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Fig S1 ETV6-ABL1 fusion transcript variants.
Schematic representation of two types of ETV6-ABL1 fusion transcript. Type A transcript differs from type B transcript
by the absence of ETV6 exon 5. Grey boxes represent ETV6 and white boxes ABL1 exons. Black triangles represent
primers used for detection of fusion transcript by RT-PCR. Primer pair annealing to exon 4 of ETV6 and to exon 3 of
ABL1 was primarily designed to detect type A fusion (resulting in PCR product of 364 base pairs ), however, using
good quality cDNA it can also co-amplify type B fusion (resulting in PCR product of 910 base pairs). White triangles
represent primers used for quantification of individual transcript types by qRT-PCR. For the primer sequences see the
Methods.

Figure S1



Fig S2 Genomic regions recurrently affected by CNA in ETV6/ABL1-positive malignancies.
All regions where losses (L) or gains (G) of at least 2 individual cases overlap are included. No regions of recurrent UPD were found. Regions which include selected
important genes recurrently affected in human ALL are displayed in bold font and bright colors. Samples from the first disease manifestation are displayed in bold,
samples from disease recurrence are labeled by “R“ and the order of recurrence in roman numerals. Regions of CNA with mosaic character (probably subclonal
aberrations) with a small shift of copy number value which cannot be univocally called as losses/gains are in grey (considered as losses for this analysis).
Sample 06-ch-ALL reffered on Figure 2 was not included in this analysis as exact genomic co-ordinates of identified CNA were not available.
Abbreviations: CNA, copy number aberration; UPD, uniparental disomy.

Figure S2
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Fig S3: Chromosomal localization of ETV6-ABL1 fusion and results of FISH with commercial ETV6 and ABL1 probes.
(A) Chromosomal localization of ETV6-ABL1 fusion. In contrast to the even distribution of fusion location between chromosomes 12 and 9 in MPN/AML (8:8), in all 10 BCP-ALL cases 

where the chromosomal location could be identified, the ETV6-ABL1 fusion was present on chromosome 12. 
(B) results of FISH with commercial ETV6 and ABL1 probes (used for BCR-ABL1 and ETV6-RUNX1 screening) in cases with the fusion localized on chromosomes 9 and 12. The BCR-
ABL1 commercial probes reliably detected the ABL1 disruption in cases with fusion on chromosome 12 (13/14 results showed aberrant pattern), while most of the analyses looked 
normal in cases with fusion on chromosome 9 (6 normal, 2 aberrant (1 only on interphases)). Correspondingly, ETV6 FISH with standard commercial probes showed aberrant pattern 
in all 4 cases with fusion on chromosome 9 (albeit 2 only on metaphases), while 9/13 cases with fusion on chromosome 12 looked normal, 2 showed just trisomy 12 and only 2 were 
aberrant (1 only on interphases).



Figure S4

Fig S4 Frequency of selected aberrations in ETV6-ABL1 patients and in selected studies.
Frequency of selected aberrations reported in published studies7,49-51 is shown to illustrate similarity of CNA profiles
between ETV6-ABL1-positive, BCR-ABL1-positive (Ph-positive) and BCR-ABL1-like (Ph-like) ALL.
Abbreviations: Ph, Philadelphia chromosome; a, adult; ch, childhood; neg, negative; pos, positive; n.r., not reported.
& Frequency of CDKN2A deletions.
* Relatively high frequency of ETV6 deletions in ETV6-ABL1-positive cases compared to BCR-ABL1-positive ALL
probably does not reflect frequency of genuine secondary ETV6 loss but rather results from ETV6 loss during primary
genomic rearrangement.







 

Losses Gains UPDs UN

01-ch-ALL 9 9 - - -

02-ch-ALL 5 5 - - -

05-ch-ALL 6 6 - - -

05-ch-ALL-RII* 5 5 - - -

08-ch-ALL 6 3 3 - -

09-ch-ALL 13 12 1 - -

10-ch-ALL 18 13 5 - -

11-ch-ALL 4 3 1 - -

12-ch-ALL 9 8 1 - -

13-ch-LBL 23 21 1 1 -

13-ch-LBL-RII* 26 23 1 - 2

14-a-ALL 29 28 1 - -

15-a-ALL 3 3 - - -

17-a-ALL 13 11 2 - -

19-a-ALL 2 2 - - -

22-a-ALL 10 8 1 1 -

34-a-MPN 0 - - - -

34-a-MPN-RI* 15 15 - - -

34-a-MPN-RII* 22 21 - - 1

38-a-MPN 0 - - - -

40-a-MPN 12 10 2 - -

Table S3. Total numbers of CNA and particular CNA

subtypes in ETV6-ABL1 -positive cases analyzed by

SNParray

total  Case ID

Abbreviations: CNA, copy number aberration; UPD, 

uniparental disomy; UN, uncertain - aberration w ith 

mosaic character (e.g. subclonal change) w ith a small 

shift of copy number value w hich cannot be univocally 

called as loss/gain.

* Disease recurrences; the order of recurrence(s) is 

displayed in roman numerals.


