing datasets from this genome, Evidence from phasing using pedigree or long/linked readsNo clear compound het in illumina and pedigree consistentYes, variant and genotype are correctYes, homopolymer
12/20/2016 9:57:18 JZ HG001/NA12878 NISTv3.3.2 271935012.CGTGTGTCGT,C50PASScallable=CS_HiSeqPE300xGATK_callable;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo;callsets=3;datasetnames=HiSeqPE300x,10XChromium;datasets=2;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5;filt=CS_HiSeqPE300xfreebayes_filt;platformnames=Illumina,10X;platforms=2GT:DP:ADALL:AD:GQ:IGT:IPS:PS1|2:173:0,42,37:0,42,37:198:2|1:.:PEDManual inspection of reads from your assay, Evidence from phasing using pedigree or long/linked readsNo Clear compound het in illumina and pedigree consistentYes, variant and genotype are correctYes, tandem repeat

12/20/2016 10:24:03 JZ HG001/NA12878 NISTv3.3.2 4173044651.AAT,ATTTT50PASScallable=CS_HiSeqPE300xGATK_callable;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes;callsets=2;datasetnames=HiSeqPE300x;datasets=1;datasetsmissingcall=CGnormal,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5;platformnames=Illumina;platforms=1GT:DP:ADALL:AD:GQ:IGT:IPS:PS2|1:213:0,39,24:0,39,24:99:1|2:.:PEDManual inspection of reads from your assay, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Clear in illumina, pedigree consistent, and mostly consistent in 10XYes, variant and genotype are correctYes, homopolymer

12/20/2016 10:30:01 JZ HG001/NA12878 NISTv3.3.2

428399167rs4580640TG50PASSplatforms=3;platformnames=Illumina,CG,10X;datasets=3;datasetnames=HiSeqPE300x,CGnormal,10XChromium;callsets=4;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable;filt=CS_CGnormal_filt,CS_10XGATKhaplo_filtGT:DP:ADALL:AD:GQ:IGT:IPS:PS0|1:676:153,147:153,147:261:0/1:.:PED
428399199.GGT50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=2;callsetnames=HiSeqPE300xGATK,10XGATKhaplo;datasetsmissingcall=CGnormal,HiSeqPE300x,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_CGnormal_filt,CS_10XGATKhaplo_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5GT:DP:ADALL:AD:GQ:IGT:IPS:PS0|1:250:131,119:131,119:198:0|1:.:PED
428399209rs60535451GGTT50PASSplatforms=3;platformnames=Illumina,CG,10X;datasets=3;datasetnames=HiSeqPE300x,CGnormal,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,CGnormal,10XGATKhaplo;datasetsmissingcall=HiSeqPE300x,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_CGnormal_filt,CS_10XGATKhaplo_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5GT:DP:ADALL:AD:GQ:IGT:IPS:PS0|1:338:176,162:141,129:635:0|1:.:PED
428399362rs34550165CTC50PASSplatforms=3;platformnames=Illumina,CG,10X;datasets=3;datasetnames=HiSeqPE300x,CGnormal,10XChromium;callsets=4;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5GT:DP:ADALL:AD:GQ:IGT:IPS:PS0|1:538:155,147:114,118:534:0/1:.:PEDManual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes several phased variants in low complexity sequencein pedigree and one 10X haplotype. partial call from sentieon 50xYes, variant and genotype are correctYes, homopolymer

12/20/2016 10:31:46 JZ HG001/NA12878 NISTv3.3.2 576314690.TTAC,TACAC50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes;datasetsmissingcall=CGnormal,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_HiSeqPE300xfreebayes_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:DP:ADALL:AD:GQ:IGT:IPS:PS1|2:229:7,52,42:7,52,42:99:1|2:.:PEDManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo phased in pedigree and 10X Yes, variant and genotype are correctYes, tandem repeat
12/20/2016 10:34:11 JZ HG001/NA12878 NISTv3.3.2 896823069.TTTGTG,TTGTGTG50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_HiSeqPE300xfreebayes_filt;difficultregion=AllRepeats_51to200bp_gt95identity_merged_slop5,AllRepeats_lt51bp_gt95identity_merged_slop5GT:DP:ADALL:AD:GQ:IGT:IPS:PS1|2:164:1,32,41:1,32,41:198:1|2:.:PEDManual inspection of reads from other sequencing datasets from this genome, Evidence from phasing using pedigree or long/linked readsNo phased in pedigree and 10X Yes, variant and genotype are correctYes, tandem repeat
12/20/2016 10:41:08 JZ HG001/NA12878 NISTv3.3.2 675010330.CTATATATACACACATATGTATGTGTATATATGTTTATGTACTATATATACACATACATATGTGTGC..BS=75010331;Regions=CONF,HG001allgenomespecificandifficult,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005HG006HG007SVs,HG005allgenomespecific,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc20to25_slop50,gc_l100_gclt25orgt65_slop50,gc_l100_gclt30orgt55_slop50,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT.:.:.:.:.:NOCALL:nocall0/1:682.73:FP:.:d16_plus:INDEL:hetManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Appears likely to be an alignment error in long unit TR due to a SNP, since most pacbio and moleculo reads support the SNP, but a couple reads from pacbio and moleculo might support the deletionIt is unclear Yes, tandem repeat

12/20/2016 10:45:55 JZ HG001/NA12878 NISTv3.3.2
19      29138419        rs61602483      T       TACAC   50      PASS    platforms=3;platformnames=Illumina,CG,10X;datasets=3;datasetnames=HiSeqPE300x,CGnormal,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,CGnormal,10XGATKhaplo;datasetsmissingcall=HiSeqPE300x,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_CGnormal_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5     GT:DP:ADALL:AD:GQ:IGT:IPS:PS    0|1:269:137,132:129,115:224:0/1:.:PED
19      29138437        .       T       TACAC   50      PASS    platforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=1;callsetnames=HiSeqPE300xGATK;datasetsmissingcall=CGnormal,HiSeqPE300x,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_CGnormal_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5  GT:DP:ADALL:AD:GQ:IGT:IPS:PS    0|1:277:129,142:129,142:99:0/1:.:PEDManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes Complex var in tandem repeat partially called in sentieonYes, variant and genotype are correctYes, tandem repeat

12/20/2016 10:49:34 JZ HG001/NA12878 NISTv3.3.2

2       228488421       rs199776812     G       T       50      PASS    platforms=3;platformnames=Illumina,CG,10X;datasets=3;datasetnames=HiSeqPE300x,CGnormal,10XChromium;callsets=4;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable;filt=CS_CGnormal_filt  GT:DP:ADALL:AD:GQ:IGT:IPS:PS    0|1:549:120,122:120,122:989:0|1:.:PED
2       228488422       .       AGC     A       50      PASS    platforms=3;platformnames=Illumina,CG,10X;datasets=3;datasetnames=HiSeqPE300x,CGnormal,10XChromium;callsets=4;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable;filt=CS_CGnormal_filt  GT:DP:ADALL:AD:GQ:IGT:IPS:PS    0|1:548:120,121:120,121:989:0|1:.:PED
2       228488425       .       T       TA      50      PASS    platforms=3;platformnames=Illumina,CG,10X;datasets=3;datasetnames=HiSeqPE300x,CGnormal,10XChromium;callsets=4;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable;filt=CS_CGnormal_filt  GT:DP:ADALL:AD:GQ:IGT:IPS:PS    0|1:541:114,120:114,120:989:0|1:.:PED
2       228488426       rs200953868     C       CA      50      PASS    platforms=3;platformnames=Illumina,CG,10X;datasets=3;datasetnames=HiSeqPE300x,CGnormal,10XChromium;callsets=4;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable;filt=CS_CGnormal_filt  GT:DP:ADALL:AD:GQ:IGT:IPS:PS    0|1:542:113,122:113,122:989:0|1:.:PEDManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes Can also be represented as 5 snps within 6bp Yes, variant and genotype are correctNo

12/20/2016 10:52:01 JZ HG001/NA12878 NISTv3.3.2 1044183850.TGGTG,T50PASSplatforms=2;platformnames=Illumina,CG;datasets=2;datasetnames=HiSeqPE300x,CGnormal;callsets=3;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes;datasetsmissingcall=10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5GT:DP:ADALL:AD:GQ:IGT:IPS:PS1|2:250:5,43,56:0,34,56:163:2|1:.:PEDManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo compound het clear in illumina and CG and pedigree consistentYes, variant and genotype are correctYes, homopolymer

12/20/2016 10:55:50 JZ HG001/NA12878 NISTv3.3.2

6       47964175        .       C       G       50      PASS    platforms=2;platformnames=CG,Illumina;datasets=2;datasetnames=CGnormal,HiSeqPE300x;callsets=2;callsetnames=CGnormal,HiSeqPE300xfreebayes;datasetsmissingcall=HiSeqPE300x,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable GT:DP:ADALL:AD:GQ:IGT:IPS:PS    1|1:280:79,79:79,79:317:1/1:.:PED
6       47964176        .       T       G       50      PASS    platforms=2;platformnames=CG,Illumina;datasets=2;datasetnames=CGnormal,HiSeqPE300x;callsets=2;callsetnames=CGnormal,HiSeqPE300xfreebayes;datasetsmissingcall=HiSeqPE300x,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable GT:DP:ADALL:AD:GQ:IGT:IPS:PS    1|1:280:79,79:79,79:317:1/1:.:PED
6       47964177        .       CCCC    G       50      PASS    platforms=2;platformnames=CG,Illumina;datasets=2;datasetnames=CGnormal,HiSeqPE300x;callsets=2;callsetnames=CGnormal,HiSeqPE300xfreebayes;datasetsmissingcall=HiSeqPE300x,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable GT:DP:ADALL:AD:GQ:IGT:IPS:PS    1|1:280:79,79:79,79:317:1/1:.:PEDManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes complex variant; pedigree consistent but hom var Yes, variant and genotype are correctNo



Timestamp Your name Your email (if this is your first entry)Your Institution (if this is your first entry)GIAB Genome Version of high-confidence callsOptionally, enter the vcf line (or related vcf lines) here instead of entering chromosome, position, REF, ALT, and genotype belowChromosome number Start Position on chromosomeTrue Reference base(s) True Alternate base(s) - 2 alternates should be separated by a comma and no spaceGenotype in VCF format What evidence do you have that you are correct? Be as specific as possible. Check all that applyDid you find any other variants within 50 bp of this variant?If yes, please give some information about the other variants and how confident you are in them.Is there any additional information about this variant or region that would be useful for us to know?rs number of the variant if it is in dbSNP and you know itDoes the GIAB call appear to be correct?Is this a repetitive region? Reference assembly

12/20/2016 11:04:18 JZ HG001/NA12878 NISTv3.3.2
16      24230975        rs200055220     CA      C       50      PASS    platforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=2;callsetnames=HiSeqPE300xGATK,10XGATKhaplo;datasetsmissingcall=CGnormal,HiSeqPE300x,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable;filt=CS_CGnormal_filt;arbitrated=TRUE;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5    GT:DP:ADALL:AD:GQ:IGT:IPS:PS    1|1:185:0,185:0,185:198:1/1:.:PED
16      24230978        .       CACACACA        CCACA,C 50      PASS    platforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=2;callsetnames=HiSeqPE300xGATK,10XGATKhaplo;datasetsmissingcall=CGnormal,HiSeqPE300x,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable;filt=CS_CGnormal_filt;arbitrated=TRUE;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5    GT:DP:ADALL:AD:GQ:IGT:IPS:PS    1|2:142:0,67,73:0,67,73:198:2|1:.:PEDManual inspection of reads from your assay, Evidence from phasing using pedigree or long/linked readsYes Complex compound het in TR; clear in illumina and pedigree consistent and mostly 10X phasing consistentYes, variant and genotype are correctYes, tandem repeat

