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eTable. Haematological features of patients.

Patient | Hematological Bone marrow findings Vacuoles in BM Karyotype Somatic mutations in BM Somatic mutations
Id disorder precursors sample (allelic frequency in %) in skin infiltrate
(allelic frequency in
%)
Patient - MDS-MLD Dysgranulopoiesis (hyposegmentation, Present NK No mutation Not documented
#1 - MM persistence of basophilia and toxic
granules), dysmegakaryopoiesis
(segmentation anomalies)
Patient MDS-SLD Dysgranulopoiesis (anomalies of Present Del(6q) ZRSR2 (75%), BRCA (38%), ZRSR2 (12%), BRCA
#2 segmentation, chromatin condensation, DNMT3A (33%) (12%), DNMT3A (4%)
Dohle bodies and toxic granules)
Patient CCus Moderate dysgranulopoiesis (segmentation Present NK Not documented No mutation
#3 anomalies) and dyserythropoiesis
(megaloblastic changes)
Patient -ET Dyserythropoiesis Present -7 DNMT3A (41%), CALR (1%) Not documented
#4
-CCUS
Patient MDS-MLD Dysgranulopoiesis (hyposegmentation, Present -Y No mutation No mutation
#5 abnormal chromatin condensation, Déhle
bodies and toxic granules),
dysmegakaryopoiesis (multiple widely
separated nuclei
Patient - MDS-MLD Dysgranulopoiesis (agranularity, Present NK No mutation Not documented
#6 hyposegmentation and Dohle bodies),
- MGUS dyserythropoiesis (multinuclearity) and
dysmegakaryopoiesis (hypo-lobated nuclei)
Patient MDS-MLD Dysgranulopoiesis and dyserythropoiesis Not documented Not Not documented No mutation
#7 documented
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Patient
#8

MDS-EB

Dysgranulopoiesis and dyserythropoiesis
with blast excess

Not documented

Not
documented

Not documented

TP53 (3%)
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eFigure. Sanger profiles of the UBA7 gene in bone marrow (BM) and skin lesion for two patients.
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Patient #7: ¢.118-1G>C splice mutation observed in the BM (Panel B) and in a skin lesion (Panel D).
The height of the mutated peak is proportional to the clonal infiltrate in the sample.
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