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Gene Chromosome Cytoband Transcript NCBI Transcript ENSEMBL Targeted Exons
ASXL1 20 20q11.21 NM_015338.5 ENST00000375687 12-13
BCOR X Xp11.4 NM_001123385 ENST00000378444 Full CDS

BCORL1 X Xq26.1 NM_001184772 ENST00000218147 Full CDS
CBL 11 11q23.3 NM_005188.2 ENST00000264033 8-9

CSF3R 1 1p34.3 NM_156039 ENST00000373103 14-17
DNMT3A 2 2p23.3 NM_175629.1 ENST00000264709 Full CDS

ETV6 12 12p13.2 NM_001987.4 ENST00000396373 Full CDS
EZH2 7 7q36.1 NM_004456.4 ENST00000320356 Full CDS

GATA2 3 3q21.3 NM_032638 ENST00000341105 2-6
IDH1 2 2q34 NM_005896.2 ENST00000345146 4
IDH2 15 15q26.1 NM_002168.2 ENST00000330062 4
JAK2 9 9p24.1 NM_004972.3 ENST00000381652 Full CDS

KDM6A X Xp11.3 NM_021140 ENST00000377967 Full CDS
KIT 4 4q12 NM_000222.2 ENST00000288135 9-11;17

KRAS 12 12p12.1 NM_004985.3 ENST00000311936 2-4
MPL 1 1p34.2 NM_005373.2 ENST00000372470 Full CDS

NPM1 5 5q35.1 NM_002520.6 ENST00000296930 11
NR3C1 5 5q31.3 NM_001024094.1 ENST00000394464 Full CDS
NRAS 1 1p13.2 NM_002524.4 ENST00000369535 2-3
PIGA X Xp22.2 NM_002641 ENST00000333590 Full CDS

PTPN11 12 12q24.13 NM_002834 ENST00000351677 3;13
RAD21 8 8q24.11 NM_006265.2 ENST00000297338 Full CDS
RUNX1 21 21q22.12 NM_001754.4 ENST00000437180 3-9
SETBP1 18 18q12.3 NM_15559.2 ENST00000282030 4
SF3B1 2 2q33.1 NM_012433.2 ENST00000335508 13-18
SMC1A X Xp11.22 NM_006306.3 ENST00000322213 Full CDS
SMC3 10 10q25.2 NM_005445.3 ENST00000361804 Full CDS
SRSF2 17 17q25.1 NM_003016.4 ENST00000392485 1
STAG2 X Xq25 NM_001042749 ENST00000218089 Full CDS
TET2 4 4q24 NM_001127208 ENST00000380013 Full CDS

TNFAIP3 6 6q23.3 NM_001270508 ENST00000237289 Full CDS
TP53 17 17p13.1 NM_000546.4 ENST00000269305 2-11

U2AF1 21 21q22.3 NM_006758.2 ENST00000291552 2;5-6
ZRSR2 X Xp22.2 NM_005089.3 ENST00000307771 Full CDS

Genes c. p. VAF  (%) VSI gene c. p. VAF  (%)

#1 NMP 1 0 46,XX[20] - - - - - - - -

#2 MDS/MPN 0 1 46,XY[20]
ASXL1 
RUNX1
KRAS

c.1900_1922del
c.314A>G 
 c.351A>T 

p.Glu635Argfs*15 
p.His105Arg 
p.Lys117Asn 

18%
26%
3%

- - - -

#3 NMP 0 1 culture failure

TP53
JAK2
DNMT3A
TET2

c. 454C>T
c.1849G>T
c.2645G>A
c.5248delG

p.Pro152Ser
p.Val617Phe
p.Arg882His
p.Asp1750Thrfs*13

3%
44%
4%
2%

- - - -

#4 MDS/MPN 0 1 47,XY,+8[2]/46,XY[18]

ASXL1
TET2
U2AF1
TP53
CBL
EZH2
EZH2
JAK2
SETBP1

c.1609G>T
c.1986_1994delinsGTTT
c.470A>G
c.743G>A
c.1258C>T
c.2068C>T 
c.2050C>T
c.1849G>T
c.2602G>A

p.Glu537*
p.Phe662Leufs*17
p.Gln157Arg
p.Arg248Gln
p.Arg420*
p.Arg690Cys
p.Arg684Cys
p.Val617Phe
p.Asp868Asn