12/23/2016 15:25:18 JZ HG001/NA12878 NISTv3.3.2 X72180299rs146894585CT50PASSplatforms=1;platformnames=10X;datasets=1;datasetnames=10XChromium;callsets=1;callsetnames=10XGATKhaplo;datasetsmissingcall=HiSeqPE300x,CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_10XGATKhaplo_callable;difficultregion=hg19_self_chain_split_withalts_gt10kGT:PS:DP:ADALL:AD:GQ0/1:.:0:0,0:0,0:99Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo In PacBio, but high cov. In half of reads in one 10X haplotype. In small fraction of moleculo reads.  In low MQ Illumina reads.  Unclear if this is a mapping error or a variant that only long reads map correctlyIt is unclear No
12/23/2016 15:26:32 JZ HG001/NA12878 NISTv3.3.2 X140169528rs370512633CG50PASSplatforms=1;platformnames=10X;datasets=1;datasetnames=10XChromium;callsets=1;callsetnames=10XGATKhaplo;datasetsmissingcall=HiSeqPE300x,CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_10XGATKhaplo_callable;difficultregion=hg19_self_chain_split_withalts_gt10kGT:PS:DP:ADALL:AD:GQ0/1:.:0:0,0:0,0:99Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo In PacBio, but high cov. In all reads in one 10X haplotype. In 50% of moleculo reads.  In low MQ Illumina reads.  Likely a call that only long reads map correctlyYes, variant and genotype are correctNo
12/23/2016 15:27:18 JZ HG001/NA12878 NISTv3.3.2 X152558126rs145980694CG50PASSplatforms=1;platformnames=10X;datasets=1;datasetnames=10XChromium;callsets=1;callsetnames=10XGATKhaplo;datasetsmissingcall=HiSeqPE300x,CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_10XGATKhaplo_callable;difficultregion=hg19_self_chain_split_withalts_gt10kGT:PS:DP:ADALL:AD:GQ0/1:.:0:0,0:0,0:99Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo In PacBio, but high cov. In all reads in one 10X haplotype. In 50% of moleculo reads.  In low MQ Illumina reads.  Likely a call that only long reads map correctlyYes, variant and genotype are correctNo

1/27/2017 14:41:30 JZ HG001/NA12878 NISTv3.3.2 1120268802.AGTGTAGT,A..BS=120268803;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelNIST3_3_2,HG001compoundhetindelPG2016_1,HG001compoundhetindelRTG37_7_3,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc30to55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt101bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt51bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,lowcmp_SimpleRepeat_diTR_11to50,notinfunc_cds,notinmap_all,notinsegdupallGT:BD:BK:BI:QQ:BVT:BLT2|1:FN:am:d1_5:.:INDEL:hetaltManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo err in GATK Yes, variant and genotype are correctYes, tandem repeat
1/27/2017 14:42:13 JZ HG001/NA12878 NISTv3.3.2 2106386581.TAAAAATAAAA,T..BS=106386582;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelNIST3_3_2,HG001compoundhetindelPG2016_1,HG001compoundhetindelRTG37_7_3,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc30to55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_SimpleRepeat_homopolymer_gt10,lowcmp_SimpleRepeat_imperfecthomopolymer_gt10_slop5,notinfunc_cds,notinmap_all,notinsegdupallGT:BD:BK:BI:QQ:BVT:BLT1|2:FN:am:d1_5:.:INDEL:hetaltManual inspection of reads from other sequencing datasets from this genomeNo err in GATK Yes, variant and genotype are correctYes, homopolymer
1/27/2017 14:43:02 JZ HG001/NA12878 NISTv3.3.2 3187159488.GCACACACACAGCA,G..BS=187159489;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelNIST3_3_2,HG001compoundhetindelPG2016_1,HG001compoundhetindelRTG37_7_3,HG002allgenomespecificandifficult,HG003allgenomespecific,HG003allgenomespecificandifficult,HG003compoundhetindelNIST3_3_2,HG004allgenomespecific,HG004allgenomespecificandifficult,HG004compoundhetindelNIST3_3_2,HG005allgenomespecific,HG005allgenomespecificandifficult,HG005compoundhetindelNIST3_3_2,alldifficultregions,gc_l100_gc30to55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,lowcmp_SimpleRepeat_diTR_11to50,notinfunc_cds,notinmap_all,notinsegdupallGT:BD:BK:BI:QQ:BVT:BLT2|1:FN:am:d6_15:.:INDEL:hetaltManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo err in GATK Yes, variant and genotype are correctYes, tandem repeat
1/27/2017 14:43:45 JZ HG001/NA12878 NISTv3.3.2 64819350.TTTCTCTCTC,TTCTCTCTCTCTC..BS=4819351;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelNIST3_3_2,HG001compoundhetindelRTG37_7_3,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc30to55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,notinfunc_cds,notinmap_all,notinsegdupallGT:BD:BK:BI:QQ:BVT:BLT2|1:FN:am:i6_15:.:INDEL:hetaltManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo err in GATK Yes, variant and genotype are correctYes, tandem repeat
1/27/2017 14:44:24 JZ HG001/NA12878 NISTv3.3.2 822520953.TAAAAAATAAAAAAA,T..BS=22520954;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelNIST3_3_2,HG001compoundhetindelRTG37_7_3,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc55to60_slop50,gc_l100_gclt30orgt55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_SimpleRepeat_homopolymer_gt10,lowcmp_SimpleRepeat_imperfecthomopolymer_gt10_slop5,notinfunc_cds,notinmap_all,notinsegdupallGT:BD:BK:BI:QQ:BVT:BLT2|1:FN:am:d6_15,i1_5:.:INDEL:hetaltManual inspection of reads from other sequencing datasets from this genomeNo err in GATK Yes, variant and genotype are correctYes, homopolymer
1/27/2017 14:45:03 JZ HG001/NA12878 NISTv3.3.2 1065205622.ATTTTATTTTT,A..BS=65205623;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelNIST3_3_2,HG001compoundhetindelRTG37_7_3,HG002allgenomespecificandifficult,HG003allgenomespecific,HG003allgenomespecificandifficult,HG003compoundhetindelNIST3_3_2,HG004allgenomespecific,HG004allgenomespecificandifficult,HG004compoundhetindelNIST3_3_2,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc30to55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt101bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt51bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,lowcmp_SimpleRepeat_homopolymer_gt10,lowcmp_SimpleRepeat_imperfecthomopolymer_gt10_slop5,notinfunc_cds,notinmap_all,notinsegdupallGT:BD:BK:BI:QQ:BVT:BLT1|2:FN:am:d1_5,i1_5:.:INDEL:hetaltManual inspection of reads from other sequencing datasets from this genomeNo err in GATK Yes, variant and genotype are correctYes, homopolymer
1/27/2017 16:40:11 JZ HG001/NA12878 NISTv3.3.2 14100402118.CAAAAAAACAAAAAAAA,C..BS=100402119;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelNIST3_3_2,HG001compoundhetindelRTG37_7_3,HG002HG003HG004SVs,HG002allgenomespecific,HG002allgenomespecificandifficult,HG003allgenomespecific,HG003allgenomespecificandifficult,HG004allgenomespecific,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc65to70_slop50,gc_l100_gclt25orgt65_slop50,gc_l100_gclt30orgt55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_SimpleRepeat_homopolymer_gt10,lowcmp_SimpleRepeat_imperfecthomopolymer_gt10_slop5,notinfunc_cds,notinmap_all,notinsegdupallGT:BD:BK:BI:QQ:BVT:BLT2|1:FN:am:d6_15,i1_5:.:INDEL:hetaltManual inspection of reads from other sequencing datasets from this genomeNo err in GATK Yes, variant and genotype are correctYes, homopolymer
1/27/2017 16:41:25 JZ HG001/NA12878 NISTv3.3.2 1760746446.AACA,X..BS=60746447;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelNIST3_3_2,HG001compoundhetindelPG2016_1,HG001compoundhetindelRTG37_7_3,HG002allgenomespecificandifficult,HG003allgenomespecific,HG003allgenomespecificandifficult,HG003compoundhetindelNIST3_3_2,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc30to55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt101bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt51bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,lowcmp_SimpleRepeat_diTR_11to50,notinfunc_cds,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT1/2Manual inspection of reads from other sequencing datasets from this genomeNo err in GATK Yes, variant and genotype are correctYes, tandem repeat
1/27/2017 16:42:31 JZ HG001/NA12878 NISTv3.3.2 2019326707.CTATAC,CTATATA..BS=19326708;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelRTG37_7_3,HG002allgenomespecificandifficult,HG003allgenomespecific,HG003allgenomespecificandifficult,HG003compoundhetindelNIST3_3_2,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc20to25_slop50,gc_l100_gclt25orgt65_slop50,gc_l100_gclt30orgt55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,lowcmp_SimpleRepeat_diTR_11to50,notinfunc_cds,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT1/2:1725.73:FP:am:d1_5,i1_5:INDEL:hetaltManual inspection of reads from other sequencing datasets from this genomeNo error in 3.3.2 from GATK to call only insertion No, true call is missing from GIAB calls or both variant and genotype are incorrectYes, tandem repeat
1/27/2017 16:54:37 JZ HG001/NA12878 NISTv3.3.2 1175217917.AAACACAC,AACAC..BS=175217918;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelNIST3_3_2,HG001compoundhetindelPG2016_1,HG001compoundhetindelRTG37_7_3,HG002allgenomespecific,HG002allgenomespecificandifficult,HG002compoundhetindelNIST3_3_2,HG003allgenomespecific,HG003allgenomespecificandifficult,HG003compoundhetindelNIST3_3_2,HG004allgenomespecific,HG004allgenomespecificandifficult,HG004compoundhetindelNIST3_3_2,HG005allgenomespecific,HG005allgenomespecificandifficult,HG005compoundhetindelNIST3_3_2,alldifficultregions,gc_l100_gc30to55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,notinfunc_cds,notinmap_all,notinsegdupallGT:BD:BK:BI:QQ:BVT:BLT1|2:FN:am:i1_5,i6_15:.:INDEL:hetaltManual inspection of reads from other sequencing datasets from this genome, Evidence from phasing using pedigree or long/linked readsNo in PG Yes, tandem repeat
1/27/2017 16:55:35 JZ HG001/NA12878 NISTv3.3.2 2154876201.TTTGT..BS=154876202;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelRTG37_7_3,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc30to55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_SimpleRepeat_imperfecthomopolymer_gt10_slop5,notinfunc_cds,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT1/2Manual inspection of reads from other sequencing datasets from this genomeYes true complex var missed by PG but exact length of homopol on one allele is unclearIt is unclear Yes, homopolymer
1/27/2017 16:56:13 JZ HG001/NA12878 NISTv3.3.2 3173636450.ATGA..BS=173636451;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelPG2016_1,HG001compoundhetindelRTG37_7_3,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc30to55_slop50,gc_l100_gc55to60_slop50,gc_l100_gclt30orgt55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt101bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt51bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,lowcmp_SimpleRepeat_diTR_11to50,notinfunc_cds,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT1/2Manual inspection of reads from other sequencing datasets from this genome, Evidence from phasing using pedigree or long/linked readsNo in PG Yes, tandem repeat
1/27/2017 16:57:21 JZ HG001/NA12878 NISTv3.3.2 565613865.GCAATTCCTCAGCACTGCTGGCCTATGCCTGGGATGAGAGTATGCATGCCTCAAAACAATTCCTCAGCACTGCTGGCCTATGCCTGTGATGAGAGTATGCATGCCTCAAAAG..BS=65613866;Regions=CONF,HG001SVs,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelRTG37_7_3,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005HG006HG007SVs,HG005allgenomespecific,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc30to55_slop50,lowcmp_AllRepeats_51to200bp_gt95identity_merged,lowcmp_AllRepeats_51to200bp_gt95identity_merged_slop5,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRgt6_51to200bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,notinfunc_cds,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT0/1:570.73:FP:.:d16_plus:INDEL:hetManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes overlapping SNP on other haplotype in GATK No
1/27/2017 16:58:02 JZ HG001/NA12878 NISTv3.3.2 6154703485.AACA,AACACAC..BS=154703486;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelPG2016_1,HG001compoundhetindelRTG37_7_3,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc30to55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt101bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt51bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,lowcmp_SimpleRepeat_diTR_11to50,notinfunc_cds,notinmap_all,notinsegdupallGT:BD:BK:BI:QQ:BVT:BLT1|2:FN:am:d1_5,i1_5:.:INDEL:hetaltManual inspection of reads from other sequencing datasets from this genome, Evidence from phasing using pedigree or long/linked readsNo in PG Yes, tandem repeat

