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Abstract

We provide the following supplemental material for the paper "Variant View: Vi-
sualizing Sequence Variants in their Gene Context" by Joel A. Ferstay, Cydney B.
Nielsen, and Tamara Munzner.

• Appendix A: Supplementary Figures

• Video: A demonstration of the Variant View tool. (QuickTime movie H.264
codec tested on Quicktime Version 10.1)
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Appendix A: Supplementary Figures
In addition to retrieving and inspecting known variants in important AML genes, our
analysts successfully used Variant View to discover interesting candidate genes. Figure
S1(a) and (b) shows two more of these genes, in addition to the one shown in Figure
1 of the main paper. The gene names have been sanitized since their research is still
ongoing and sample IDs in all examples have been sanitized to protect patient privacy.
Figure S1(a) and (b) show either diverse or uniform variant types, respectively, within
their hotspots that would not be detected by the hotspot metric alone. Interpretation of
the biological importance of this variant diversity requires human judgement.
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Mutation Type
Reference A.A.s
Variant A.A.s

Transcript
trans-anon

Protein
A.A. Chain

Variant Data
Patient ID Chr. Coord. Ref Base Var Base dbSNP129 dbSNP135 dbSNP137 COSMIC A.A. Chng. Gene RefSeq ID
pid-anon 97784148 C T . . . T127M gene-anon trans-anon
pid-anon 97854983 C T . . . S734L gene-anon trans-anon
pid-anon 97854983 C T . . . S734L gene-anon trans-anon
pid-anon 97854983 C T . . . S734L gene-anon trans-anon
pid-anon 97854983 C T . . . S734L gene-anon trans-anon
pid-anon 97854983 C T . . . S734L gene-anon trans-anon
pid-anon 97854983 C T . . . S734L gene-anon trans-anon
pid-anon 97866233 A G . . . E943G gene-anon trans-anon
pid-anon 97867956 C T . . . P959S gene-anon trans-anon
pid-anon 97867960 C G . . . A960G gene-anon trans-anon
pid-anon 97868086 T C . . . L972S gene-anon trans-anon
pid-anon 97868088 G A . . . G973S gene-anon trans-anon
pid-anon 97881287 C G . . . F1242L gene-anon trans-anon
pid-anon 97911205 G T . . . M1627I gene-anon trans-anon

Alternative Transcripts: gene-anon (trans-anon)

(a)

13-06-26 12:11 PMVariant Visualization

Page 1 of 1http://localhost:8888/VariantViewDemo.html

STAG2 (NM_001042749)
TNRC18 (NM_001080495)
WT1 (NM_000378)
ABCA13 (NM_152701)
CEBPA (NM_004364)
TET2 (NM_001127208)
DNAH10 (NM_207437)
GPSM1 (NM_015597)
ASXL1 (NM_015338)
DNAH1 (NM_015512)
DNAH6 (NM_001370)
FAT1 (NM_005245)
MDN1 (NM_014611)
PTPN11 (NM_002834)
SYNE1 (NM_033071)
ALMS1 (NM_015120)
C10orf68 (NM_024688)
CCDC88C (NM_001080414)
DNAH11 (NM_003777)
DNAH3 (NM_017539)
DNAH9 (NM_001372)
FAT2 (NM_001447)
KIT (NM_000222)
KIT (NM_001093772)
MEGF6 (NM_001409)
MPDZ (NM_001261406)
MUC22 (NM_001198815)
PHRF1 (NM_020901)
TDRD6 (NM_001010870)
USP24 (NM_015306)
ZNF469 (NM_001127464)
AGAP6 (NM_001077665)
CHTF18 (NM_022092)
CSMD1 (NM_033225)
FNDC1 (NM_032532)
HERC2 (NM_004667)
ITGA8 (NM_003638)
JAK2 (NM_004972)
MLL2 (NM_003482)
NRAS (NM_002524)
NUDT17 (NM_001012758)
RREB1 (NM_001003698)
SACS (NM_014363)
SETD2 (NM_014159)
SPTBN5 (NM_016642)
SRRM2 (NM_016333)
THSD7B (NM_001080427)
ZFHX4 (NM_024721)
ADAMTS7 (NM_014272)
ANGPTL6 (NM_031917)
ANKRD30A (NM_052997)
BEST3 (NM_032735)
CEP290 (NM_025114)
CPEB2 (NM_001177381)
DNAH17 (NM_173628)
DNAH7 (NM_018897)
EP300 (NM_001429)
FAM151A (NM_176782)
FRAS1 (NM_025074)

Gene Search:  Submit

Sort By Gene:
Alpha Cluster Score Variant Count

Variants
G
T
R
S
E

E

G
T
R
S
E

E

G
T
R
S
E

E

G
T
R
S
E

E

G
T
R
S
E

E

G
T
R
S
E

E

G
T
R
S
E

E

R

Q

D

N

Mutation Type
Reference A.A.s
Variant A.A.s

Transcript
trans-anon

Protein
A.A. Chain
Comp. Biases
Zinc-Fingers
Mod. Residue

Variant Data
Patient ID Chr. Coord. Ref Base Var Base dbSNP129 dbSNP135 dbSNP137 COSMIC A.A. Chng. Gene RefSeq ID
pid-anon 608502 CGGACGCGCGGACGCG. . . GTRSE101 gene-anon trans-anon
pid-anon 608502 CGGACGCGCGGACGCG. . . GTRSE101 gene-anon trans-anon
pid-anon 608502 CGGACGCGCGGACGCG. . . GTRSE101 gene-anon trans-anon
pid-anon 608502 CGGACGCGCGGACGCG. . . GTRSE101 gene-anon trans-anon
pid-anon 608502 CGGACGCGCGGACGCG. . . GTRSE101 gene-anon trans-anon
pid-anon 608502 CGGACGCGCGGACGCG. . . GTRSE101 gene-anon trans-anon
pid-anon 608502 CGGACGCGCGGACGCG. . . GTRSE101 gene-anon trans-anon
pid-anon 608641 G A . . . R1061Q gene-anon trans-anon
pid-anon 609228 G A . . . D1257N gene-anon trans-anon

Alternative Transcripts: gene-anon (trans-anon)

(b)

Figure 1: Variant View has proved useful for analysts in the discovery process of iden-
tifying new candidate genes. (Gene names sanitized as their follow-up research is still
ongoing.) (a) The clear hotspots indicated a gene of interest. (b) The fact that the vari-
ants strike a range in a known function region type was the most informative aspect of
this layout.
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Figure 2: The Ensembl variation image’s track-based view typically requires vertical
scrolling, particularly to see variants across multiple alternative transcripts since each
possible transcript and associated protein regions are stacked. The full display is la-
belled (A); this view extends across nearly seven pages when printed out directly from
the browser. Variants are encoded as thin, vertical, colored lines. The region labelled
(B) shows a magnified cropping of the display that includes a transcript scope similar
to Variant View. The region labelled (C) shows protein regions which are also included
in Variant View.
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