
POG098 Ewing's Sarcoma2016/09/06

na%

diploid/tetraploidPloidy Model - 

Tumour Content - Page 20 of 42BCCA Confidential - For Research Purposes Only

SMALL SOMATIC MUTATIONS

MUTATIONAL SPECTRUM

SUMMARY OF SOMATIC EVENTS

23 [18]63 [3] [Frameshift]
# Protein coding indels

[Truncating]
protein coding SNVs
# Non-synonymous 

This section provides information for the somatic mutations described in the DETAILED 
GENOMIC ANALYSIS section, including SNVs and INDELs. Mutational burden analysis and 
mutation signature results are also reported in this section. Look in this section for details 
about mutation position, the sample in which mutations are detected, copy number and 
expression metrics.

SOMATIC MUTATIONS
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SMALL SOMATIC MUTATIONS

VARIANTS OF UNKNOWN SIGNIFICANCE IN KNOWN CANCER-RELATED GENES

Gene Transcript
Protein 
Change Location Ref/Alt Zygosity

Copy 
Change

LOH 
State

Ref/Alt 
DNA

Ref/Alt 
RNA

Expression 
(RPKM)

Fold Change
vs. unknown

TCGA
 %ile

VARIANTS OF BIOLOGICAL RELEVANCE

Gene Transcript
Protein 
Change Location Ref/Alt Zygosity

Copy 
Change

LOH 
State

Ref/Alt 
DNA

Ref/Alt 
RNA

Expression 
(RPKM)

Fold Change
vs. unknown

TCGA
 %ile

AKT1 ENST00000349310 p.Q79K 14:10524304
8

G>T hom [2/2] +1 NLOH 27/14 313/700 na na na

APC ENST00000457016 p.T1556fs 5:112175951 G>GA na -1 HET na/21 na/32 3.71 -1.01 95

BRAF ENST00000288602 p.V600E 7:140453136 A>T het [2/3] -2 HET 79/25 10/17 2.84 -1.36 90

SMAD4 ENST00000342988 p.D493N 18:48604655 G>A hom [2/2] +2 NLOH 57/22 110/151 6.38 -1.55 79

ENST00000588745 p.D397N 18:48604655 G>A hom [2/2] 0 NLOH 57/22 110/151 6.38 -1.55 79

VARIANTS OF PROGNOSTIC OR DIAGNOSTIC RELEVANCE

Gene Transcript
Protein 
Change Location Ref/Alt Zygosity

Copy 
Change

LOH 
State

Ref/Alt 
DNA

Ref/Alt 
RNA

Expression 
(RPKM)

Fold Change
vs. unknown

TCGA
 %ile

AKT1 ENST00000349310 p.Q79K 14:10524304
8

G>T hom [2/2] +2 NLOH 27/14 313/700 na na na

APC ENST00000457016 p.T1556fs 5:112175951 G>GA na -1 HET na/21 na/32 3.71 -1.01 95

BRAF ENST00000288602 p.V600E 7:140453136 A>T het [2/3] +1 HET 79/25 10/17 2.84 -1.36 90

SMAD4 ENST00000342988 p.D493N 18:48604655 G>A hom [2/2] 0 NLOH 57/22 110/151 6.38 -1.55 79

ENST00000588745 p.D397N 18:48604655 G>A hom [2/2] -1 NLOH 57/22 110/151 6.38 -1.55 79

SMALL MUTATIONS: GENOMIC DETAILS

VARIANTS OF POTENTIAL CLINICAL RELEVANCE

Gene Transcript
Protein 
Change Location Ref/Alt Zygosity

Copy 
Change

LOH 
State

Ref/Alt 
DNA

Ref/Alt 
RNA

Expression 
(RPKM)

Fold Change
vs. unknown

TCGA
 %ile

AKT1 ENST00000349310 p.Q79K 14:105243048 G>T hom [2/2] 0 NLOH 27/14 313/700 na na na

APC ENST00000457016 p.T1556fs 5:112175951 G>GA na +1 HET na/21 na/32 3.71 -1.01 95

BRAF ENST00000288602 p.V600E 7:140453136 A>T het [2/3] +1 HET 79/25 10/17 2.84 -1.36 90

SMAD4 ENST00000342988 p.D493N 18:48604655 G>A hom [2/2] 0 NLOH 57/22 110/151 6.38 -1.55 79

ENST00000588745 p.D397N 18:48604655 G>A hom [2/2] 0 NLOH 57/22 110/151 6.38 -1.55 79
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SMALL SOMATIC MUTATIONS

AKT1 ENST00000349310 p.Q79K 14:10524304
8

G>T hom [2/2] 0 NLOH 27/14 313/700 na na na

APC ENST00000457016 p.T1556fs 5:112175951 G>GA na +1 HET na/21 na/32 3.71 -1.01 95

BRAF ENST00000288602 p.V600E 7:140453136 A>T het [2/3] +1 HET 79/25 10/17 2.84 -1.36 90

SMAD4 ENST00000342988 p.D493N 18:48604655 G>A hom [2/2] 0 NLOH 57/22 110/151 6.38 -1.55 79

ENST00000588745 p.D397N 18:48604655 G>A hom [2/2] 0 NLOH 57/22 110/151 6.38 -1.55 79