1/27/2017 16:58:51 JZ HG001/NA12878 NISTv3.3.2
890825520.TTGT,TTGTG..BS=90825521;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelRTG37_7_3,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc30to55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt101bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt51bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,lowcmp_SimpleRepeat_diTR_11to50,notinfunc_cds,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT1/2:303.73:FP:.:d1_5,i1_5:INDEL:hetalt

Manual inspection of reads from other sequencing datasets from this genomeNo err in PG in PG Yes, tandem repeat
1/27/2017 16:59:31 JZ HG001/NA12878 NISTv3.3.2 1088726907.CGTGTC..BS=88726908;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelNIST3_3_2,HG001compoundhetindelPG2016_1,HG001compoundhetindelRTG37_7_3,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecific,HG004allgenomespecificandifficult,HG004compoundhetindelNIST3_3_2,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc30to55_slop50,lowcmp_AllRepeats_51to200bp_gt95identity_merged,lowcmp_AllRepeats_51to200bp_gt95identity_merged_slop5,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt101bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt51bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,lowcmp_SimpleRepeat_diTR_51to200,notinfunc_cds,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT1/2Manual inspection of reads from other sequencing datasets from this genome, Evidence from phasing using pedigree or long/linked readsNo in PG Yes, tandem repeat
1/27/2017 17:00:27 JZ HG001/NA12878 NISTv3.3.2 1252325143.TATATATACGTATATATACACACACACT..BS=52325144;Regions=CONF,HG001SVs,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelRTG37_7_3,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc20to25_slop50,gc_l100_gclt25orgt65_slop50,gc_l100_gclt30orgt55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt101bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt51bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,lowcmp_SimpleRepeat_diTR_11to50,notinfunc_cds,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLTcomplexManual inspection of reads from other sequencing datasets from this genomeYes likely complex var err in PG Yes, tandem repeat
1/27/2017 17:01:08 JZ HG001/NA12878 NISTv3.3.2 1472138618.CTGTGTGTGTGC,CTGTGTGTGTGTG..BS=72138619;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelNIST3_3_2,HG001compoundhetindelRTG37_7_3,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc30to55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt101bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt51bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,lowcmp_SimpleRepeat_diTR_11to50,notinfunc_cds,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT1/2:791.73:FP:am:d6_15,i1_5:INDEL:hetaltManual inspection of reads from other sequencing datasets from this genomeNo partial PG call in GATK Yes, tandem repeat
1/27/2017 17:01:49 JZ HG001/NA12878 NISTv3.3.2 1760093276.CATATC,CATATATATATATATAT..BS=60093277;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelRTG37_7_3,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc20to25_slop50,gc_l100_gclt25orgt65_slop50,gc_l100_gclt30orgt55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt101bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt51bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,lowcmp_SimpleRepeat_diTR_11to50,notinfunc_cds,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT1/2:454.73:FP:.:d1_5,i6_15:INDEL:hetaltManual inspection of reads from other sequencing datasets from this genomeNo partial PG call in GATK Yes, tandem repeat
1/27/2017 17:03:19 JZ HG001/NA12878 NISTv3.3.2 1206321473.AATAATATATTACATAATATATTATGTTAATCTATTATATAATAGATTAACCTATTATATAATAGATTAACA..BS=206321474;Regions=CONF,HG001allgenomespecificandifficult,HG002HG003HG004SVs,HG002allgenomespecific,HG002allgenomespecificandifficult,HG003allgenomespecific,HG003allgenomespecificandifficult,HG004allgenomespecific,HG004allgenomespecificandifficult,HG005HG006HG007SVs,HG005allgenomespecific,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gclt15_slop50,gc_l100_gclt25orgt65_slop50,gc_l100_gclt30orgt55_slop50,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT.:.:.:.:.:NOCALL:nocall0/1:176.73:FP:.:d16_plus:INDEL:hetManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesI don't know unclear - maybe some support for smaller del in pacbio; 3.3.2 and PG call SNP onlyIt is unclear No
1/27/2017 17:05:46 JZ HG001/NA12878 NISTv3.3.2 2226185627.GTATACATATATGTATGTATATGCGCATATACATACATATATGTAG..BS=226185628;Regions=CONF,HG001allgenomespecificandifficult,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc20to25_slop50,gc_l100_gclt25orgt65_slop50,gc_l100_gclt30orgt55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,lowcmp_SimpleRepeat_quadTR_11to50,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT0/0Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo GATK FP Yes, variant and genotype are correctNo
1/27/2017 17:06:19 JZ HG001/NA12878 NISTv3.3.2 443128646.ATGTTTCTAAATGAGTTTCCTTCACTTCAACACTAGAGAAACTCATTTAGAAACATCCTCTTTGAAGA..BS=43128647;Regions=CONF,gc_l100_gc30to55_slop50,notinHG001allgenomespecificandifficult,notinHG002allgenomespecificandifficult,notinHG003allgenomespecificandifficult,notinHG004allgenomespecificandifficult,notinHG005allgenomespecificandifficult,notinalldifficultregions,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT0/0Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo GATK FP Yes, variant and genotype are correctNo
1/27/2017 17:07:03 JZ HG001/NA12878 NISTv3.3.2 5120902559.CAACATCTCACACCATATAAAAC..BS=120902560;Regions=CONF,HG001allgenomespecificandifficult,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc30to55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_SimpleRepeat_homopolymer_6to10,notinHG001allgenomespecificandifficult,notinHG002allgenomespecificandifficult,notinHG003allgenomespecificandifficult,notinHG004allgenomespecificandifficult,notinHG005allgenomespecificandifficult,notinalldifficultregions,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT0/1:44.73:FP:.:d16_plus:INDEL:hetManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo support in one 10X haplotype but only in 5% of pacbio and moleculo readsIt is unclear No
1/27/2017 17:07:46 JZ HG001/NA12878 NISTv3.3.2 897251664.ATTTATTCATATATATATA..BS=97251665;Regions=CONF,HG001allgenomespecificandifficult,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc30to55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_SimpleRepeat_diTR_11to50,notinHG001allgenomespecificandifficult,notinHG002allgenomespecificandifficult,notinHG003allgenomespecificandifficult,notinHG004allgenomespecificandifficult,notinHG005allgenomespecificandifficult,notinalldifficultregions,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT0/1:40.73:FP:.:d16_plus:INDEL:hetManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo support in one 10X haplotype but only in 5% of pacbio and moleculo readsIt is unclear No
1/27/2017 17:08:19 JZ HG001/NA12878 NISTv3.3.2 1084338012.TTGTAAGAAAATATTTTCTGACATCTAGGCTAAAATATCAATGAAACTCAAGTTTCTCTGATCATTGATATTTTAGCCTAGAT..BS=84338013;Regions=CONF,HG001allgenomespecificandifficult,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005HG006HG007SVs,HG005allgenomespecific,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc20to25_slop50,gc_l100_gc25to30_slop50,gc_l100_gclt25orgt65_slop50,gc_l100_gclt30orgt55_slop50,notinHG001allgenomespecificandifficult,notinHG002allgenomespecificandifficult,notinHG003allgenomespecificandifficult,notinHG004allgenomespecificandifficult,notinalldifficultregions,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT0/0Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo FP in GATK Yes, variant and genotype are correctNo
1/27/2017 17:09:00 JZ HG001/NA12878 NISTv3.3.2 1196506180.GTATATATATATATGTGTATATATAAGGTCCTTATATATACATATATATAAGGACCTTATATATACACAG..BS=96506181;Regions=CONF,HG001allgenomespecificandifficult,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecific,HG004allgenomespecificandifficult,HG004compoundhetindelNIST3_3_2,HG005HG006HG007SVs,HG005allgenomespecific,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc15to20_slop50,gc_l100_gclt25orgt65_slop50,gc_l100_gclt30orgt55_slop50,lowcmp_AllRepeats_51to200bp_gt95identity_merged,lowcmp_AllRepeats_51to200bp_gt95identity_merged_slop5,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRgt6_51to200bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRgt6_lt101bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRgt6_lt51bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,lowcmp_SimpleRepeat_diTR_11to50,notinfunc_cds,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT0/0Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo no evidence in pacbio - one read supports it in moleculo but could be an assembly errorYes, variant and genotype are correctNo
1/27/2017 17:09:45 JZ HG001/NA12878 NISTv3.3.2 1499666007.GTGTGTGTGTGTGTGCGCGCGCGCGCGCACGTGCACGTGTGTGCGTGTGTGCATGCATAG..BS=99666008;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001compoundhetindelRTG37_7_3,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecific,HG005allgenomespecificandifficult,HG005compoundhetindelNIST3_3_2,alldifficultregions,gc_l100_gc30to55_slop50,lowcmp_AllRepeats_gt95identity_slop5,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged,lowcmp_AllRepeats_lt51bpTRs_gt95identity_merged_slop5,lowcmp_AllRepeats_lt51bp_gt95identity_merged,lowcmp_AllRepeats_lt51bp_gt95identity_merged_slop5,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt101bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_TRlt7_lt51bp_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_gt95identity_merged,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,lowcmp_SimpleRepeat_diTR_11to50,notinHG002allgenomespecificandifficult,notinHG003allgenomespecificandifficult,notinHG004allgenomespecificandifficult,notinHG005allgenomespecificandifficult,notinalldifficultregions,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT0/1:605.73:FP:.:d16_plus:INDEL:hetManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo error in 3.3.2 bed due to del>50bp No, true call is missing from GIAB calls or both variant and genotype are incorrectYes, tandem repeat
1/27/2017 17:10:21 JZ HG001/NA12878 NISTv3.3.2 1846159351.TAGGGTTGCATACGGATGTGCACGAAGCCTCAGGGTCTGATTTGTGCGTGCCCATCAGGAGGCCCCATCCTGCCAAGGCT..BS=46159352;Regions=CONF,HG002HG003HG004SVs,HG002allgenomespecific,HG002allgenomespecificandifficult,HG003allgenomespecific,HG003allgenomespecificandifficult,HG004allgenomespecific,HG004allgenomespecificandifficult,HG005HG006HG007SVs,HG005allgenomespecific,HG005allgenomespecificandifficult,gc_l100_gc55to60_slop50,gc_l100_gclt30orgt55_slop50,notinHG001allgenomespecificandifficult,notinalldifficultregions,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT0/1:531.73:FP:.:d16_plus:INDEL:hetManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo error in 3.3.2 bed due to del>50bp No, true call is missing from GIAB calls or both variant and genotype are incorrectNo
1/27/2017 17:10:58 JZ HG001/NA12878 NISTv3.3.2 2054855774.TAGATATATCCACATAGATATCTAGATATATATGGATATATCTATAGATATCTATCTGGATATATCTATCT..BS=54855775;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001snpswithin10bpRTG37_7_3,HG002HG003HG004SVs,HG002allgenomespecific,HG002allgenomespecificandifficult,HG003allgenomespecific,HG003allgenomespecificandifficult,HG004allgenomespecific,HG004allgenomespecificandifficult,HG005HG006HG007SVs,HG005allgenomespecific,HG005allgenomespecificandifficult,alldifficultregions,gc_l100_gc20to25_slop50,gc_l100_gclt25orgt65_slop50,gc_l100_gclt30orgt55_slop50,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,notinfunc_cds,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,notinsegdupallGT:QQ:BD:BK:BI:BVT:BLT0/1:220.73:FP:.:d16_plus:INDEL:hetManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo error in 3.3.2 bed due to del>50bp; complex region Yes, variant and genotype are correctNo
1/27/2017 17:46:34 JZ HG001/NA12878 NISTv3.3.2 1146403678.AC..BS=146403678;Regions=CONF,HG001allgenomespecificandifficult,HG002HG003HG004SVs,HG002allgenomespecific,HG002allgenomespecificandifficult,HG003allgenomespecific,HG003allgenomespecificandifficult,HG004allgenomespecific,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,decoy,func_cds,gc_l100_gc55to60_slop50,gc_l100_gclt30orgt55_slop50,map_all,map_l100_m0_e0,map_l100_m1_e0,map_l100_m2_e0,map_l100_m2_e1,map_l125_m0_e0,map_l125_m1_e0,map_l125_m2_e0,map_l125_m2_e1,map_l150_m0_e0,map_l150_m1_e0,map_l150_m2_e0,map_l150_m2_e1,map_l250_m1_e0,map_l250_m2_e0,map_l250_m2_e1,map_siren,notinlowcmp_AllRepeats_gt95identity_slop5,segdup,segdupall,segdupwithaltGT:BD:BK:QQ:BI:BVT:BLT0|1:FN:am:.:tv:SNP:hetManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo good PG call, clear in 10X but lots of self-chain in PG No
1/27/2017 17:47:20 JZ HG001/NA12878 NISTv3.3.2 3195506037.GT..BS=195506037;Regions=CONF,HG001allgenomespecificandifficult,HG002HG003HG004SVs,HG002allgenomespecific,HG002allgenomespecificandifficult,HG003allgenomespecific,HG003allgenomespecificandifficult,HG004allgenomespecific,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,decoy,func_cds,gc_l100_gc55to60_slop50,gc_l100_gclt30orgt55_slop50,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,map_all,map_l100_m1_e0,map_l100_m2_e0,map_l100_m2_e1,map_l125_m1_e0,map_l125_m2_e0,map_l125_m2_e1,map_siren,notinlowcmp_AllRepeats_gt95identity_slop5,segdup,segdupallGT:BD:BK:BI:BVT:BLT1|1:FN:.:tv:SNP:homaltEvidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo very difficult to map but in 10X and het in husband so likely correctin PG No
1/27/2017 17:48:12 JZ HG001/NA12878 NISTv3.3.2 41388583.AG..BS=1388583;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001complexindelRTG37_7_3,HG002HG003HG004SVs,HG002allgenomespecific,HG002allgenomespecificandifficult,HG003allgenomespecific,HG003allgenomespecificandifficult,HG004allgenomespecific,HG004allgenomespecificandifficult,HG005HG006HG007SVs,HG005allgenomespecific,HG005allgenomespecificandifficult,alldifficultregions,func_cds,gc_l100_gc65to70_slop50,gc_l100_gclt25orgt65_slop50,gc_l100_gclt30orgt55_slop50,lowcmp_Human_Full_Genome_TRDB_hg19_150331_all_merged,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,segdup,segdupallGT:BD:BK:BI:BVT:BLT1|1:FN:.:ti:SNP:homaltEvidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes large complex del probably true but near large complex del not called by PGin PG No