44%
27%
44%
4%
4%
2%
2%
1%
2%

- - - -

#5 MDS 0 1 46,XX[20]

TP53
SF3B1
ASXL1
TET2
STAG 2              

c.711G>A
c.1774G>A
c.1934dup
c.4535C>T
c.328C>T

p.Met237Ile
p.Glu592Lys
p. Gly646Trpfs*12
p.Ala1512Val
p.Arg110*

34%
30%
21%
17%
17%

- - - -

#6 NMP 1 0 unrealized (thrombocytosis context)
DNMT3A
MPL

c.1757G>A
c.1544G>T

p.Cys586Tyr
p.Trp515Leu

47%
6%

- - - -

#7 NMP 0 1 46,XX[20] JAK2 c.1849G>T p.Val617Phe 43% - - - -

#8 MDS/MPN 0 1 47,XY,+8[8]/46,XY,dup(1)(q24;q43)[8]/46XY[4]
SF3B1
JAK2

c.1866G>C
c.1849G>T

p.Glu622Asp
p.Val617Phe

26%
12%

- - - -

#9 MDS/MPN 1 0 46,XX[20] - - - - JAK2 c.3323A>G  p.Asn1108Ser 50%

#10 MDS 0 1 46,XY[20]

SRSF2
TET2
SMC3
KRAS

c.284C>A
c.3873G>A
c.2786_2794dup
c.182A>G 

p.Pro95His
p.Trp1291*
p.Gln929_Met931dup
p.Gln61Arg

28%
27%
29%
2%

- - - -

#11 NMP 1 1 unrealized (thrombocytosis context) - - - - JAK2 c.3323A>G  p.Asn1108Ser 50%

#12 MDS 0 1 46,XY[20] DNMT3A c.1253G>A p.Gly418Asp 15% - - - -

#13 NMP 0 1 46,XY,del(20)(q11q13)[3]/46,XY[17]

JAK2
ASXL1
U2AF1
TET2
MPL

c.1849G>T
c.1934dup
c.470A>C
c.1270del
c.1771T>G

p.Val617Phe
p.Gly646Trpfs*12
p.Gln157Pro
p.Ser424Alafs*3
p.Tyr591Asp

22%
20%
41%
4%
2%

#14 NMP 1 0 46,XY[20] - - - - - - - -

#15 Cytopenia 1 0 46,XY[20] ASLX1 c.1934dup p.Gly646Trpfs*12 18% - - - -

#16 MDS 0 1 46,XY[20]
ASXL1
ASXL1

c.2407C>T
c.1772dup

p.Gln803*
p.Tyr591*

23%
6%

- - - -

#17 NMP 0 1 unrealized (unaspirable marrow) TET2 c.1660dup p.Thr556Asnfs*11 35% - - - -

#18 MDS 0 1 46,XY[26] - - - - - - - -

#19 MDS 0 1 46,XY[20]

TP53
TP53
IDH2
SRSF2
NRAS

c.817C>T
c.844C>T
c.419G>A
c.284C>T
c.34G>C

p.Arg273Cys
p.Arg282Trp
p.Arg140Gln 
p.Pro95Leu
p.Gly12Arg

6%
2%
31%
21%
4%

- - - -

#20 MDS 0 1 45,X,-X[18]/46XX[2]

TET2
TET2
ZRSR2
ZRSR2

c.4100C>T
c.3954+5G>A
c.935G>T
c.883C>T

p.Pro1367Leu
p.?
p.Cys312Phe
p.Arg295*

14%
11%
13%
2%

- - - -

#21 NMP 0 1 culture failure TET 2 c.3595-1G>A p.? 3% - - - -

#22 MDS 0 1 46,XX[20] IDH1  c.394C>T  p.R132C 4% - - - -

#23 Aplasia/hMDS 0 1 46,XY[20] - - - - - - - -

#24 Aplasia/hMDS 1 1 46,XY[20] TP53 c.668del p.Pro223Leufs*24 2% SETBP1 c.2117A>G   p.Glu706Gly 45%

#25 NMP 0 1 unrealized (unaspirable marrow)
ASXL1
ASXL1

c.2583dup
c.2955_2956insGC 

p.Phe862Ilefs*2
p.Asn986Alafs*8

58%
12%

- - - -

#26 MDS/MPN 1 1 46,XX[20]
TET2
TET2

c.3863G>A
c.2081_2082dup

p.Gly1288Asp
p.Met695Leufs*6

28%
26%

- - - -

#27 MDS/MPN 1 1 46,XY,del(20)(q11q13)[20]

