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Supplementary Information S1 | Frequency of DNMT3A mutations in hematologic disorders
and their associated clinical phenotypes.

Disease Patient population Frequency Associated
(%) Clinical
Characteristics
AML De novo AML 62/281 (22.1)  Older age !
Higher WBC
CN AML 44/120
(36.7)
De novo AML 51/200 (26) ‘
De novo AML 70/500 (14) Older age 3
Higher WBC
Higher BM
blast %
Higher platelet
count
FAB M4/M5
CN AML 51/223
(22.9)
De novo AMLA? 75/1185 (6.3)  Older age 4
Higher WBC
Higher BM
blast %
FAB M4/M5
De novo AML 73/605 (12.3)

excluding AML1-
ETO, PML-RARa,
and CBFB-MYH11

De novo CN AML 70/194 (36.1) >
Intermediate 67/226 (29.6) Female gender 6
cytogenetic risk AML Higher WBC
<60yrs AML (entire 87/498 (17.8)  Older age !
cohort) Higher WBC
Higher platelet
count
FAB M4/M5
De novo 81/447
(18.1)
sAML 6/51 (11.7)
<60yrs de novo AML 86/398 (23) 8
<60yrs AML (entire 102/442 (23.1) Older age o
cohort) Higher WBC
Higher platelet
count
De novo 96/415
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(23.1)
CN AML 72/194(37)
sAML 4/16 (25)
tAML 2/11 (18)
<60yrs AML (entire 370/1770 Older age 10
cohort) (20.9) Higher WBC
Higher BM
blast %
Higher platelet
count
Female gender
De novo AML 344/1243
(27.6)
CN AML 268/794
(33.7)
sAML 13/74
(17.6)
tAML 12/104
(11.5)
<60yrs CN AML 36/123 (29) FAB M4/M5 "
<60yrs CN AML 64/181 (35.5)  Higher WBC 12
Higher BM
blast %
FAB M4/M5
>60yrs CN AML 77/234 (33.3)
AML FAB M1-M5 32/355 (9) Older age 3
Higher WBC
FAB M4/M5
FAB M1 0/6
FAB M2 0/77
FAB M3 0/94
FAB M4 9/66 (13.6)
FAB M5 23/112
(20.5)
sAML 13/37 (35) 1
10/27 (37)
from MDS
3/10 (33)
from
MPN
tAML 10/59 (17)
Pediatric AML 0/180 (0) >
Pediatric AML 3/140 (2.1) 1°
Pediatric AML 2/206 (1) "
Pediatric AML 0/135 1
MDS De novo MDS 12/150 (8) Older age 9
De novo MDS 47/479 (9.8) Older Age <0

Higher platelet
count
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Lower LDH
De novo MDS 26/221 (11.7) <
De novo MDS 15/115 (13) >
De novo MDS 127/944 (13.5) =
De novo MDS 5/193 (2.6) 23
IPSS low and 36/288 (13) 24
intermediate 1 risk
MDS
Pediatric MDS, tMDS ~ 0/44** 25
MPN MPN (entire cohort) 10/155 (9) 2
PMF 1/16 (6)
PV 2/30 (7)
ET 0/30 (0)
Post MPN MF 2/4 (50)
Blast phase MPN 5/35 (14)
MPN (entire cohort) 3/149 (2) </
PV 1/30 (3.3)
ET 0/53 (0)
PMF 1/44 (2.3)
Blast phase MPN 1/14 (7.1)
Blast phase PMF 1/4
(25)
MPN (entire cohort) 3/94 (3.2) 2%
PMF 3/46 (7)
Post MPN MF 0/22 (0)
Blast phase MPN 0/11 (0)
PMF 28/483 (5.7) =
PMF (entire cohort) 3/64 (4.7) Older age %0
Higher WBC
PMF 2/37 (5.4)
Post MPN MF 1/27 (3.7)
Post PV MF 1/13
(7.7)
Post ET MF 0/14 (0)
Blast phase MF 1/10 (10)
PV and ET 9/71 (12.6) >
Systemic Mastocytosis  3/26 (12) 3
CML 0/79 %
Blast crisis CML 0/81 3
CMML/JMML CMML 0/15 (0) *8
CMML-1 1/48 (2) 536 |
CMML-2 1/16 (6.3)
sAML from CMML 6/23 (26)
JMML 0/49
CMML 5/227 (2)** ¥
CMML 7/103 (6.8) °
JMML 1/113 (0.8) %8
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39

leukemia

T cell leukemia/ T cell lymphoma 11/96 (11)
lymphoma PTCL 21/79 (26.6) *0
PTCL-NOS 9/33 (27.3)
AITL 12/46 (26.1)
PTCL 10/53 (18.9) 1
PTCL-NOS 2/17 (11.8)
AITL 7/30 (23.3)
ALCL ALK+ 0/4
ALCL ALK- 1/2
Angioimmunoblastic T 28/85 (33.3) Older age 4
cell lymphoma (AITL)
Adult T cell ALL (entire  16/83 (18) Older age 43
cohort) Lower Hgb
Early T cell (Pro- 10/38 (26.3)
and Pre-T cell ALL)
Cortical T cell ALL 5/39 (12.8)
Mature T cell ALL 0/3 (0)
Adult T cell ALL 17/99 (17) Older age >
Lower Hgb
Adult Early T cell 11/68 (16) Older age 4
Precursor ALL (ETP)
Adult T cell ALL (entire  4/53 (7.5) 45
cohort)
Early immature T 4/28 (14)
cell ALL®
Cortical T cell ALL®  0/25 (0)
Adult T cell ALL (entire  2/11 (18) 4
cohort)
ETP/Pro-/Pre-T 2/ 7 (28.5)
cell ALL
Cortical/Medullary 0/4
T cell ALL
Pediatric T cell ALL 0/91 1°
Pediatric ETP ALL 0/12 4
Mixed phenotype Adult T/myeloid MPAL  10/18 (55.6) 48
acute leukemia Pediatric mixed lineage 0/20 (0) 1

Cohorts smaller than 100 patients were excluded. The range of frequencies reported within a
given disease type depends on the subset of patients examined as well as whether the entire
DNMT3A gene or just the hotspots were examined. (A portion of these studies are also
presented in Table 1 of the print version).
i Higher than expected rate of acute promyelocytic leukemia patients in entire cohort
" Only sequenced exon 23

$ defined by gene expression signature
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