1/27/2017 17:49:01 JZ HG001/NA12878 NISTv3.3.2 49347163.GC..BS=9347163;Regions=CONF,HG001SVs,HG001allgenomespecific,HG001allgenomespecificandifficult,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,func_cds,gc_l100_gc55to60_slop50,gc_l100_gclt30orgt55_slop50,map_all,map_l100_m0_e0,map_l100_m1_e0,map_l100_m2_e0,map_l100_m2_e1,map_l125_m0_e0,map_l125_m1_e0,map_l125_m2_e0,map_l125_m2_e1,map_l150_m0_e0,map_l150_m1_e0,map_l150_m2_e0,map_l150_m2_e1,map_l250_m0_e0,map_l250_m1_e0,map_l250_m2_e0,map_l250_m2_e1,map_siren,notinlowcmp_AllRepeats_gt95identity_slop5,segdup,segdupall,segdupwithaltGT:BD:BK:BI:BVT:BLT1|0:FN:.:tv:SNP:hetEvidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo in MQ0 from 10X, and not in MQ0 moleculo reads.  Maybe true but could also probably be in other homologous regions nearbyin PG No
1/27/2017 17:49:45 JZ HG001/NA12878 NISTv3.3.2 633052736.GA..BS=33052736;Regions=CONF,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001snpswithin10bpPG2016_1,HG001snpswithin10bpRTG37_7_3,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005HG006HG007SVs,HG005allgenomespecific,HG005allgenomespecificandifficult,alldifficultregions,func_cds,gc_l100_gc55to60_slop50,gc_l100_gclt30orgt55_slop50,map_all,map_siren,notinlowcmp_AllRepeats_gt95identity_slop5,segdup,segdupall,segdupwithaltGT:BD:BK:BI:BVT:BLT0|1:FN:.:ti:SNP:hetEvidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes many looks likely to be true variant in HLA near others in PG No
1/27/2017 17:50:25 JZ HG001/NA12878 NISTv3.3.2 811921922.CT..BS=11921922;Regions=CONF,HG001allgenomespecificandifficult,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,func_cds,gc_l100_gc30to55_slop50,map_all,map_l100_m0_e0,map_l100_m1_e0,map_l100_m2_e0,map_l100_m2_e1,map_l125_m0_e0,map_l125_m1_e0,map_l125_m2_e0,map_l125_m2_e1,map_l150_m0_e0,map_l150_m1_e0,map_l150_m2_e0,map_l150_m2_e1,map_l250_m0_e0,map_l250_m1_e0,map_l250_m2_e0,map_l250_m2_e1,map_siren,notinlowcmp_AllRepeats_gt95identity_slop5,segdup,segdupall,segdupwithaltGT:BD:BK:BI:BVT:BLT0|1:FN:.:ti:SNP:hetEvidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo very difficult to map, even for 10X and moleculo, but in reads, and in PacBio though high covin PG No
1/27/2017 18:06:51 JZ HG001/NA12878 NISTv3.3.2 11124252750.GA..BS=124252750;Regions=CONF,HG001allgenomespecificandifficult,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,func_cds,gc_l100_gc30to55_slop50,map_all,map_l100_m0_e0,map_l100_m1_e0,map_l100_m2_e0,map_l100_m2_e1,map_l125_m0_e0,map_l125_m1_e0,map_l125_m2_e0,map_l125_m2_e1,map_l150_m1_e0,map_l150_m2_e0,map_l150_m2_e1,map_siren,notinlowcmp_AllRepeats_gt95identity_slop5,segdup,segdupallGT:BD:BK:QQ:BI:BVT:BLT1|1:FN:am:.:ti:SNP:homaltEvidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo difficult to map, but looks correct in PG No
1/27/2017 18:07:48 JZ HG001/NA12878 NISTv3.3.2 1543856336.CG..BS=43856336;Regions=CONF,HG001SVs,HG001allgenomespecific,HG001allgenomespecificandifficult,HG001snpswithin10bpPG2016_1,HG002HG003HG004SVs,HG002allgenomespecific,HG002allgenomespecificandifficult,HG003allgenomespecific,HG003allgenomespecificandifficult,HG004allgenomespecific,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,func_cds,gc_l100_gc30to55_slop50,map_all,map_l100_m0_e0,map_l100_m1_e0,map_l100_m2_e0,map_l100_m2_e1,map_l125_m0_e0,map_l125_m1_e0,map_l125_m2_e0,map_l125_m2_e1,map_l150_m0_e0,map_l150_m1_e0,map_l150_m2_e0,map_l150_m2_e1,map_l250_m0_e0,map_l250_m1_e0,map_l250_m2_e0,map_l250_m2_e1,map_siren,notinlowcmp_AllRepeats_gt95identity_slop5,notinsegdupallGT:BD:BK:BI:BVT:BLT0/0Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo looks likely to be a mapping error from a locally duplicated sequence since in low MQ and discordant illumina reads and not in 10X, PB, or moleculoin PG No
1/27/2017 18:08:32 JZ HG001/NA12878 NISTv3.3.2 1721207865.CT..BS=21207865;Regions=CONF,HG001allgenomespecificandifficult,HG002allgenomespecificandifficult,HG003allgenomespecificandifficult,HG004allgenomespecificandifficult,HG005allgenomespecificandifficult,alldifficultregions,decoy,func_cds,gc_l100_gc65to70_slop50,gc_l100_gclt25orgt65_slop50,gc_l100_gclt30orgt55_slop50,notinlowcmp_AllRepeats_gt95identity_slop5,notinmap_all,segdupallGT:BD:BK:BI:BVT:BLT0/0Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo looks likely to be a mapping error from a locally duplicated sequence since in discordant illumina reads and not in 10X, PB, or moleculoin PG No
1/27/2017 18:09:23 JZ HG001/NA12878 NISTv3.3.2 1955316329.AG..BS=55316329;Regions=CONF,HG001allgenomespecificandifficult,HG002HG003HG004SVs,HG002allgenomespecific,HG002allgenomespecificandifficult,HG003allgenomespecific,HG003allgenomespecificandifficult,HG004allgenomespecific,HG004allgenomespecificandifficult,HG005HG006HG007SVs,HG005allgenomespecific,HG005allgenomespecificandifficult,alldifficultregions,func_cds,gc_l100_gc60to65_slop50,gc_l100_gclt30orgt55_slop50,map_all,map_l100_m1_e0,map_l100_m2_e0,map_l100_m2_e1,map_l125_m1_e0,map_l125_m2_e0,map_l125_m2_e1,map_l150_m1_e0,map_l150_m2_e0,map_l150_m2_e1,map_l250_m1_e0,map_l250_m2_e0,map_l250_m2_e1,map_siren,notinlowcmp_AllRepeats_gt95identity_slop5,segdup,segdupall,segdupwithaltGT:BD:BK:BI:BVT:BLT0|1:FN:.:ti:SNP:hetEvidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo in PB and the one 10X HP2 read, but not in moleculo. difficult to map so may be true but unclearin PG No
1/31/2017 15:42:39 JZ HG001/NA12878 NISTv3.3.2 chr112081944.CCTCTTGCCTCACTTCCTGCTTCCCTTC50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=1;callsetnames=HiSeqPE300xGATK;datasetsmissingcall=CGnormal,HiSeqPE300x,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_HiSeqPE300xfreebayes_filt;difficultregion=AllRepeats_51to200bp_gt95identity_mergedGT:PS:DP:ADALL:AD:GQ0/1:.:108:59,49:59,49:99Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo FN in PG Yes, variant and genotype are correctYes, tandem repeat GRCh38/hg38
1/31/2017 15:51:01 JZ HG001/NA12878 NISTv3.3.2 chr1206484095.TTTGTATTGTATTGTATTGTATTTGTATTGTATTGTATTGTATTGTATTGTA,T50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_51to200bp_gt95identity_mergedGT:PS:DP:ADALL:AD:GQ2|1:.:327:0,95,97:0,95,97:198Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo reference expanded by 5bp in GRCh38 Yes, variant and genotype are correctYes, tandem repeat GRCh38/hg38
1/31/2017 15:55:12 JZ HG001/NA12878 NISTv3.3.2 chr2221343100.GTATATAGTTTATAACTATTAACTAG50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=1;callsetnames=HiSeqPE300xGATK;datasetsmissingcall=CGnormal,HiSeqPE300x,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_51to200bp_gt95identity_mergedGT:PS:DP:ADALL:AD:GQ0/1:.:173:118,55:118,55:99Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo Yes, variant and genotype are correctYes, tandem repeat GRCh38/hg38
1/31/2017 15:59:14 JZ HG001/NA12878 NISTv3.3.2 chr534504617.GTTTCTTTCTTTCGTTTCTTTCTTTCTTTCTTTCTTTC,G50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=2;callsetnames=HiSeqPE300xGATK,10XGATKhaplo;datasetsmissingcall=CGnormal,HiSeqPE300x,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_51to200bp_gt95identity_mergedGT:PS:DP:ADALL:AD:GQ2|1:.:136:0,69,67:0,69,67:198Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes nearby SNPs PG only calls del Yes, variant and genotype are correctYes, tandem repeat GRCh38/hg38
1/31/2017 16:01:14 JZ HG001/NA12878 NISTv3.3.2 chr640636068.TTAC50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_HiSeqPE300xfreebayes_filt;difficultregion=AllRepeats_lt51bp_gt95identity_mergedGT:PS:DP:ADALL:AD:GQ1/1:.:288:5,136:5,136:198Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo FN in PG Yes, variant and genotype are correctYes, tandem repeat GRCh38/hg38
1/31/2017 16:04:02 JZ HG001/NA12878 NISTv3.3.2 chr793483416.GGAT50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes;datasetsmissingcall=CGnormal,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_51to200bp_gt95identity_merged,AllRepeats_lt51bp_gt95identity_mergedGT:PS:DP:ADALL:AD:GQ0/1:.:582:173,152:173,152:99Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes Preceding del on other haplotypeFN in PG Yes, variant and genotype are correctYes, tandem repeat GRCh38/hg38
1/31/2017 16:06:34 JZ HG001/NA12878 NISTv3.3.2 chr979330398.CCATTACTCAAAAATGTATTTTTGAGTAATT50PASSplatforms=3;platformnames=CG,Illumina,10X;datasets=3;datasetnames=CGnormal,HiSeqPE300x,10XChromium;callsets=4;callsetnames=CGnormal,HiSeqPE300xfreebayes,HiSeqPE300xGATK,10XGATKhaplo;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable;filt=CS_HiSeqPE300xGATK_filt,CS_CGnormal_filtGT:PS:DP:ADALL:AD:GQ0/1:.:447:120,118:0,0:315Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo FN in PG Yes, variant and genotype are correctYes, tandem repeat GRCh38/hg38
1/31/2017 16:08:58 JZ HG001/NA12878 NISTv3.3.2 chr1135220374.TC50PASSplatforms=4;platformnames=Illumina,CG,10X,Solid;datasets=4;datasetnames=HiSeqPE300x,CGnormal,10XChromium,SolidSE75bp;callsets=5;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,10XGATKhaplo,SolidSE75GATKHC;datasetsmissingcall=IonExome,SolidPE50x50bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callableGT:PS:DP:ADALL:AD:GQ0|1:35220367_G_C:616:136,142:173,165:1094Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes phased SNP called del in PG Yes, variant and genotype are correctNo GRCh38/hg38
1/31/2017 16:11:46 JZ HG001/NA12878 NISTv3.3.2 chr1320918732.AAGAATCGCTTGATTCTCCTTGAGGCAGGA50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=1;callsetnames=HiSeqPE300xGATK;datasetsmissingcall=CGnormal,HiSeqPE300x,10XChromium,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_51to200bp_gt95identity_mergedGT:PS:DP:ADALL:AD:GQ1/1:.:77:1,76:1,76:99Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo FN in PG Yes, variant and genotype are correctYes, tandem repeat GRCh38/hg38
1/31/2017 16:16:48 JZ HG001/NA12878 NISTv3.3.2 chr1717586216.AAAAGA50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=2;callsetnames=HiSeqPE300xGATK,10XGATKhaplo;datasetsmissingcall=CGnormal,HiSeqPE300x,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_51to200bp_gt95identity_merged,AllRepeats_lt51bp_gt95identity_mergedGT:PS:DP:ADALL:AD:GQ./.:.:62:18,44:18,44:198Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesI don't know PacBio has evidence for much larger del on one haplotype.  This del might be correct on one haplotype but hard to tell based on short reads.  PG has 2 short dels, but at least one should be longNo, true call is missing from GIAB calls or both variant and genotype are incorrectYes, tandem repeat GRCh38/hg38
1/31/2017 16:22:33 JZ HG001/NA12878 NISTv3.3.2 chr114874470.CCTGGA0PASSKM=12.2;KFP=0;KFF=0;MTD=bwa_platypusGT0|1 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo PG call looks like it should be aligned at the right of the TR, which is just over 50bp away, so not excluded by 3.3.2 bed.It is unclear Yes, tandem repeat GRCh38/hg38
1/31/2017 16:26:04 JZ HG001/NA12878 NISTv3.3.2 chr1236164920.GATG0PASSKM=1.2;KFP=3;KFF=0;MTD=bwa_platypusGT0|0 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes should be del of AG on left side of TRPG calls wrong del Yes, variant and genotype are correctYes, tandem repeat GRCh38/hg38
1/31/2017 16:43:31 JZ HG001/NA12878 NISTv3.3.2 chr389080865.CGTC50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_lt51bp_gt95identity_mergedGT:PS:DP:ADALL:AD:GQ1/1:.:421:0,208:0,208:198Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo err 4bp del in PG Yes, variant and genotype are correctYes, tandem repeat GRCh38/hg38
1/31/2017 16:49:14 JZ HG001/NA12878 NISTv3.3.2 chr640134221.GA0PASSKM=8.94;KFP=0;KFF=0;MTD=bwa_freebayes,bwa_platypus,isaac_strelkaGT./. Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes 2 nearby insertions PG misses nearby insertions Yes, variant and genotype are correctNo GRCh38/hg38
1/31/2017 17:11:17 JZ HG001/NA12878 NISTv3.3.2 chr830221270.TACTACAC,T50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_HiSeqPE300xfreebayes_filt;difficultregion=AllRepeats_lt51bp_gt95identity_mergedGT:PS:DP:ADALL:AD:GQ2|1:.:210:2,40,55:2,40,55:198Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo PG only calls del Yes, variant and genotype are correctYes, tandem repeat GRCh38/hg38
1/31/2017 17:13:58 JZ HG001/NA12878 NISTv3.3.2 chr1135220373.CTC0PASSKM=5.55;KFP=5;KFF=0;MTD=bwa_platypusGT./. Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes 2 phased SNPs PG miscalls SNP as del Yes, variant and genotype are correctNo GRCh38/hg38
1/31/2017 17:17:57 JZ HG001/NA12878 NISTv3.3.2 chr1479839991.GGTATC,C0PASSKM=10.4;KFP=0;KFF=0;MTD=bwa_freebayes,bwa_platypus,isaac_strelkaGT1|2 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo 3.3.2 misses SNP and calls only ins No, true call is missing from GIAB calls or both variant and genotype are incorrectYes, tandem repeat GRCh38/hg38
1/31/2017 21:16:09 JZ HG001/NA12878 NISTv3.3.2 chr1721991257.CT0PASSKM=8.86;KFP=0;KFF=0;MTD=bwa_freebayes,bwa_platypusGT1|0 Manual inspection of reads from other sequencing datasets from this genomeYes PG finds many other variantsin region that was fixed in GRCh38 - unclear why PG has calls hereIt is unclear No GRCh38/hg38
1/31/2017 21:19:56 JZ HG001/NA12878 NISTv3.3.2 chr1954233961.GA0PASSKM=7.43;KFP=0;KFF=0;MTD=bwa_freebayes,bwa_platypusGT1|0 Manual inspection of reads from other sequencing datasets from this genomeYes PG finds many similar nearby SNPsIn region in GRCh38 that was fixed and not in 37, so unclearIt is unclear No GRCh38/hg38
1/31/2017 21:32:51 JZ HG001/NA12878 NISTv3.3.2 chr2061838137.CCTGCCTGTC0PASSKM=11.2;KFP=0;KFF=0;MTD=bwa_gatk,bwa_platypus,isaac_strelkaGT0|1 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes SNP upstream phased not sure why v3.3.2 misses this and the nearby SNPNo, true call is missing from GIAB calls or both variant and genotype are incorrectYes, tandem repeat GRCh38/hg38