ASXL
SRSF2
TET2
TET2

c.2254dup
c.284C>A
c.970C>T
c.1630C>T

p.Ala752Glyfs*22
p.Pro95His
p.Gln324*
p.Arg544*

6%
48%
46%
42%

- - - -

#28 MDS 0 1 46,XY[20]
TET2
TET2

c.4240_4244del
c.4757C>G

p.Gln1414Serfs*10
p.Ser1586*

52%
44%

SETBP1 
ZRSR2

c.851T>C
c.1492C>G

p.Leu284Pro
p.Arg498Gly 

93%
50%

#29 MDS/MPN 0 1 46,XY[20]

TET2
TET2
SF3B1
NRAS

c.3765C>A
c.5693C>A 
c.2098A>G
c.35G>A

p.Tyr1255*
p.Ser1898Tyr
p.Lys700Glu 
p.Gly12Asp

36%
40%
33%
2%

- - - -

#30 NMP 0 1 46,XX,der(13)t(1;13)(q11;p11)(9]/46,XX[11] JAK2 c.1849G>T p.Val617Phe 95% - - - -

#31 NMP 0 1 unrealized (unaspirable marrow)
ZRSR2
CBL

c.1045del
c.1211G>A

p.Ser349Leufs*?
p.Cys404Tyr  

41%
15%

#32 MDS/MPN 0 1 46,XY[20]

ASXL1
RUNX1
SRSF2
TET2
TET2

c.1934dup 
c.1167dup
c.283C>G
c.4546C>T
c.5613_5627delinsA

p.Gly646Trpfs*12
p.Gln390Alafs*210
p.Pro95Ala
p.Arg1516*
p.Leu1872Lysfs*3

18%
43%
35%
48%
27%

#33 NMP 1 0 46,XX[20] - - - - BCORL1 c.1834G>A p.Ala612Thr

#34 NMP 1 0 unrealized (thrombocytosis context)

MPL
SF3B1
SF3B1
SF3B1

c.1544G>C
c.2342A>G
c.1998G>C
c.1866G>C

p.Trp515Ser
p.Asp781Gly
p.Lys666Asn
p.Glu622Asp

7%
13%
18%
8%

RAD21 c.1289A>C p.Gln430Pro 46%

#35 NMP 1 0 unrealized (polycythemia vera suspicion) - - - - - - - -

#36 Cytopenia 1 0 46,XX[20] - - - - - - - -

#37 NMP 1 0 unrealized (thrombocytosis context)
MPL
ASXL1
TET2 

c.1544G>T
c.1772dup
c.4075C>T

p.Trp515Leu
p.Tyr591*
p.Arg1359Cys

3%
36%
8%

- - - -

#38 MDS 0 1 46,XY[20]
TET2
DNMT3A

c.1945C>T
c.2446C>T

p.Gln649*
p.Gln816*

59%
34%

SRSF2 c.238_240dup p.Leu80dup 85%

#39 NMP 1 0 46,XY[20] - - - - BCORL1 c.3548G>A p.Arg1183Gln 100%

#40 NMP 0 1 46, XY, t(1;6)(p22;q24)[6] ASXL1 c.1871dupT p.Arg625Profs*10 28% - - - -

#41 MDS/MPN 1 0 46,XY[20]

ASXL1
SETBP1
SRSF2
TET2
PTPN11
NRAS

c.2302C>T
c.2608G>A
c.284C>A
c.3972dup
c.1505C>T
c.35G>A

p.Gln768*
p.Gly870Ser 
p.Pro95His
p.His1325Serfs*14
p.Ser502Leu
p.Gly12Asp

47%
50%
53%
46%
4%
2%

- - - -

#42 MDS/MPN 0 1 46,XX[20]
ASXL1
TET2
TET2

c.2763del
c.3781C>G
c.5127T>A

p.Val922Leufs*23
p.Arg1261Gly
p.Cys1709*

12%
25%
32%

SETBP1
KDM6A

c.1276G>A
c.3337G>A

p.Ala426Thr
p.Val1113Ile

50%
51%

#43 NMP 1 0 46,XX[20] - - - - - - - -

#44 NMP 1 0 unrealized (thrombocytosis context)
MPL
MPL

c.1495delCAinsGT
c.1544G>T

p.His499Valfs*46
p.Trp515Leu

5%
4%

- - - -

#45 NMP 1 0 46,XX[20] - - - - - - - -

#46 NMP 1 0 46,XX[20] - - - - - - - -

#47 NMP 1 0 unrealized (polycythemia vera suspicion) - - - - - - - -

#48 NMP 1 0 46,XY[20] JAK2 c.1849G>T p.Val617Phe 1%
NOTCH1
DNMT3A

c.5248G>A
c.1555-3T>A

p.Val1750Met 
p.?

