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Figure S1. Identification of germline origin of CSF3R-W791* but not T618I mutation. By next generation sequencing of a
39 myeloid gene panel in DNA isolated from bone marrow and hair follicle, the CSF3R-W791* mutation was present both
in bone marrow (BM) and hair follicle while T618I was detected in BM but not in hair follicle.
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Figure S2. SNP array indicating mosaic trisomy 21 in the MPAL stage. A. Whole genome views of SNP array at CNL stage
(top) and at MPAL stage (bottom) indicate a subtle increase of copy number at chromosome 21 in the MPAL stage (black
arrows). Dotted red line indicates copy number 2. B. Detailed representation of chromosome 21. Pink color represents
DNA from CNL stage, blue color represents DNA from MPAL stage. Upper two panels show smooth signal distribution
for DNA from CNL with unchanged copy number of 2, whereas smooth signal distribution for DNA from MPAL stage is
slightly increased above copy number of 2 (dotted red line). Middle panels show B-allele frequency (BAF) distributions
with DNA from CNL stage (pink) with normal “three-line pattern” indicating normal allele distribution, and DNA from
MPAL stage (blue) with “four-line pattern” indicating a change in allele distribution. The bottom panel shows the chro-
mosome 21 ideogram. The vertical dotted blue line indicates the position of the centromere. The specific combination of
deviating allele pattern and increased copy number reflects mosaic trisomy 21 status consistent with variant allele fre-
quency of >50% of the RUNX1 mutation at MPAL stage.