2/22/2017 13:30:01 JZ HG001/NA12878 NISTv3.3.2
15564399.TTG.PASSMTD=isaac_strelka;KM=13.00;KFP=0;KFF=0GT1|0
15564400.AG,AG.PASSMTD=isaac_strelka,bwa_platypus,bwa_gatk;KM=13.00;KFP=0;KFF=0GT1|2 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo error in freebayes outside highconf Yes, homopolymer GRCh37/hg19

2/22/2017 13:35:00 JZ HG001/NA12878 NISTv3.3.2 140283025.GA.PASSMTD=isaac_strelka,bwa_freebayes,bwa_gatk;KM=5.00;KFP=0;KFF=0GT0|1 Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes hom var snp downstream unclear - in low fraction of PB and half of reads in 10X haplotype 1, so possible de novo or duplicationoutside highconf No GRCh37/hg19

2/22/2017 13:38:10 JZ HG001/NA12878 NISTv3.3.2
155051986.GCG.PASSMTD=isaac_strelka,bwa_platypus;KM=8.38;KFP=0;KFF=0GT1|0
155051991.CTC.PASSMTD=isaac_strelka,bwa_platypus,bwa_gatk;KM=8.25;KFP=0;KFF=0GT0|1 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo partial call by freebayes outside highconf GRCh37/hg19

2/22/2017 13:53:36 JZ HG001/NA12878 NISTv3.3.2 188642749rs36113616ATA50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes;datasetsmissingcall=10XChromium;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5GT:PS:DP:ADALL:AD:GQ0/1:.:632:243,65:243,65:99Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo missed by PG outside highconf Yes, homopolymer GRCh37/hg19
2/22/2017 13:57:50 JZ HG001/NA12878 NISTv3.3.2 197669228.CCCAAAAAAAAAAAAAGAGAAAAAGTCTATAGGGAAAATTAACGCATGGAATTTTTTTCTGAACTCTGAAGATGGATGAAAGTTATGTGGTCACTCAATAACTAAGCAGACATTCACATTC50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=1;callsetnames=HiSeqPE300xGATK;datasetsmissingcall=HiSeqPE300x,10XChromium;callable=CS_HiSeqPE300xGATK_callable,CS_HiSeqPE300xfreebayes_callable;filt=CS_HiSeqPE300xfreebayes_filt;arbitrated=TRUE;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5:AllRepeats_lt51bp_gt95identity_merged_slop5:AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5:SimpleRepeat_imperfecthomopolgt10_slop5GT:PS:DP:ADALL:AD:GQ0/1:.:63:44,19:44,19:79Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo no evidence for this call from GATK outside highconf Yes, homopolymer GRCh37/hg19

2/22/2017 14:01:08 JZ HG001/NA12878 NISTv3.3.2
1162427545.GC.PASSMTD=cgi,bwa_freebayes,bwa_platypus,isaac_strelka,bwa_gatk;KM=8.83;KFP=0;KFF=0GT0|1
1162427550.CGGAAC.PASSMTD=isaac_strelka,bwa_freebayes,bwa_gatk;KM=7.83;KFP=0;KFF=0GT0|1 Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo outside highconf No GRCh37/hg19

