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Figure S1. Translocations in patient 4 by means of OGM. The upper green bars indicate the reference maps. The maps of
the patient are displayed in blue/turquoise; the breakpoints are marked with red lines. Genes located within the shown
regions are given above or below. (a) Translocation t(X;20)(q27.1;,q11.22), half of the patient map fits to chromosome chr
Xq27.1, the other half fits to chr 20q11.22. The breakpoints occur in FGF13 on chr X and in an intergenic region on chr 20.
(b) Translocation dic(9;20)(p13.1;q11.23) half of the patient map fits to chromosome chr 9p13.1, the other half fits to
chr 20q11.23. The breakpoints occur in an intergenic region on chr 9 and in ARHGAP40 on chr 20.

Genes 9(134.13 PRQMI] l::)ﬁ‘SCI ABL1 ; i FIBCD1
Exon 2
1 H He M 1 ]I. 1 T I H rrn 1
Exons 9q34.13 f " ' I R v
\'a'»"ba * \'5'56“ \'&"6‘) \'5'511‘k \’5'51"‘A \@%w \'ﬁé"
spets Nt i Vi
|

Patient 4

12p13.2

Genes 12p13.2 ETve

Exon 5 ]
v H [0 1

* Exons before/after the breakpoint

Exons 12p13.2

Figure S2. Insertion (12;9) in patient 4 by means of OGM. The green bars indicate the reference maps. The map of the
patient is displayed in blue. Genes and Exons located within the shown regions are given above or below. Genomic ma-
terial from chromosome 9 (133722840_133791173) containing exon 2-11 of the ABL gene is inserted in chromosome 12
between position 12034841 and 12043458. The insertion is leading to a fusion of ETV6 and ABLI schematically shown



below. Due to the label distribution, it is also possible that the fusion gene contains exon 6 and/or exon 7 of ETV6. The de
novo assembly algorithm detected the insertion, however, the RVP was used to identify the inserted material.
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Figure S3. Bi-allelic deletion in RB1 (chr 13q14) in patient 8 by means of OGM. The green bar indicates the reference map.
The maps of the patient are displayed in blue. Genes located within the shown regions are given above or below. The
overlapping deletions targeting RB1 are 90.6 kb and 163.8 kb large and marked with a red arrow.

Table S1. Quality report of de novo assemblies.

Sample 1 2 3 4 5 6 7 8 9 10 11 12 Total
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