SUPPLEMENTARY APPENDIX PY

Spliceosomal gene mutations are frequent events in the diverse
mutational spectrum of chronic myelomonocytic leukemia
but largely absent in juvenile myelomonocytic leukemia
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Online Supplementary Table S1. List of primers for spliceosomal genes.

SF3B1

Exon 13-14:

F: TCCCTTGATTAACAAAAGTCCTG
R: TGAGTCCAGTCTGGGCAAC

Exon 15-16:
F: GTTGATATATTGAGAGAATCTGGATG
R: TTTAAAATTCTGTTAGAACCATGAAAC

U2AF1

Exon2:

F: GCTGCTGACATATTCCATGTG
R: AAGTCGATCACCTGCCTCAC
Exon6-7:

F: CATTTGGCAAAATCTTGGAC
R: GGGTTGTGAGGGGAGAAAG

SRSF2

Exon1:

F: AAGGCAACTGCCTGAGAGG
R: CGGACCTTTGTGAGGTCG

Exon2:
F: GTCTGGCGGCGAGATAATG
R: AAAGACCTACCCCAAATCCC




Online Supplementary Table S2. Clinical phenotype of cases with spliceosomal mutations.
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Online Supplementary Table S3. Association between mutational status and cytogenetic lesions
(metaphase cytogenetics and single nucleotide polymorphism-array).

Kal e
Gene Normal e Abnormal p-value
WTIM WTIM
SF3B1 18/2 52/3 0,777
U2AF1 181 48/10 0,195
SRSF2 8/9 2617 0,67
TET2 73 34/29 0,67
ASXL1 14/5 36/28 0,468
CBL 19/0 52/12 0,05
EZH2 20/0 59/5 0,273
RAS family 113 54/5 0,163
IDH family 171 61/2 0,637
DNMT3A 171 56/7 0,486
RUNX1 15/4 43/9 0,736
TP53 18/0 58/4 0,57
utx 14/0 53/6 0,588

* WT: wild type, M: mutant.
®P=0.05 all others are not significant.

Online Supplementary Table S4. Serial mutational studies for the three spliceosomal genes.

Initial presentation After progression
Dx U2AF1 SF3B1 SRSF2 Dx U2AF1 SF3B1 SRSF2
CTMMLA WT WT M SAML WT WT ]
CMML-1 WT WT M CMML-2 WT WT M
CMML-1 WT WT M sAML WT WT M
CMML-1 WT WT M CMML-2 WT WT M
CMML-2 M WT WT sAML M WT WT
CMML-1 WT WT WT sAML WT WT WT
CMML-2 M WT WT sAML M WT WT
CMML-1 M WT WT sAML M WT WT

Dx: diagnosis; CMML: chronic myelomonocytic leukemia; WT: wild type; M: mutant;
sAML: secondary acute myelogenous leukemia derived through progression of primary CMML.