2/22/2017 14:03:48 JZ HG001/NA12878 NISTv3.3.2 1223596686.GTTTGT,G50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes;datasetsmissingcall=10XChromium;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5GT:PS:DP:ADALL:AD:GQ2|1:.:570:0,251,37:0,251,37:99Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo partial compound het in PG outside highconf Yes, homopolymer GRCh37/hg19
5/12/2017 17:02:05 Justin Zook HG002/AJ Son NISTv3.3.2 1179324862.GC50PASSplatforms=2;platformnames=Illumina,CG;datasets=4;datasetnames=HiSeqPE300x,CGnormal,HiSeq250x250,HiSeqMatePair;callsets=7;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,HiSeq250x250GATK,HiSeq250x250freebayes,HiSeqMatePairGATK,HiSeqMatePairfreebayes;datasetsmissingcall=10XChromium,IonExome,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable,CS_HiSeq250x250GATK_callable,CS_HiSeq250x250freebayes_callable;filt=CS_HiSeqMatePairfreebayes_filtGT:DP:ADALL:AD:GQ:IGT:IPS:PS0/1:887:168,140:256,199:1107:0/1Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo good de novo; in ~90% of 10X HP2 reads Yes, variant and genotype are correctNo GRCh37/hg19
5/12/2017 17:03:56 JZ HG002/AJ Son NISTv3.3.2 2174126342.TC50PASSplatforms=4;platformnames=Illumina,CG,10X,Solid;datasets=6;datasetnames=HiSeqPE300x,CGnormal,HiSeq250x250,10XChromium,HiSeqMatePair,SolidSE75bp;callsets=9;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeq250x250GATK,HiSeqPE300xfreebayes,HiSeq250x250freebayes,10XGATKhaplo,HiSeqMatePairGATK,HiSeqMatePairfreebayes,SolidSE75GATKHC;datasetsmissingcall=IonExome;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeq250x250GATK_callable;filt=CS_HiSeq250x250freebayes_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:DP:ADALL:AD:GQ:IGT:IPS:PS0/1:1010:220,173:281,196:951:0/1Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo good de novo; in 100% of 10X HP1 reads Yes, variant and genotype are correctNo GRCh37/hg19
5/12/2017 17:06:17 JZ HG002/AJ Son NISTv3.3.2 3163911173.GA50PASSplatforms=3;platformnames=Illumina,CG,Solid;datasets=5;datasetnames=HiSeqPE300x,CGnormal,HiSeq250x250,HiSeqMatePair,SolidSE75bp;callsets=8;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,HiSeq250x250GATK,HiSeq250x250freebayes,HiSeqMatePairfreebayes,HiSeqMatePairGATK,SolidSE75GATKHC;datasetsmissingcall=10XChromium,IonExome;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable,CS_HiSeq250x250GATK_callable,CS_HiSeq250x250freebayes_callable,CS_HiSeqMatePairfreebayes_callable;filt=CS_HiSeqMatePairGATK_filt,CS_SolidSE75GATKHC_filtGT:DP:ADALL:AD:GQ:IGT:IPS:PS0|1:842:185,120:229,178:1332:0|1:163911157_C_T:163911157_C_TManual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes nearby phased SNP good de novo; in ~70% of reads with nearby SNP in 10X HP2Yes, variant and genotype are correctNo GRCh37/hg19
5/12/2017 17:08:11 JZ HG002/AJ Son NISTv3.3.2 515897778.GA50PASSplatforms=4;platformnames=Illumina,CG,10X,Solid;datasets=6;datasetnames=HiSeqPE300x,CGnormal,HiSeq250x250,10XChromium,HiSeqMatePair,SolidSE75bp;callsets=9;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,HiSeq250x250GATK,HiSeq250x250freebayes,10XGATKhaplo,HiSeqMatePairGATK,HiSeqMatePairfreebayes,SolidSE75GATKHC;datasetsmissingcall=IonExome;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable,CS_HiSeq250x250GATK_callable,CS_HiSeq250x250freebayes_callable,CS_10XGATKhaplo_callable;filt=CS_SolidSE75GATKHC_filtGT:DP:ADALL:AD:GQ:IGT:IPS:PS0/1:831:206,146:195,167:1246:0/1Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo good de novo; in ~70% of 10X HP1 reads Yes, variant and genotype are correctNo GRCh37/hg19
5/12/2017 17:10:12 JZ HG002/AJ Son NISTv3.3.2 667646214rs367707780CT50PASSplatforms=3;platformnames=Illumina,CG,Solid;datasets=5;datasetnames=HiSeqPE300x,CGnormal,HiSeq250x250,HiSeqMatePair,SolidSE75bp;callsets=8;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,HiSeq250x250GATK,HiSeq250x250freebayes,HiSeqMatePairGATK,HiSeqMatePairfreebayes,SolidSE75GATKHC;datasetsmissingcall=10XChromium,IonExome;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable,CS_HiSeq250x250GATK_callableGT:DP:ADALL:AD:GQ:IGT:IPS:PS0/1:848:176,147:212,168:1011:0/1Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo good de novo; in ~all 10X HP2 reads Yes, variant and genotype are correctNo GRCh37/hg19
5/12/2017 17:11:50 JZ HG002/AJ Son NISTv3.3.2 828521640.CG50PASSplatforms=4;platformnames=Illumina,CG,10X,Solid;datasets=6;datasetnames=HiSeqPE300x,CGnormal,HiSeq250x250,10XChromium,HiSeqMatePair,SolidSE75bp;callsets=9;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,HiSeq250x250GATK,10XGATKhaplo,HiSeq250x250freebayes,HiSeqMatePairGATK,HiSeqMatePairfreebayes,SolidSE75GATKHC;datasetsmissingcall=IonExome;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable,CS_HiSeq250x250GATK_callable,CS_10XGATKhaplo_callable;filt=CS_10XGATKhaplo_filtGT:DP:ADALL:AD:GQ:IGT:IPS:PS0/1:917:172,133:258,185:1112:0/1Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo good de novo; in ~all 10X HP2 reads Yes, variant and genotype are correctNo GRCh37/hg19
5/12/2017 17:23:47 JZ HG002/AJ Son NISTv3.3.2 1055505803.AC50PASSplatforms=4;platformnames=Illumina,CG,10X,Solid;datasets=6;datasetnames=HiSeqPE300x,CGnormal,HiSeq250x250,10XChromium,HiSeqMatePair,SolidSE75bp;callsets=9;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,HiSeq250x250GATK,HiSeq250x250freebayes,10XGATKhaplo,HiSeqMatePairfreebayes,HiSeqMatePairGATK,SolidSE75GATKHC;datasetsmissingcall=IonExome;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable,CS_HiSeq250x250GATK_callable,CS_HiSeq250x250freebayes_callable,CS_10XGATKhaplo_callable,CS_HiSeqMatePairfreebayes_callableGT:DP:ADALL:AD:GQ:IGT:IPS:PS0/1:874:217,144:223,154:1054:0/1Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo good de novo; in ~all 10X HP2 reads Yes, variant and genotype are correctNo GRCh37/hg19
5/12/2017 17:25:22 JZ HG002/AJ Son NISTv3.3.2 1275697159.AC50PASSplatforms=3;platformnames=Illumina,CG,Solid;datasets=5;datasetnames=HiSeqPE300x,CGnormal,HiSeq250x250,HiSeqMatePair,SolidSE75bp;callsets=8;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,HiSeq250x250GATK,HiSeq250x250freebayes,HiSeqMatePairGATK,HiSeqMatePairfreebayes,SolidSE75GATKHC;datasetsmissingcall=10XChromium,IonExome;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable,CS_HiSeq250x250GATK_callableGT:DP:ADALL:AD:GQ:IGT:IPS:PS0/1:962:201,166:234,198:979:0/1Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo good de novo; in ~90% 10X HP1 reads Yes, variant and genotype are correctNo GRCh37/hg19
5/12/2017 17:28:44 JZ HG002/AJ Son NISTv3.3.2 15        83717817        .        T        C        50        PASS        platforms=2;platformnames=Illumina,Solid;datasets=4;datasetnames=HiSeqPE300x,HiSeq250x250,HiSeqMatePair,SolidSE75bp;callsets=7;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,HiSeq250x250GATK,HiSeq250x250freebayes,HiSeqMatePairGATK,HiSeqMatePairfreebayes,SolidSE75GATKHC;datasetsmissingcall=CGnormal,10XChromium,IonExome;callable=CS_HiSeqPE300xGATK_callable,CS_HiSeqPE300xfreebayes_callable,CS_HiSeq250x250GATK_callable;filt=CS_HiSeqPE300xGATK_filt,CS_HiSeqPE300xfreebayes_filt        GT:DP:ADALL:AD:GQ:IGT:IPS:PS        0/1:918:189,112:41,27:396:0/1Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo double de novo at same position? 10X HP1 has both C and A SNPs here, which are also in PB and IlluminaIt is unclear No GRCh37/hg19
5/12/2017 17:30:27 JZ HG002/AJ Son NISTv3.3.2 1920073609.GA50PASSplatforms=4;platformnames=Illumina,CG,10X,Solid;datasets=6;datasetnames=HiSeqPE300x,CGnormal,HiSeq250x250,10XChromium,HiSeqMatePair,SolidSE75bp;callsets=9;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,HiSeq250x250GATK,10XGATKhaplo,HiSeq250x250freebayes,HiSeqMatePairGATK,HiSeqMatePairfreebayes,SolidSE75GATKHC;datasetsmissingcall=IonExome;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable,CS_HiSeq250x250GATK_callable,CS_10XGATKhaplo_callable;filt=CS_HiSeq250x250GATK_filt,CS_HiSeqMatePairGATK_filt,CS_HiSeqMatePairfreebayes_filtGT:DP:ADALL:AD:GQ:IGT:IPS:PS0/1:974:202,148:231,174:1176:0/1Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo good de novo; in ~80% of 10X HP2 reads Yes, variant and genotype are correctNo GRCh37/hg19
5/12/2017 17:36:29 JZ HG002/AJ Son NISTv3.3.2 1224063002.GGT50PASSplatforms=2;platformnames=Illumina,CG;datasets=4;datasetnames=HiSeqPE300x,CGnormal,HiSeq250x250,HiSeqMatePair;callsets=6;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeq250x250GATK,HiSeqPE300xfreebayes,HiSeq250x250freebayes,HiSeqMatePairfreebayes;datasetsmissingcall=10XChromium,HiSeqMatePair,IonExome,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeq250x250GATK_callable;filt=CS_HiSeqPE300xGATK_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:DP:ADALL:AD:GQ:IGT:IPS:PS0/1:837:154,104:84,54:438:0/1Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo good de novo in homopolymer; in HG2 only and most reads from 10X HP1Yes, variant and genotype are correctYes, homopolymer GRCh37/hg19
5/12/2017 17:38:37 JZ HG002/AJ Son NISTv3.3.2 2163751018.ATA50PASSplatforms=3;platformnames=Illumina,CG,Solid;datasets=5;datasetnames=HiSeqPE300x,CGnormal,HiSeq250x250,HiSeqMatePair,SolidSE75bp;callsets=8;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeq250x250GATK,HiSeqPE300xfreebayes,HiSeq250x250freebayes,HiSeqMatePairGATK,HiSeqMatePairfreebayes,SolidSE75GATKHC;datasetsmissingcall=10XChromium,IonExome;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeq250x250GATK_callable;filt=CS_HiSeqPE300xGATK_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:DP:ADALL:AD:GQ:IGT:IPS:PS0/1:890:232,154:38,40:632:0/1Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo good de novo in homopolyer; in HG2 only and in ~70% of 10X HP1 readsYes, variant and genotype are correctYes, homopolymer GRCh37/hg19
5/12/2017 17:41:56 JZ HG002/AJ Son NISTv3.3.2 380390235.AATAAAC50PASSplatforms=2;platformnames=Illumina,10X;datasets=3;datasetnames=HiSeqPE300x,HiSeq250x250,10XChromium;callsets=5;callsetnames=HiSeqPE300xGATK,HiSeq250x250GATK,HiSeqPE300xfreebayes,HiSeq250x250freebayes,10XGATKhaplo;datasetsmissingcall=CGnormal,HiSeqMatePair,IonExome,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_HiSeq250x250GATK_callable;filt=CS_CGnormal_filt,CS_HiSeqPE300xfreebayes_filt;difficultregion=AllRepeats_51to200bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5GT:DP:ADALL:AD:GQ:IGT:IPS:PS0/1:922:205,159:235,194:297:0/1Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes HG004 has indel actually a de novo SNP phased with an insertion in a TR inherited from HG004; in one 10X HPYes, variant and genotype are correctYes, tandem repeat GRCh37/hg19
5/12/2017 17:44:06 JZ HG002/AJ Son NISTv3.3.2 4171541553.TTA50PASSplatforms=3;platformnames=Illumina,CG,10X;datasets=5;datasetnames=HiSeqPE300x,CGnormal,HiSeq250x250,10XChromium,HiSeqMatePair;callsets=8;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,HiSeq250x250GATK,HiSeq250x250freebayes,10XGATKhaplo,HiSeqMatePairGATK,HiSeqMatePairfreebayes;datasetsmissingcall=IonExome,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable,CS_HiSeq250x250GATK_callableGT:DP:ADALL:AD:GQ:IGT:IPS:PS0/1:1028:188,181:261,251:1179:0/1Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo good de novo ins of A at end of short T homopolymerYes, variant and genotype are correctNo GRCh37/hg19
5/12/2017 17:46:21 JZ HG002/AJ Son NISTv3.3.2 5142140072.CTC50PASSplatforms=2;platformnames=Illumina,CG;datasets=3;datasetnames=HiSeqPE300x,HiSeq250x250,CGnormal;callsets=5;callsetnames=HiSeqPE300xGATK,HiSeq250x250GATK,CGnormal,HiSeqPE300xfreebayes,HiSeq250x250freebayes;datasetsmissingcall=10XChromium,HiSeqMatePair,IonExome,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_HiSeq250x250GATK_callable;filt=CS_HiSeqPE300xGATK_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5GT:DP:ADALL:AD:GQ:IGT:IPS:PS0/1:985:232,168:33,27:378:0/1Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo good de novo in long homopolymer; in many more reads in HG2 than HG3 or HG4Yes, variant and genotype are correctYes, homopolymer GRCh37/hg19
5/15/2017 11:36:09 JZ HG004/AJ Mother NISTv3.3.2 712221240rs199519252GGT50PASSplatforms=3;platformnames=Illumina,CG,10X;datasets=5;datasetnames=HiSeqPE300x,CGnormal,HiSeq250x250,10XChromium,HiSeqMatePair;callsets=5;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeq250x250GATK,10XGATKhaplo,HiSeqMatePairGATK;datasetsmissingcall=HiSeqPE300x,HiSeq250x250,HiSeqMatePair,IonExome,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5GT:DP:ADALL:AD:GQ:IGT:IPS:PS0/0Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes Multiple nearby SNPs on other haplotypeErroneously called a de novo in HG2 because the call is missed in HG4. It is missed due to QUAL<30 and GQ>60, which is mistakenly included in our callable regions but the variant is excluded by default by GATK GenotypeGVCFsNo, true call is missing from GIAB calls or both variant and genotype are incorrectYes, homopolymer GRCh37/hg19
5/15/2017 11:40:05 JZ HG002/AJ Son NISTv3.3.2 8110208058.ACA50PASSplatforms=3;platformnames=Illumina,CG,Solid;datasets=5;datasetnames=HiSeqPE300x,CGnormal,HiSeq250x250,HiSeqMatePair,SolidSE75bp;callsets=7;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,HiSeq250x250GATK,HiSeq250x250freebayes,HiSeqMatePairfreebayes,SolidSE75GATKHC;datasetsmissingcall=10XChromium,HiSeqMatePair,IonExome;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable,CS_HiSeqPE300xfreebayes_callable,CS_HiSeq250x250GATK_callable,CS_HiSeq250x250freebayes_callableGT:DP:ADALL:AD:GQ:IGT:IPS:PS0/1:744:160,102:225,146:608:0/1Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo good de novo del; in HG2 only and 1 10X HP Yes, variant and genotype are correctNo GRCh37/hg19
5/15/2017 11:45:32 JZ HG002/AJ Son NISTv3.3.2 1146356977rs56935902GCAG50PASSplatforms=2;platformnames=Illumina,10X;datasets=4;datasetnames=HiSeqPE300x,HiSeq250x250,10XChromium,HiSeqMatePair;callsets=7;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,HiSeq250x250GATK,HiSeq250x250freebayes,10XGATKhaplo,HiSeqMatePairGATK,HiSeqMatePairfreebayes;datasetsmissingcall=CGnormal,IonExome,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:DP:ADALL:AD:GQ:IGT:IPS:PS0/1:541:139,99:110,78:396:0/1Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo good de novo del in TR; in one 10X HP and only in HG2Yes, variant and genotype are correctYes, tandem repeat GRCh37/hg19
5/17/2017 10:28:00 JZ HG003/AJ Father NISTv3.3.2 1336115862rs3075505GGTG,GGTGTGTGT50PASSplatforms=1;platformnames=Illumina;datasets=3;datasetnames=HiSeqPE300x,HiSeq250x250,HiSeqMatePair;callsets=6;callsetnames=HiSeqPE300xGATK,HiSeq250x250GATK,HiSeqPE300xfreebayes,HiSeq250x250freebayes,HiSeqMatePairGATK,HiSeqMatePairfreebayes;datasetsmissingcall=CGnormal,10XChromium,IonExome,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_HiSeq250x250GATK_callable;filt=CS_HiSeq250x250GATK_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:DP:ADALL:AD:GQ:IGT:IPS:PS./.Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes see below HG3 has clear evidence for an insertion, deletion, and reference; 10X for HG3 has the insertion on HP1 and both the deletion and reference on HP2; since HG2 inherits the deletion from HG3, this appears to be a de novo mutation on HG3 that reverts the deletion to reference, though it could also be a sequencing errorIt is unclear Yes, tandem repeat GRCh37/hg19
5/17/2017 10:33:58 JZ HG002/AJ Son NISTv3.3.2 1666052923.TAT50PASSplatforms=2;platformnames=Illumina,10X;datasets=4;datasetnames=HiSeqPE300x,HiSeq250x250,10XChromium,HiSeqMatePair;callsets=4;callsetnames=HiSeqPE300xGATK,HiSeq250x250GATK,10XGATKhaplo,HiSeqMatePairGATK;datasetsmissingcall=CGnormal,HiSeqPE300x,HiSeq250x250,HiSeqMatePair,IonExome,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_CGnormal_filt,CS_HiSeq250x250GATK_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5GT:DP:ADALL:AD:GQ:IGT:IPS:PS0/1:195:97,93:87,84:396:0/1Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes SNP downstream at boundary of A and G homopolymersAppeared to be a de novo in our analysis, but appears to be an issue with harmonization since it is called as part of a complex variant in HG4Yes, variant and genotype are correctYes, homopolymer GRCh37/hg19