55%
6%
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#49 NMP 1 0 46,XY[20]
ASXL1
SRSF2
TET2

c.2077C>T
c.284C>T
c.3765C>G

p.Arg693*
p.Pro95Leu
p.Tyr1255*

33%
47%
43%

ETV6 c.985G>A p.Ala329Thr 42%

#50 NMP 1 0 unrealized (thrombosis with normal blood count) - - - - - - - -

#51 NMP 0 1 unrealized (unaspirable marrow)

ASXL1
ASXL1
EZH2
SETBP1

c.1285G>T
c.1934dupG
c.2187dupT
c.2608G>A

p.Glu429*  
p.Gly646Trpfs*12
p.D730*
p.Gly870Ser

45%
6%
42%
72%

TET2 c.5152G>T p.Val1718Leu 50%

#52 MDS/MPN 1 0 46,XY[20] - - - - - - - -

#53 NMP 1 0 culture failure - - - - RAD21 c.1711C>T p.Leu571Phe 52%

#54 NMP 1 0 46,XX[20] - - - - - - - -

#55 MDS 0 1 46,XX[20] - - - - - - - -

#56 MDS/MPN 0 1 46,XX[20]
JAK2 
U2AF1
ASXL1

c.1849G>T
c.470A>C
c.1900_1922del

p.Val617Phe
p.Gln157Pro
p.Glu635Argfs*15

44%
40%
18%

- - - -

#57 NMP 1 0 culture failure - - - -
JAK2
NOTCH2
NPM1 

c.3323A>G
c.6397_6399del
c.847-3dup

p.Asn1108Ser
p.Lys2133del
p.?

49%
36%
37%

#58 NMP 1 0 unrealized (lymphocytic-variant hypereosinophilic syndromes) - - - - - - - -

#59 NMP 1 0 46,XX[20] - - - - - - - -

#60 Cytopenia 1 0 46,XX[20] - - - - - - - -

#61 MDS 0 1 47,XX,+8[20]
SF3B1
SRSF2

c.2098A>G
c.284C>A

p.Lys700Glu
p.Pro95His

42%
4%

- - - -

#62 MDS 0 1 46,XY[20]
TET2
TET2

c.3893G>A   
 c.4311_4312insA

p.Cys1298Tyr  
p.Arg1440fs*38

17%
47%

- - - -

#63 MDS/MPN 0 1 46,XY[20]
TET2
TET2
ASXL1

c.2956G>T   
c.4642C>T
c.1926_1927insG

p.GLY986*  
p.Gln1548*
p.Gly646Trpfs*12

33%  
36%
20%

- - - -

#64 MDS 0 1 45,X,-Y[14]/46,XY[6]
SF3B1
SMC1A

c.1997A>C
c.2131C>T

p.Lys666Thr
p.Arg711Trp

3%
9%

- - - -

#65 MDS/MPN 0 1 46,XY[20]
SF3B1
KIT  

c.2098A>G
c.2447A>T

p.Lys700Glu
p.Asp816Val

3%
48%

RUNX1
TET2

c.167T>C
c.4120T>C

p.Leu56Ser 
p.Cys1374Arg

54%
97%

#66 Cytopenia 1 0 46,XY[20]

