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Additional file 2: Fig. S1 G-banding of the present patient. Arrows point chromosomes with aberrant structure.
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Additional file 2: Fig. S2 Representative results of the PCR-amplification of DNA fragments containing the fusion
junctions. The numbers of the breakpoints correspond to those of Fig. S3. P, F, M, and NC denote the patient,

father, mother, and negative control, respectively.
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2a(+)  TAGTGCTAAGTGTTTTGTACRATTTCTTGTGAGTGCGAAG 2c(-) CGTTGGTGGGACTGTAAACTAGTTCAACCATTGTGGAAGT
(1) Patient TAGTGCTAAGTGTTTTGTACAGTTCAACCATTGTGGAAGT (3) Patient CGTTGGTGGGACTGTAAACTCCTTCCAGTGCTGCTCCAGT
2b(-)  TGTTGGTGGGACTGTAAACTAGTTCAACCATTGTGGAAGT 2d (+)  TTTAGAGTAAGTGCCAAAGGCCTTCCAGTGCTGCTCCAGT
2b (-) CTTCGCACTCACAAGAAATTGTACAAAACACTTAGCACTA 2d (+) AACTTCATTTTTGGTGATCCA{CTAAGCAAAAGTTTTATT
(2) Patient |CTTCGCACTCACAAGAAATTCCTTTGGCACTTACTCTAAA (4) Patient |AACTTCATTTTTGGTGATCCAGCATGATGCCTCCAGCTTT
2c () ACTGGAGCAGCACTGGAAGGCCTTTGGCACTTACTCTAAA 2f (+) AGTATAGTTTGAAGTCAGGTR{ZCATGATGCCTCCAGCTTT
chromosome 6
| &l [ a ] a]
6a telomeric TGTGCCTCTGAATATGTCAGGGAATCCCACCACCCCCCAC )
(1) Patient | TGTGCCTCTGAATATGTCAGGGECTCTACATTTTCATTTT
6a centromeric  CTTAATAACTTTCTAA GCTCTACATTTTCATTTT
chromosome 13
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13a (+)  ACACTGGGGAAGATGCTGACLTGAGAATGGTGCAACCATC 13d (-) ' TECCTTCAGCTGGACCTCCCTGGTGTGTACGTGTATATA
(1) Patient  ACACTGGGGAAGATGCTGACCATTCCATATGCATGCATCT (2) Patient |TPECCTTCAGCTGGACCTICCCATGACGAGAGTTTCCCTATA
13d (7)  GAAAGACTTAAACGAAAAGACATTCCATATGCATGCATCT 13c (+) AATCTGTACAATCAATCCCCATGACAAGAGTTTCCCTATG
chromosome 14
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14a (+) GCTAAACTAATTTACATTCCCACCAACAGTGTGTAAGCAT 14b (-)  ATGCTTACACACTGTTGGTGGGAATGTAAATTAGTTTAGC
(1) Patient  GCTAAACTAATTTACATTCCGCTGCAGCCTCCTGTGGAGG (2) Patient  ATGCTTACACACTGTTGGTGAGATTGTGGCGGCAGCTTTG
14b (-) CAAAGCTGCCGCCACAATCTGCTGCAGCCTCCTGTGGAGG 14c (+) CCTCCACAGGAGGCTGCAGCAGATTGTGGCGGCAGCTTTG
chromosome 21
| > a | 5 [5f 3 b |ild n [ili]
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21a (+) ATTAGTACTACTAT”’““”*:AGTTTGGAGATTCCTCAAA 21i(-) TTTAGCTGATACAACGAAGTCTCTTCAGACTCTCTTAGAA
(1) Patient ATTAGTACTACTATGGAAAALCTGCCACCACAGCCAGCTA (@) Patient TTTAGCTGATACAACGAAGTAGCCGAGAATTAGGTGGTAA
219 (-) AGTAGCTGGGATCTCAGGCGEETGCCACCACAGCCAGCTA 21k (+) GGGACAGGCCATGGAGAATCAGCCGAGAATTAGGTGGTAR
21g (<) AGTCTCTTGCCCAGCACAGCGTTTCTGCTTTTGAAGCCAC Zlk- (+) ATTCCTCGATGTCAGAAAGGCCTATGTGAACTCTTCTGCA
(2) Patient AGTCTCTTGCCCAGCACAGCACTGTAAATGGAATCATACA (8) Patient ATTCCICGATCICACAARGEACTCCACTCCAGCCIGGCCE
2le (-) AATGCAGAAAAGGGGGGGCTACTGTAAATGGAATCATACA 21d (¥) CAGTGAGCCGAGGTCGCAC N e
2le (-) | TTAAATCCATGAGTTCAAAAIEATATTTAAAAATAAATAA 21d (+) |[TTTTATTTATTTTTAAATATCATTTTGAACTCATGGATTT
(3) Patient TTAAATCCATGAGTTCAAAATAGCCCCCCCTTTTCTGCAT —(9) Patient |[TTTTATTTATTTTTAAATATCECCTGAGATCCCAGCTACT
21f ()  CTGTATGATTCCATTTACAGIAGCCCCCCCTTTTCTGCAT 21h (+)  TAGCTGGCTGTGGTGGCAGGLECCTGAGATCCCAGCTACT
21f (+)  GTGGCTTCAAAAGCAGAAACGLTGTGCTGGGCAAGAGACT 21h (+)  TTCTAAGAGAGTCTGAAGAGACTTCGTTGTATCAGCTAAA
(4) Patient GTGGCTTCAAAAGCAGAAACGETGCGACCTCGGCTCACTG (10) Patient  prcTaAGAGAGTCTGAAGAGECTIGITCITAGATTICCAGE
2lc(-) CGCCCAGGCTGGAGTGCAGTGETGCGACCTCGGCTCACTG 21j(+)  CTGCTGGATTCTCTCGGGGTEETICTTCTTACATTCCAGE
2lc (-)  TTTGAAGTGGGGCTCACAATRATTTCAGAATTCCATCCCA 21j(+) |GECACAGGCCATGEAGAATEAGCCGAGAATTAGGTGGTAA
(5) Patient TTTGAAGTGGGGCTCACAATAGTTTGGAGATTCCTCAAAC (11) Patient GGGACAGGCCATGGAGAATCbCTATGTGAACTCTTCTGCA
21b (+)  TTAGTACTACTATGGAAAACALTTTGGAGATTCCTCAAAC 21l (+)  ATTCCTCGATGTCAGAAAGGECTATGTGAACTCTTCTGOR
21b (+)  |GATGGAATTCTGAAATTATTGTGAGCCCCACTTCARATCC
(6) Patient  |GATGEAATTCTGAAATTCTCTCTCCACCCCGAGAGAATCC
21i(-)  TGGTGGCTGGAATCTAAGAACAAGCACCCCGAGAGAATCC

Additional file 2: Fig. S3 Breakpoint structures of the rearrangements. Sequences of the patient are aligned with the human reference data
(GRCh37 on Ensemble Genome Browser 91, http://grch37.ensembl.org/Homo_sapiens/Info/Index). Microhomologies at the fusion junctions are
shown in boxes. An untemplated insertion is underlined. The (+) and (-) symbols indicate forward (CEN — g-ter) and reverse (g-ter — CEN)
directions, respectively. Red letters on chromosome 13 denote single nucleotide variants shared by the patient and his father.





