
























Supplementary Table 1. Clinical data and molecular testing performed on CCSK cases

Case Age (yrs) Sex Tumor* Normal RNA-seq WES

347 0.9 M Y B, K Y Y ITD

383 1.1 M Y K Y N ITD

385 1.9 M Y K Y N ITD

380 1.2 M Y N Y N ITD

381 2.3 F Y N Y N wt

382 1.8 M Y K Y N ITD

384 2.2 M Y N Y N ITD

474 0.6 M Y* N N N ITD

495 1.9 M Y K N N wt

497 1.1 M Y N N N wt

499 3.5 F Y K N N ITD

501 1.6 F Y* K N N ITD

504 2.7 F Y K N N ITD

624 2.9 M Y K N N ITD

Age at time of original diagnosis. Targeted denotes targeted BCOR testing performed. *Tumor samples 

also available from metastatic relapse. WES, whole exome sequencing; RNA-seq, RNA-sequencing; Y, yes; 

N, no; B, blood; K, kidney; M, male; F; female; ITD, internal tandem duplication; wt, wild-type.
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Supplementary Table 2. Somatic mutations identified by WES in case 347T

Gene Chr

Position 

(hg19) REF ALT

RefSeq 

Transcript Exon DNA Amino acid Domain Variant Class

Variant 

Fraction 

(%)

BCOR X 39911363 C A NM_0011233

85

15 c.5171_5266d

up

p.L1724_W

1755dup

PCGF Ub-like fold 

Discriminator

Duplication 

(non-

frameshift)

33.91

AZGP1 7 99565862 G A NM_001185 3 c.C529T p.R177W Class I 

Histocompatibilit

y antigen, 

domains alpha 1 

and 2

Missense 6.03

USP7 16 8995093 T C NM_003470 20 c.2048-2A>G ICP0-binding 

domain

Splicing 47.45

Ref, Reference allele; Alt, alternate allele



Supplementary Table 3. Primers used for PCR and RT-PCR analysis of BCOR

Primer Name Primer sequence Expected product size (bp)

BCOR-ITD_F 5'-TCTTGTTCTCTTGCTCCAAAGAC -3' 252*

BCOR-ITD_R 5'-TGTAATAGTGTCCTTTCTTTACAGA -3'

BCOR-ITD_Intron 14_F 5'-TGGTCCACTTGGGTTGGTAG -3' 441

BCOR-ITD_3UTR_R 5'-TGACACATATGCACAAGGATTAACA -3'

BCOR-RT_F 5'-GGCTATGATGTTTTAGCCAACC -3' 491

BCOR-RT_R 5'-TGACACATATGCACAAGGATTAACA -3'

*288 bp with M13 tags as used in this study.



Supplementary Table 4. Gene sets most significantly 

enriched by GSEA analysis in ITD+ CCSK relative to 

Wilms tumors 

GSEA GENE SET NAME

GENE 

SET  

SIZE ES NES

NOM p-

value

FDR q-

value

FWER p-

value

BENPORATH_PRC2_TARGETS 312 0.57 3.87 0 0 0
MIKKELSEN_NPC_HCP_WITH_H3K27ME3 151 0.56 3.67 0 0 0
MEISSNER_NPC_HCP_WITH_H3K4ME2_AND_H3K27ME3 174 0.56 3.57 0 0 0
MIKKELSEN_IPS_WITH_HCP_H3K27ME3 41 0.69 3.40 0 0 0
HOMEOBOXUNIPROT 80 0.59 3.38 0 0 0
MIKKELSEN_MCV6_HCP_WITH_H3K27ME3 200 0.50 3.35 0 0 0
MIKKELSEN_NPC_HCP_WITH_H3K4ME3_AND_H3K27ME3 129 0.50 3.10 0 0 0
MIKKELSEN_MEF_HCP_WITH_H3K27ME3 201 0.46 3.05 0 0 0
KEGG_BASAL_CELL_CARCINOMA 35 0.62 2.93 0 0 0
MEISSNER_BRAIN_HCP_WITH_H3K27ME3 113 0.47 2.88 0 0 0
RODRIGUES_NTN1_TARGETS_UP 14 0.78 2.84 0 0 0
MEISSNER_NPC_HCP_WITH_H3K4ME3_AND_H3K27ME3 95 0.49 2.84 0 0 0
PEREZ_TP53_AND_TP63_TARGETS 159 0.39 2.61 0 4.39E-04 0.0033
MEISSNER_NPC_HCP_WITH_H3K27ME3 33 0.56 2.61 0 4.45E-04 0.0035

GSEA, Gene Set Enrichment Analysis; ES, Enrichment Score; NES, Normalized Enrichment Score; NOM p-value, Nominal p-value; FDR, 

False Discovery Rate; FWER, Familywise-Error Rate