DNMT3A
DNMT3A
TET2
TET2
RUNX1

c.2266G>T  
c.2683G>T
c.3605G>C  
c.3866G>T
c.1233_1234insC

p.Glu756*   
p.Val895Leu
p.Arg1202Thr
p.Cys1289Phe
p.Gly412Argfs*188

40%  
43%
41%  
43%
37%

ASXL1 c.2957A>G p.Asn986Ser 45%

#67 Cytopenia 1 0 46,XY[20] - - - - - - - -

#68 MDS/MPN 0 1 46,XY,del(11)(q14)[3]/46,XY[17]
JAK2
IDH2
SRSF2

c.1849G>T
c.419G>A
c.284C>G

p.Val617Phe
p.Arg140Gln
p.Pro95Arg

81%
46%
43%

KIT c.1588G>A p.Val530Ile 50%

#69 Cytopenia 1 0 46,XX[20] - - - - - - - -

#70 Aplasia/hMDS 1 1 culture failure - - - - - - - -

#71 MDS/MPN 1 1 46,XX[20]
ASXL1
CBL

c.2407C>T
c.1247G>A

p.Gln803*
p.Cys416Tyr

51%
13%

U2AF1
NR3C1

c.482+2T>TGGG
c.1130C>T

p.?
p.Ser377Phe

41%
46%

#72 MDS 0 1 45,XX,-7[20] - - - - - - - -

#73 MDS 0 1 46,XX[20] - - - -
ATM
KIT

c.749G>A
c.1621A>C

p.Arg250Gln
p.Met541Leu

52%
51%

#74 MDS 0 1 46,XX[20]
SF3B1
SF3B1

c.2098A>G  
c.1984C>T

p.Lys700Glu
p.His662Tyr

33%
5%

- - - -

#75 Aplasia/hMDS 1 0 46,XY[20] - - - - - - - -

#76 MDS/MPN 0 1 46,XX[20]
SF3B1
TET2
TET2

c.2098A>G
c.2147_2147delC 
c.3964_3964delA 

p.Lys700Glu
p.Ser716Tyrfs*35
p.Leu1322Trpfs*41

48%
43%  
39%

RUNX1 c.167T>C p.Leu56Ser 53%

#77 Cytopenia 1 0 46,XX[20]
DNMT3A 
DNMT3A
TET2

c.2003A>C 
c.2189_2189delT
c.2599T>C

p.Asp668Ala
p.Leu730Profs*49
p.Tyr867His

8%  
3%
46%

- - - -

#78 MDS 0 1 46,XX[20] - - - - ZRSR2 c.1354C>T  p.Arg452Cys 47%

#79 MDS/MPN 1 0 46,XY[20] - - - - - - - -

#80 MDS/MPN 0 1 46,XX[20] - - - - - - - -

#81 Cytopenia 1 0 46,XX[20] DNMT3A c.2505delG p.Arg836Glyfs*5 5% - - - -

#82 MDS/MPN 0 1 46,XY[20] - - - - TET2 c.5152G>T p.Val1718Leu 51%

#83 Aplasia/hMDS 1 0 46,XX[20] - - - - - - - -

#84 Aplasia/hMDS 1 0 46,XY[20] - - - - MPL  c.1565+5C>T p.? 44%

#85 MDS/MPN 0 1 46,XY,del(5)(q14q34),t(20;21)(q13;q11)[11] - - - - RUNX1 c.1196G>A p.Ser399Asn 46%

