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Online Supplementary Table S2. Other copy number variants.

Chromosome Band Gene CNV start CNV end CNV size N. of Gain Loss
position position (kb) probes  N.of patients (%) N. of patients (%)
3 3q21.1 DIRC2 123996182 123997442 1.3 4 20 (29) 9 (13)
39273 BCL6 188940096 188943128 3.0 5 3 ) 2 3)
5 5q35.1 TLX3 170670472 170671721 1.2 7 10 (15) 5 ©
5q35.2 NKX2-5 172591715 172596764 5.0 13 4 (6) 2 3)
6 6p21.31 CDKNIA 36755314 36756524 1.2 3 20 29) 5 M
6q27 RNASET? 167329121 167336463 13 4 3 4) 1 (D
7 7q36.3 SHH 155099014 155099834 08 5 11 (16) 8 12)
10 10q24.32 FGF8 103524618 103524714 0.1 6 3 4) 1 (D
15 15q21.3 TCF12 55131713 55149948 18.2 3 2 3) 4 (6)
16 16p11.2 FUS 31103670 31104246 0.6 4 16 (24) 12 (18)
17 17q21.33 COLIAI 45616227 45617118 0.9 6 1 M 1 )
17q25.2 SEPTY 12827759 72827882 0.1 3 20 (29) 14 (21)
19 19p13.11 CRTCI 18749730 18750212 0.5 5 14 21D 13 (19)

Genomic positions according to NCBI build 35 (hg17). CNV: copy number variation.



Online Supplementary Table S3. Transcription factor mutations found in 187 patients with MDS/MPN.

Age/sex Disease Mutated gene Nucleotide change Amino-acid change
8 58/F CMML RUNXI c.1652T>A + c.1896het_delG p-Met25Lys +
p.Met106fsX11
9 72/F MDSMPN-U RUNXI ¢.1664T>C p.Lys29Ser
10 67/M  CMML  RUNXI ¢.1664T>C p.Lys29Ser
11 69M aCML RUNXI c.1681_1682het_insGCGC p.Asp35fsX76
12 82M MDS/MPN-U RUNXI ¢.1692_1720het_delTGCCCTGGC p.Ala38fsX62
CGGCAAGCTGAGGAGCGGCG
13 86M  CMML  RUNXI ¢.1739_1740het_dupTG p-Leub5fsX40
14 oM aCML RUNX1 c.1796C>T p.Ser73Phe
15 36M  CMML  RUNXI ¢.1829C>A + c.2090A>G p.Thr84Asn + p.Asp171Gly
16 9YM  CMML  RUNXI ¢.1832_1836het_delTGCCC p.Leu85fsX23
17 3/M CMML RUNXI ¢.1835C>T + ¢.1983G>C p.Pro86Leu + p.Argl35Ser
18 ™M  CMML  RUNXI ¢.1857_1858het_dupCC p.Leu94fsX1
19 64M  CMML  RUNXI ¢.1900_1924dupGGCAATGATGAA p.Glul16£sX2
AACTACTCGGCTG
20 5F  CMML  RUNXI c.1946het_delC p.Alal23fsX1
21 69M  CMML RUNXI c.1951het_delA p.Lys125fsX23
22 T/F CMML  RUNXI c.1977C>A p-Asp133Glu
23 n.a. aCML RUNXI ¢.1993C>T pArg139X
24 5%M  CMML  RUNXI ¢.1994G>A p.Arg139GIn
25 62M MDSMPN-U RUNXI ¢.1994G>A p-Arg139Gln
26 ™  CMML  RUNXI ¢2107C>T pArgl77X
27 M CMML  RUNXI ¢.2108G>A pArgl77Gin
28 5™ CMML  RUNXI .2221_2234het_delCACCCAGCCCCCAC p.His215fsX13
29 80M  CMML RUNXI ¢.2293C>T p.GIn239X
30 84F  CMML  RUNXI c.2431het_dupA p.Thr285fsX287
31 56/M MDS/MPN-U RUNXI ¢.2455C>T p.Arg293X
32 0M aCML RUNXT ¢.2455C>T p-Arg293X
33 88M MDS/MPN-U RUNXI .2533het_dupC p.Arg319fsX253
34 %M  CMML RUNX1 ¢.2593_2600het_delATCGGCAT p.1le339fsX230
35 71/F  CMML CEBPA ¢.341C>G p.Prol4Arg
36 72/F CMML CEBPA c469G>T + p.Glub7X +
¢.1264_1269het_dupGACCGC p.Asp322_Arg323dup
37 7™  CMML CEBPA ¢.840_841het_dupTT p.Tyr181£sX137
38 65M aCML CEBPA ¢.1015C>G p-Pro239Ala
39 69M aCML CEBPA c.1187het_dupT p.Val296fsX24
40 82/F  CMML CEBPA ¢.1262_1265het_delATGA p-Asn321fsX9
5 na. aCML CEBPA cA79_480insTC p.Thr60fsX100
WT1 ¢.1337_1338het_insTCGGT p.Ser381fsX69
41 63M  CMML Wr1 ¢.1305G>A p-Arg370His
42 ™  CMML NPM1 ¢.1015_1018het_dupTCTG p.Leu287fsX12
43 M CMML NPMI ¢.1015_1018het_dupTCTG p.Leu287fsX12
44 M  CMML NPMI ¢.1015_1018het_dupTCTG p.Leu287fsX12
45 n.a. CMML NPMI ¢.1015_1018het_dupTCTG p.Leu287fsX12
46 63M  CMML NPMI ¢.1015_1018het_dupTCTG p.Leu287fsX12
47 5M  CMML NPMI ¢.1015_1018het_dupTCTG p.Leu287fsX12

aCML: atypical chronic myeloid leukemia; CMML: chronic myelomonocytic leukemia; MDS/MPN-U: myelodysplastic/myeloproliferative neoplasm unclassifiable; F: female;
M: male. Homozygous mutations are shown in bold.