9/29/2017 5:55:05 matteo breno.matteo@gmail.com Mario Negri Institute HG001/NA12878 NISTv3.3.2

1196642969rs35507625CCTT50PASSplatforms=3;platformnames=Illumina,CG,10X;datasets=3;datasetnames=HiSeqPE300x,CGnormal,10XChromium;callsets=4;callsetnames=HiSeqPE300xGATK,CGnormal,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable,CS_CGnormal_callable;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:DP:ADALL:AD:GQ:IGT:IPS:PS1|0:588:129,137:156,163:546:0/1:.:PATMAT
1207959122.CTTTTCTTT,C50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=2;callsetnames=HiSeqPE300xGATK,10XGATKhaplo;datasetsmissingcall=CGnormal,HiSeqPE300x,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_CGnormal_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5GT:DP:ADALL:AD:GQ:IGT:IPS:PS2|1:376:0,183,188:0,183,188:198:2/1:.:PATMAT
1207959136.TA,TAA50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=2;callsetnames=HiSeqPE300xGATK,10XGATKhaplo;datasetsmissingcall=CGnormal,HiSeqPE300x,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;filt=CS_CGnormal_filt;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5,SimpleRepeat_imperfecthomopolgt10_slop5GT:DP:ADALL:AD:GQ:IGT:IPS:PS2|1:402:0,203,199:0,203,199:198:2/1:.:PATMAT
9123787697.TTACAC,TACACACAC50PASSplatforms=2;platformnames=Illumina,10X;datasets=2;datasetnames=HiSeqPE300x,10XChromium;callsets=3;callsetnames=HiSeqPE300xGATK,HiSeqPE300xfreebayes,10XGATKhaplo;datasetsmissingcall=CGnormal,IonExome,SolidPE50x50bp,SolidSE75bp;callable=CS_HiSeqPE300xGATK_callable;difficultregion=AllRepeats_lt51bp_gt95identity_merged_slop5GT:DP:ADALL:AD:GQ:IGT:IPS:PS1|2:423:0,107,96:0,107,96:198:1|2:.:PATMATManual inspection of reads from your assayNo All this MAL, likely homozygous reference,  are within or at the beginning of repeated stretch of the same nucleotide or tandem repeatsBoth GRCh37/hg19

12/18/2017 8:32:32 Daniel Cooke dcooke@well.ox.ac.uk University of Oxford HG001/NA12878 NISTv3.3.2 4 67663308 AGT A 1/1 (Homozygous variant) Manual inspection of reads from other sequencing datasets from this genome, Evidence from phasing using pedigree or long/linked readsYes Upstream SNV C>T @ 67663245 and downstream deletion ATGC>A @ 67663310. Both homozygous reference. Both calls in GIAB. However, GIAB calls also missing a homozygous SNV T>A @ 67663314.No, true call is missing from GIAB calls or both variant and genotype are incorrectNo GRCh37/hg19
12/18/2017 17:05:16 Daniel Cooke HG001/NA12878 NISTv3.3.2 3 153364384 TATATATATATTATATAATGAATATATATAT 0/1 (Heterozygous) Manual inspection of reads from other sequencing datasets from this genomeNo Overlaps high confidence region 3:153364399-153364408No, true call is missing from GIAB calls or both variant and genotype are incorrectYes, tandem repeat GRCh37/hg19

9/26/2018 10:10:16 JZ HG006/Chinese father NISTv3.3.2 1    1    199575562    indel    A    AACCAAAACAGCATGGTACTGGT 0/11 199575562 A AACCAAAACAGCATGGTACTGGT0/1 (Heterozygous) Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Found in HG5 but missed in HG6 No, true call is missing from GIAB calls or both variant and genotype are incorrectSort of a small tandem dup in LINEGRCh37/hg19
9/26/2018 10:29:11 JZ HG006/Chinese father NISTv3.3.2 10 81204896 A ACGGTGGGG 0/1 (Heterozygous) Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo Missed in HG6/7 due to CG missing the variant and filtered in illumina.  If we used the new repeats.bed, it would be excluded from CG callable regionsNo, true call is missing from GIAB calls or both variant and genotype are incorrectYes, tandem repeat GRCh37/hg19
9/26/2018 10:33:42 JZ HG007/Chinese mother NISTv3.3.2 12 106023374 A G 0/1 (Heterozygous) Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes MNP ~20bp away Missed by short paired end reads in HG7 due to multiple SNPs in LINE.  Clear in MP, 10x, and PBNo, true call is missing from GIAB calls or both variant and genotype are incorrectLINE GRCh37/hg19
9/26/2018 10:35:54 JZ HG005/Chinese son NISTv3.3.2 14 27216287 A G 0/1 (Heterozygous) Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Looks like clear de novo SNV in HG5 Yes, variant and genotype are correctLINE GRCh37/hg19
9/26/2018 10:49:04 JZ HG007/Chinese mother NISTv3.3.2 15 82091794 G A 0/1 (Heterozygous) Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes nearby SNV missed due to filtered in Illumina and homref in CG No, true call is missing from GIAB calls or both variant and genotype are incorrectLINE GRCh37/hg19
9/26/2018 10:50:25 JZ HG005/Chinese son NISTv3.3.2 16 64664663 T A 0/1 (Heterozygous) Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Clear de novo SNV Yes, variant and genotype are correctNo GRCh37/hg19
9/26/2018 10:52:03 JZ HG005/Chinese son NISTv3.3.2 3 169259825 AT A 0/1 (Heterozygous) Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Clear de novo del in HG5 Yes, variant and genotype are correctNo GRCh37/hg19
9/26/2018 10:54:14 JZ HG006/Chinese father NISTv3.3.2 5 161373483 C CAT 0/1 (Heterozygous) Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo missed in short TR due to hom ref in CG and filtered in Illumina in HG6No, true call is missing from GIAB calls or both variant and genotype are incorrectYes, tandem repeat GRCh37/hg19
9/26/2018 10:57:40 JZ HG006/Chinese father NISTv3.3.2 6 102743474 TA T 0/1 (Heterozygous) Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes multiple nearby SNVs called only by CG in HG6 but filtered, and missed by freebayesNo, true call is missing from GIAB calls or both variant and genotype are incorrectNo GRCh37/hg19
9/26/2018 10:58:49 JZ HG005/Chinese son NISTv3.3.2 9 135744981 G A 0/1 (Heterozygous) Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo clear de novo SNV in HG5 Yes, variant and genotype are correctNo GRCh37/hg19
9/26/2018 11:01:46 JZ HG005/Chinese son NISTv3.3.2 1 222003935 G A 0/1 (Heterozygous) Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Clear de novo SNV in HG5 Yes, variant and genotype are correctNo GRCh37/hg19
9/26/2018 12:47:02 JZ HG005/Chinese son NISTv3.3.2 12 76286739 A AC 0/1 (Heterozygous) Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo This looks correctly called in the trio and vcfeval makes an error in harmonizing the alleles because both parents have different complex variantsYes, variant and genotype are correctYes, homopolymer GRCh37/hg19
9/26/2018 12:53:43 JZ HG007/Chinese mother NISTv3.3.2 14 35363112 A AAAAT 0/1 (Heterozygous) Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo error from CG - should maybe remove all TRs from CGNo, true call is missing from GIAB calls or both variant and genotype are incorrectYes, tandem repeat GRCh37/hg19
9/26/2018 12:55:55 JZ HG006/Chinese father NISTv3.3.2 15 78111519 G GCGCCGCGC 0/1 (Heterozygous) Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo Error due to CG hom ref in low complexity No, true call is missing from GIAB calls or both variant and genotype are incorrectlow complexity GRCh37/hg19
9/26/2018 12:59:21 JZ HG005/Chinese son NISTv3.3.2 16 86386307 G GGATA 0/1 (Heterozygous) Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes SNV ~50bp away Appears to be clear de novo STR expansion in HG5, though interesting that parents have 4bp and 8bp contractions hereYes, variant and genotype are correctYes, tandem repeat GRCh37/hg19
9/26/2018 15:30:19 JZ HG005/Chinese son NISTv3.3.2 3 73212749 T C 0/1 (Heterozygous) Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo clear de novo SNV in HG5 Yes, variant and genotype are correctNo GRCh37/hg19
9/26/2018 15:31:46 JZ HG005/Chinese son NISTv3.3.2 5 116429257 C T 0/1 (Heterozygous) Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Clear de novo SNV in homopolymer in HG5 Yes, variant and genotype are correctYes, homopolymer GRCh37/hg19
9/26/2018 15:32:56 JZ HG005/Chinese son NISTv3.3.2 6 66781745 A T 0/1 (Heterozygous) Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Clear de novo SNV in HG5 Yes, variant and genotype are correctNo GRCh37/hg19
9/26/2018 15:36:40 JZ HG007/Chinese mother NISTv3.3.2 9 23821754 C CCCGCG 0/1 (Heterozygous) Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsYes SNV downstream hom ref error in TR from CG No, true call is missing from GIAB calls or both variant and genotype are incorrectYes, tandem repeat GRCh37/hg19
9/28/2018 15:14:21 JZ HG005/Chinese son NISTv3.3.2 10 46971971 C T 0/1 (Heterozygous) Manual inspection of reads from your assay, Manual inspection of reads from other sequencing datasets from this genome, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologies, Evidence from phasing using pedigree or long/linked readsNo Appears to be a duplicated region in HG5/7 since this and other variants are at low frequencies, so probably should be excluded as low confidenceIt is unclear Appears to be a duplicated region in HG5/7GRCh37/hg19