#86 MDS/MPN 0 1 46,XY[20] - - - - - - - -

#87 MDS 0 1 46,XY[20]
DNMT3A
IDH2

c.2645G>A
c.419G>A

p.Arg882His
p.Arg140Gln

46%
45%

- - - -

#88 MDS 0 1 46,XY[20]
SF3B1
TET2

c.1866G>C
c.2191C>T

p.Glu622Asp
p.Gln731*

34%
14%

- - - -

#89 Cytopenia 1 0 46,XX[20] - - - - - - - -

#90 MDS 0 1 47,XY,+21[6]46,XY[14] EZH2 c.1978G>C p.Gly660Arg 6% - - - -

#91 Cytopenia 1 0 46,XX[20] - - - - - - - -

#92 Cytopenia 1 0 46,XX[20] - - - - MPL c.1565+5 C>T p.? 50%

#93 MDS 0 1 46,XY[20]
ASXL1
U2AF1

c.1934dupG
c.469_474dup

p.Gly646Trpfs*12
p.Gln157_Tyr158dup

16%
37%

- - - -

#94 Cytopenia 1 0 46,XY[20] - - - - - - - -

#95 Cytopenia 1 0 46,XX[20] - - - - - - - -

#96 MDS 0 1 46,XX[20] - - - - - - - -

#97 Cytopenia 1 0 45,X,-Y[5]/46,XY[15] ASXL1 c.2302C>T p.Gln768* 29% - - - -

#98 MDS 0 1 46,XX[20] - - - - - - - -

#99 Cytopenia 1 0 46,XY[20] - - - - - - - -

#100 Aplasia/hMDS 1 0 46,XY[20] - - - - - - - -

#101 Cytopenia 1 0 46,XX,t(5;13)(q32;q33)[20] - - - - - - - -

#102 Cytopenia 1 0 46,XX[20] - - - - - - - -

#103 MDS/MPN 1 0 culture failure

TP53
TP53
TP53
EZH2

c.841G>T
c.518T>C
c.524G>A
c.474C>G

p.Asp281Tyr
p.Val173Ala
p.Arg175His
p.His158Gln

7%
8%
2%
3%

BCORL1 c.3065T>C p.Ile1022Thr 99%

#104 MDS 0 1 46,XX[20]
U2AF1
BCOR
RUNX1

c.101C>T
c.4173+2T>G
c.352-2A>G

p.Ser34Phe
p.?
p.?

44%
40%
21%

- - - -

#105 Cytopenia 1 0 46,XX[20] TET2 c.4964C>T p.Pro1655Leu 37% ZRSR2 c.1314_1315insAGCCGG p.R448_R449insSR 8%

#106 MDS 0 1 46,XY[20]

SRSF2
IDH2
IDH2
ASXL1

c.284C>T
c.418C>T
c.419G>A
c.2261delC

p.Pro95Leu
p.Arg140Trp
p.Arg140Gln
p.Thr754Metfs*18

18%
30%
9%
6%

- - - -

#107 MDS/MPN 1 1 46,XX,del(20)(q11q13)[19]/46,XX[1] - - - - - - - -

#108 MDS 0 1 45,X,-Y[3]/46,XY[17] STAG2 c.3224C>G p.Ser1075 28% - - - -

#109 Aplasia/hMDS 1 0 46,XY[20] ASXL1 c.1930_1934del p.Gly644Trpfs*12 3% - - - -

#110 MDS 0 1 46,XY[20]
SRSF2
TET2
TET2

c.284C>T
c.5226del
c.4210C>T

p.P95L
p.Asn1743Ilefs*2
p.Arg1404*

27%
45%
37%

- - - -

#111 Cytopenia 1 0 46,XX[20] - - - - - - - -

#112 Cytopenia 1 0 46,XY[20] - - - - - - - -

#113 MDS 0 1 46,XY[20]
SRSF2
STAG2

c.284_307del
c.2229G>A

p.Pro95_Arg102del
p.Trp743*

32%
63%

- - - -

#114 Cytopenia 1 0 46,XX[20]
KIT
U2AF1

c.1426A>T
c.101C>T

p.Ser476Cys
p.Ser34Phe

3%
3%

RUNX1 c.856C>A p.Gln286Lys 50%

#115 Aplasia/hMDS 0 1 46,XY,inv(1)(p35q12)[5]/46,XY[15]
BCOR
TET2
TET2

c.2606dupA
c.4247_4262del
c.4265_4268del

p.Tyr869*
p.His1416Profs*27
p.Lys1422Thrfs*25

87%
43%
43%

- - - -

#116 MDS/MPN 1 0 45,X,-Y[10]/46,XY[10] ASXL1 c.2423del p.Pro808Leufs*10 16% - - - -

#117 Aplasia/hMDS 1 0 46,XY[20]
DNMT3A
PIGA
PIGA

c.1599C>G
c.461A>G
c.848+1G>A

p.Tyr533*
p.His154Arg
p.?

1,2%
2,8%
3%

- - - -

#118 MDS/MPN 0 1 46,XY[20]
TET2
TET2

c.4879C>T
c.5000delT

p.Gln1627*
p.Leu1667Argfs*28

39%
41%

- - - -

#119 MDS 0 1 46,XY[20] - - - - - - - -

#120 MDS 0 1 46,XX[20]

ASXL1
TET2
TET2
EZH2
STAG2

c.1934dup
c.2308C>T
c.4562del
c.1957C>A
c.775C>T

p.Gly646Trpfs*12
p.Gln770*
p.Val1521Alafs*50
p.Gln653Lys
p.Arg259*

21%
28%
38%
30%
28%

SETBP1 c.1889C>T p.Ala630Val 49%

#121 MDS/MPN 1 0 46,XX[20] - - - - - - - -

#122 Aplasia/hMDS 1 0 45,X,-Y[4]/46,XY[16] - - - - JAK2 c.3188G>A p.Arg1063His 49%

#123 Aplasia/hMDS 1 0 46,XX[20] - - - - - - - -

#124 MDS 0 1 46,XX,ins(3)(q13p13p26)[13]/46,XX[7] DNMT3A c.2204A>G p.Tyr735Cys 3% - - - -

#125 Cytopenia 1 0 46,XY[20] DNMT3A c.2645G>A p.Arg882His 9% SMC3 c.2068G>A p.Gly690Ser 50%

#126 Cytopenia 1 0 46,XY[20] - - - - JAK2 c.104T>C p.Ile35Thr 53%

#127 MDS 0 1 46,XY[20]

TET2
TET2
SF3B1
ZRSR2

c.1300dupC
c.1730delC
c.1986C>G
c.938-3C>G

p.His434Profs*9
p.His578Ilefs*2
p.His662Gln
p.?

42%
44%
4%
70%

- - - -

#128 MDS/MPN 1 1 46,XY[20] - - - - - - - -

#129 Aplasia/hMDS 1 0 46,XX[20] ASXL1 c.2309C>A p.Ser770*   5% MPL c.1864G>C p.Ala622Pro 48%

#130 MDS 0 1 47,XY,+8[12]/46,XY[8]
U2AF1
DNMT3A

c.101C>T
c.2320G>A

p.Ser34Phe
p.Glu774Lys

28%
3%

- - - -



#131 MDS/MPN 0 1 47,XY,+8[3]
JAK2
SMC3

c.1849G>T
c.2000G>A

p.Val617Phe
p.Gly667Asp

21%
12%

- - - -

#132 MDS/MPN 0 1 46,XY[20]

KRAS
SRSF2
TET2
TET2
TET2

c.34G>C
c.284C>T
c.3646C>T
c.5645C>T
c.5500C>T

p.Gly12Arg
p.Pro95Leu
p.Arg1216*
p.Ala1882Val
p.Gln1834*

37%
32%
48%
41%
3%

- - - -

#133 MDS 0 1 46,XX[20] TET2 c.3683T>G p.Ile1228Ser 50%
BIRC3
ASXL1

c.1202G>A
c.2423C>A 

p.Arg401Lys
p.Pro808His 

49%
46%

#134 MDS/MPN 1 1 46,XY[20] - - - - - - -

#135 Aplasia/hMDS 1 0 46,XX[20] - - - - - - - -

#136 Aplasia/hMDS 0 1 46,XX[20] DNMT3A c.2141C>G p.Ser714Cys 9% - - - -

#137 MDS/MPN 0 1 46,XX[20]
JAK2
TET2

c.1849G>T
c.5543C>G 

p.Val617Phe
p.Ser1848*

79%
41%

- - - -

#138 Cytopenia 1 0 46,XY[20]
ASXL1
TET2

c.2387G>A  
 c.1286dupG

p.Trp796X
p.Val430Serfs*13

2%
49%

- - - -

#139 Cytopenia 1 0 46,XX[20] - - - - - - - -

#140 Aplasia/hMDS 1 0 46,XX[20] DNMT3A c.2339T>C p.Ile780Thr 2% - - - -

#141 MDS/MPN 1 0 46,XY[20] - - - - SETBP1 c.3299A>G p.His1100Arg 47%

#142 Cytopenia 1 0 46,XY,t(18;21)(q21;q22)c[20] constitutional anomaly, karyotype to be considered non-clonal
STAG2 
BCORL1

c.1871_1872del
c.4741+1G>A

p.Thr624Argfs*10
p.?

27%
26%

- - - -

#143 Cytopenia 1 0 46,XX[20] - - - - - - - -

#144 Cytopenia 1 0 46,XY[20] - - - - - - - -

#145 MDS 0 1 46,XY[20]

SF3B1
ZRSR2
TET2
TET2

c.2098A>G
c.727G>A
c.2249_2252del
c.4115C>T

p.Lys700Glu
p.Val243Met
p.Ile750Argfs*62
p.Thr1372Ile

36%
75%
37%
37%

#146 MDS/MPN 1 1 46,XY[20]

KIT
RUNX1
SRSF2
TET2
TET2
TP53
CBL

c.2447A>T
c.602G>A
c.284C>T
c.2586dup
c.4122_4125del
c.832C>T
c.1096-2A>T

p.Asp816Val
p.Arg201Gln
p.Pro95Leu
p.His863Alafs*9
p.Cys1374Trpfs*73
p.Pro278Ser
p.?