12/18/2019 9:42:40 Jakob Vesterstrøm jakob.vesterstroem@qiagen.comQiagen HG002/AJ Son NISTv3.3.2 13636454.TTTG,TTGTG200.00.Read_direction_test_probability=0.9766698414156595,0.6292445575453103,0.5642663988517275;Genotype=complex,complex,complex;QUAL=200.0,200.0,200.0;BaseQRankSum=,-3.62,0.07;Read_count=9,3,5;Read_position_test_probability=0.14299621385381678,0.406410251916827,0.24984084238979987;Read_coverage=17,17,17;Hyper-allelic=yes,yes,yes;Homopolymer_length=1,1,1;Reverse_read_coverage=12,12,12;#_unique_end_positions=9,3,5;Forward_read_coverage=5,5,5;Homopolymer=No,No,No;#_unique_start_positions=9,3,5GT:CLCAD2:DP0/2:9,3,5:170/1 (Heterozygous) Confirmation with second NGS method, Manual inspection of reads from other sequencing datasets from this genomeNo

The high-confidence callset calls two alleles: Insertion of TG and insertion of TGTG with count 33 and 23 out of a coverage of 192.
It seems unlikely that the remaining 136 matches (71%) should not yield an allele. 

I therefore propose that the reference allele be called along with either the TG insertion or the TGTG insertion (whichever is most frequent).No, Variant is correct but GIAB genotype is incorrectYes, tandem repeat GRCh37/hg19
5/21/2020 14:33:01 Robert Klein rklein@broadinstitute.org Broad Institute HG001/NA12878 NISTv3.3.2 1 1650787 T C 0/1 (Heterozygous) Manual inspection of reads from other sequencing datasets from this genomeYes There are additional variants at 1650797, 1650801, 1650807, 1650832, and 1650845No, true call is missing from GIAB calls or both variant and genotype are incorrectGRCh37/hg19

9/27/2024 2:51:05 Junyan junyan@hku.hk HKU HG001/NA12878 NISTv4.1 7 74053320 CTGTG C 1/1 (Homozygous variant) Manual inspection of reads from other sequencing datasets from this genomeNo It is unclear Yes, tandem repeat GRCh38/hg38

5/25/2016 13:01:46 Justin Zook NIST HG002/AJ Son NISTv3.2 Yes, the true call is homozygous reference
11431165rs9792879CT1297.77.AC=1;AF=0.500;AN=2;BaseQRankSum=-2.617e+00;ClippingRankSum=-4.200e-02;DB;DP=353;ExcessHet=3.0103;FS=8.225;MLEAC=1;MLEAF=0.500;MQ=69.94;MQRankSum=1.87;QD=3.68;ReadPosRankSum=3.79;SOR=1.140GT:AD:DP:GQ:PL0/1:280,73:353:99:1326,0,8982

Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo rs9792879 No Sequence is likely duplicated 30kb away

5/25/2016 13:10:55 Justin Zook NIST HG002/AJ Son NISTv3.2 Yes, the true call is homozygous reference
262844261rs202192327TC1359.77.AC=1;AF=0.500;AN=2;BaseQRankSum=-9.900e-02;ClippingRankSum=-1.070e-01;DB;DP=386;ExcessHet=3.0103;FS=8.892;MLEAC=1;MLEAF=0.500;MQ=70.00;MQRankSum=-5.140e-01;QD=3.52;ReadPosRankSum=5.99;SOR=1.226GT:AD:DP:GQ:PL0/1:323,63:386:99:1388,0,12085

Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes Likely false variants due to duplicationrs202192327 No Sequence likely duplicated ~22kb away

5/25/2016 13:16:07 Justin Zook NIST HG002/AJ Son NISTv3.2 Yes, the true call is homozygous reference
312913432rs200629844CA3740.77.AC=1;AF=0.500;AN=2;BaseQRankSum=0.600;ClippingRankSum=-9.670e-01;DB;DP=372;ExcessHet=3.0103;FS=7.658;MLEAC=1;MLEAF=0.500;MQ=70.00;MQRankSum=0.859;QD=10.06;ReadPosRankSum=-2.678e+00;SOR=0.885GT:AD:DP:GQ:PGT:PID:PL0/1:263,109:372:99:0|1:12913419_T_C:3769,0,10813

Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes Nearby false variants likely due to duplicationrs200629844 No Sequence likely duplicated ~958Kb away

5/25/2016 13:30:27 Justin Zook NIST HG002/AJ Son NISTv3.2 Yes, the true call is homozygous reference
4154217797.TG1532.77.AC=1;AF=0.500;AN=2;BaseQRankSum=-1.133e+01;ClippingRankSum=1.25;DP=241;ExcessHet=3.0103;FS=423.492;MLEAC=1;MLEAF=0.500;MQ=70.00;MQRankSum=-4.280e-01;QD=6.39;ReadPosRankSum=3.79;SOR=8.635GT:AD:DP:GQ:PGT:PID:PL0/1:166,74:240:99:0|1:154217791_T_G:1561,0,10870

Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes Nearby variants are likely due to SSE GGT False variant likely due to SSE from GGT in Illumina data.  There does appear to be a strand bias. 

5/25/2016 14:08:31 Justin Zook (jm) NIST HG002/AJ Son NISTv3.2 Yes, the true call is homozygous reference
668112484rs73459187AG1479.77.AC=1;AF=0.500;AN=2;BaseQRankSum=-1.390e-01;ClippingRankSum=0.838;DB;DP=379;ExcessHet=3.0103;FS=12.952;MLEAC=1;MLEAF=0.500;MQ=66.37;MQRankSum=-6.651e+00;QD=4.05;ReadPosRankSum=-9.320e-01;SOR=1.043GT:AD:DP:GQ:PGT:PID:PL0/1:303,62:365:99:0|1:68112484_A_G:1508,0,12339

Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes Nearby variants support evidence of duplication No Appears to be a duplicated region. Some mates map to decoy sequence and other chromosomes.

5/25/2016 15:26:24 Justin Zook NIST HG002/AJ Son NISTv3.2 Yes, the true call is homozygous reference
7114191840.CT1406.77.AC=1;AF=0.500;AN=2;BaseQRankSum=-1.144e+01;ClippingRankSum=1.15;DP=284;ExcessHet=3.0103;FS=382.670;MLEAC=1;MLEAF=0.500;MQ=70.00;MQRankSum=0.767;QD=4.97;ReadPosRankSum=4.69;SOR=8.932GT:AD:DP:GQ:PGT:PID:PL0/1:197,86:283:99:0|1:114191829_T_G:1435,0,6664

Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes Nearby "variants" appear to be SSE Yes, homopolymer False variant appear to be result of SSE within stretch of T's

5/25/2016 15:56:12 Justin Zook NIST HG002/AJ Son NISTv3.2 Yes, the true call is homozygous reference
9108895623.TG1682.77.AC=1;AF=0.500;AN=2;BaseQRankSum=-4.186e+00;ClippingRankSum=1.38;DP=126;ExcessHet=3.0103;FS=12.030;MLEAC=1;MLEAF=0.500;MQ=70.00;MQRankSum=1.95;QD=14.38;ReadPosRankSum=1.09;SOR=2.228GT:AD:DP:GQ:PL0/1:25,92:117:99:1711,0,225

Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes Nearby "variants" support SSE Yes, homopolymer Regions with many G's and Illumina has SSE in both directions. 

5/25/2016 16:05:53 Justin Zook NIST HG002/AJ Son NISTv3.2 Yes, the true call is homozygous reference
1099459960.AAGG1387.73.AC=1;AF=0.500;AN=2;BaseQRankSum=0.110;ClippingRankSum=-7.800e-01;DP=392;ExcessHet=3.0103;FS=28.008;MLEAC=1;MLEAF=0.500;MQ=64.77;MQRankSum=-1.020e+01;QD=4.26;ReadPosRankSum=4.40;SOR=1.163GT:AD:DP:GQ:PGT:PID:PL0/1:272,54:326:99:0|1:99459957_TGC_T:1425,0,11667

Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesYes Adjacent "variants" are also likely part of the duplicationNo Likely a duplication. No support for variant in PB and Illumina MP mates map in various locations. 

5/25/2016 16:16:40 Justin Zook NIST HG002/AJ Son NISTv3.2 Yes, the true call is homozygous reference
1275585521.GT2294.77.AC=1;AF=0.500;AN=2;BaseQRankSum=-7.270e-01;ClippingRankSum=-3.560e-01;DP=231;ExcessHet=3.0103;FS=9.424;MLEAC=1;MLEAF=0.500;MQ=58.47;MQRankSum=-9.523e+00;QD=10.11;ReadPosRankSum=2.94;SOR=1.465GT:AD:DP:GQ:PL0/1:133,94:227:99:2323,0,4526

Manual inspection of reads from other sequencing datasets from NA12878, Evidence from long reads, linked reads, long mate-pairs, or other long-range technologiesNo "Variant" 60bp likely part of the duplicated sequence.  No Appears to be duplicated region, mates mapping ~19.7Mb away.

5/25/2016 17:10:07 Justin Zook NIST HG002/AJ Son NISTv3.2 Yes, variant and genotype are correct
183306524.ACTCTCTACT,A50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=2;callsetnames=HiSeqPE300xfreebayes,HiSeqPE300xGATK;datasetsmissingcall=CGnormal,IonExome,SolidSE75bp;lowcov=CS_CGnormal_lowcov,CS_IonExomeTVC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xGATK_filtGT:PS:DP:GQ1|2:.:302:144

Manual inspection of reads from other sequencing datasets from NA12878Yes Yes, tandem repeat Likely issue with vcf eval comparison tool. This is a complex compound heterozygous site. 

5/25/2016 17:25:37 Justin Zook NIST HG002/AJ Son NISTv3.2 It is unclear
620757132.TC50PASSplatforms=1;platformnames=Illumina;datasets=1;datasetnames=HiSeqPE300x;callsets=1;callsetnames=HiSeqPE300xfreebayes;datasetsmissingcall=HiSeqPE300x,CGnormal,IonExome,SolidSE75bp;lowcov=CS_CGnormal_lowcov,CS_IonExomeTVC_lowcov,CS_SolidSE75GATKHC_lowcov;filt=CS_HiSeqPE300xGATK_filt;arbitrated=TRUEGT:PS:DP:GQ0/1:.:97:136

No reads cross over repeatYes Insertion and SNP phased with variant but difficult to callYes, tandem repeat Long imperfect tandem repeat with no reads other than PB crossing entire repeat. Should not be in high confidence region.