3%
39%
12%
36%
34%
3%
5%

- - - -

#147 MDS 0 1 culture failure
TET2
TET2

c.4076G>A
c.5650A>G

p.Arg1359His
p.Thr1884Ala 

4%
4%

- - -

#148 MDS/MPN 0 1 46,XX,del(5)(q14q34)[3]/46,XX,del(5)(q14q34),+8,-20,add(17)(p12)[2]/46,XX[22] TET2 c.4684_4687dup  p.Ser1563Cysfs*16 4% - - - -

#149 Aplasia/hMDS 1 1 46,XY[20] DNMT3A c.2696G>C p.Arg899Pro 20% - - - -

#150 MDS 0 1 46,XX[20] - - - - - - - -

#151 NMP 0 1 46,XY[16] - - - - - - - -

#152 NMP 1 1 46,XY[20] JAK2 c.1849G>T p.Val617Phe 9% - - - -

#153 NMP 0 1 46,XX[20] - - - - - - - -

#154 Cytopenia 1 0 46,XY[20] - - - - - - - -

#155 NMP 0 1 46,XX[20] - - - - - - - -

#156 MDS/MPN 0 1 46,XX[20] - - - - - - - -

#157 Cytopenia 1 0 46,XX[20] - - - - - - - -

#158 Cytopenia 1 0 46,XX[20] - - - - ETV6 c.668C>T p.Pro223Leu 38%

#159 NMP 0 1 47,XY,+9[16]/46,XY[4]
JAK2 
DNMT3A
TET2

 c.1849G>T 
c.1944_1987dup
c.1117C>T 

p.Val617Phe 
p.Ser663Trpfs*3 
p.Gln373

51%
4%
4% 

- - - -

#160 NMP 0 1 unrealized (secondary myelofibrosis) TP53  c.392A>G p.Asn131Ser 47% - - - -

#161 NMP 0 1 46,XY[20]
ASXL1
JAK2

c.1114C>T
c.1849G>T

p.Gln372*
p.Val617Phe

33%
80%

- - - -

#162 NMP 1 0 unrealized (thrombocytosis context) - - - - - - - -

#163 NMP 1 0 unrealized (thrombocytosis context) - - - - MPL c.209C>T p.Pro70Leu 36%

#164 NMP 0 1 46,XX[20] - - - - - - - -

#165 NMP 0 1 46,XX[20] - - - - - - - -

#166 Aplasia/hMDS 1 0 culture failure - - - - - - - -

#167 Cytopenia 1 0 46,XY[20] - - - - - - - -

#168 MDS 0 1 46,XY[20] DNMT3A   c.2645G>A p.Arg882His 42% - - - -

#169 Cytopenia 1 0 46,XY[20] - - - - - - - -

#170 Cytopenia 1 0 46,XX[20] - - - - - - - -

#171 Cytopenia 1 0 46,XY,t(9;22)(q34;q11)[3] - - - - - - - -

#172 Cytopenia 1 0
46,XY,der(15)t(15;20)(q14;q12)del(20)(q12q12),der(20)t(15;20)(q14;q12)[4]/47,XY,der(15)t(15;20)(q14;
q12)del(20)(q12q12),der(20)t(15;20)(q14;q12),+der(20)t(15;20)(q14;q12)[7]/48,XY,+8,der(15)t(15;20)(q

14;q12)del(20)(q12q12),der(20)t(15;20)(q14;q12),+der(20)t(15;20)(q14;q12)[8]/46,XY[1]
KRAS c.38G>A p.Gly13Asp 2% EZH2  c.1786G>A p.Ala596Thr 51%

#173 Aplasia/hMDS 1 0 45,X,-Y[19]/46,XY[1] - - - - ETV6 c.985G>A p.Ala329Thr 44%

#174 MDS 0 1 46,XY[20] STAG2 c.913C>T p.Arg305* 4% - - - -

#175 MDS/MPN 1 0 46,XX,-18,+mar[16]/46,XX[4] - - - - - - - -

#176 Cytopenia 1 0 46,XY[20] - - - - - - - -

#177 MDS/MPN 0 1 46,XY[20] - - - - - - - -

 

VAF : Variant Allele Frequency

 

VSI : Variant of Uncertain Significance  based on the state of knowledge and information available at the dates of analysis and data transmission.


