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SRSF2-p95 hotspot mutation is highly associated with advanced forms
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Patients Sex Age WHO
Classification AHNMD Type of AHNMD CD2 masto Tryptase 

ng/ml B Findings C findings HMG SMG Ascite Hb 
(<10g/dl)

Plq 
(<100)

PNN 
(<1000) Alb amaig

 >10% osteoporosis MCAS Status
Dead / Alive Advanced (A) KIT mutation SRSF2 SF3B1 

(exons13-16) TET2 IDH2 
(exon4)

ASXL1 
(exon12)

CBL 
(exons8-9)

JAK2 
(exon 14) NRAS U2AF1 

(exon2,7)
ZRSR2

 (exon8,9,11)

1534 M 81 ASM yes MPN (SMG myeloid) neg 169 na 4 yes yes yes 9.2 59.000 14.700 37 yes no no D A D816V P95T 1 1 1 1
D60 M 75 ASM>MCL yes MPN/MDS neg 458 4 yes yes yes 9,2 31  000 12.000 24,3 yes yes no A A D816V P95R
1386 M 90 ASM yes Waldenstrom 19,4 na 1 yes yes no 8.9 103.000 NK yes NK no D A WT P95R
1263 M 64 ASM yes MPN (SMG myeloid) 105 na 3 yes yes no 10;6 64.000 3200 NK yes NK itching A A WT P95R 1
F50 F 68 ASM yes CMML neg 133 na 4 yes yes yes 10,6 240.000 2700 24,8 yes no no A A D816V P95L 1

M174 M 72 ASM no na 330 na 4 Yes Yes Yes 10.3 116.000 4500 42 Yes NK no D A D816V P95L 1
1349 M 90 ASM no na neg 800 na 3 yes yes no 7.7 28.000 11.200 33 yes NK no D A D816V P95H 2
1639 M 64 ASM yes AML pos 1240 na 4 yes yes yes 8,4 144.000 6400 30,4 yes no no D A D816V P95H 2 1
1445 M 78 ASM yes CMML neg 209 na 4 yes yes yes 11.4 26.000 4200 30 yes no no D A D816V P95H 2
1672 M 54 ASM yes MDS (AREB) neg 312 na 4 yes yes yes 9,1 99.000 2300 26,8 yes no no A A D816V P95H 1
1466 M 82 ASM yes CMML 235 na 3 yes yes yes 11 14000 58.000 40 no no flush, itching D A D816V P95H
1218 M 77 ASM yes MDS (AREB) 775 na 3 yes yes no 9 53.000 1900 NK yes no no D A D816V P95H 1
169 M 62 ASM yes AML NK na 4 yes yes yes 8 10.000 8600 27 yes NK no D A D816V P95H 1
V20 F 66 ASM yes MDS neg 367 na 4 yes yes yes 7.3 44.000 5000 31 yes no no A A D816V P95H 2
1154 M 77 ASM yes CMML 200 na 3 yes yes no 10,4 35.000 21576 38 yes no no D A p.(F504_N505delinsLKFLT) P95H 2
289 F 76 ASM no na NK na 1 NK NK NK NK NK NK NK NK NK NK D A D816V 1 1
394 F 58 ASM no na 27,5 na 1 no no no 13 60.000 8000 43 no no itching A A D816V 1
328 M 76 ASM no na > 200 na 4 yes yes yes 8.4 94.000 6700 23.8 yes yes no D A D816V
397 M 47 ASM no na pos 100 na 1 yes yes no 15;4 41.000 5.000 43 no yes no A A D816V
327 M 39 ASM no na pos 615 na 4 yes yes yes 9.6 378.000 7400 28 yes NK flush A A D816V
1182 F 51 ASM no na 149 na 1 no no no 15,4 235.000 1.118 35,8 yes yes flush, itching, diarrhea, pollakiuria A A D816V
1070 M 83  ASM>MCL no na 1077 na 4 yes yes yes 8.4 31.000 3.800 27.4 yes no no D A D816V
984 F 56 ASM yes MPN (SMG myeloid) 21,2 na 3 yes yes no 7.8 129.000 2900 NK no no flush, itching, diarrhea D A D816V 1
486 M 80 Mast cell Sarcoma no na 426 na 3 no yes yes 8,8 69.000 741 30 yes yes itching, diarrhea, flush, abdominal pain D A D816V 1 2
S10 F 80 ASM yes MDS (AREB) 822 na 2 no yes no 7.7 19.000 1680 NK no NK no D A D816V 1 1
233 F 75 ASM yes MDS 389 na 4 yes yes yes 7.7 52.000 4180 NK yes no itching A A D816V 1

1202 M 63 ASM yes AML 635 na 4 yes yes yes 9 87.000 3600 30 yes no no D A D816V 1 1 1
1725 F 29 MCL no na neg 840 na 4 yes yes yes 7,5 68.000 10.500 26 yes no flush, diarrhea, musculo-squelettic pain A A p.A502_Y503dup
1186 F 70 MCL no na 410 na 2 no yes no 8.5 78.000 16000 NK yes NK flush, malaise D A p.S501_A502dup 1
1427 M 70 ASM yes MPN (Vaquez) / MDS  73,4 na 2 no yes no 6,8 71.000 1590 NK no NK no A A WT
1329 M 28 Mast cell Sarcoma no na pos 900 na 1 no yes no 11.7 445.000 5200 NK yes NK flush D A WT
M40 M 80 SM-AHNMD yes MDS 71 0 0 yes yes no 10.8 294.000 10.000 47 no no no D NA WT P95L 1 1
1318 M 76 ISM>SM-AHNMD yes na 47,5 0 0 no no no N N N N no NK diarrhea NK NA D816V P95H 2
1571 F 51 ISM no na pos 19,2 0 0 no no no N N N N no no anaphylactic shock, diarrhea, itching,  pollakiuria A NA D816V
1668 F 36 ISM no na 52,6 0 0 no no no N N N N no no flush, diarrhea, psy trauma, dl os A NA D816V
1718 M 32 ISM no na 220 0 0 no no no N N N N no NK  psy trauma, itching, dl os, astenia A NA D816V
1705 F 51 ISM yes CML 3,7 0 0 no no no N N N N no yes tb neurologic disorder, asthenia, anaphylactic shock, dl os A NA D816V
1739 M 82 ISM yes MDS (AREB) 9,5 0 0 no no no 7,6 36.000 800 N no NK diarrhea, flush A NA WT 1 1
1231 F 77 ISM no na 131 2 0 yes yes no 12 167.000 3900 NK no no itching, diarrhea, flush, abdominal pain A NA D816V 1
1598 M 55 SM-AHNMD yes MDS (AREB) neg 12 SMG 0 no yes no 10,4 183.000 1975 46,4 no no itching, flush, pains, RGO, neuro-psy disorder A NA D816V 1 1
1010 F 75 CM no na 22 0 0 no no no N N N N no no itching, diarrhea, anaphylactic shock A NA D816V
1159 F 57 CM no na 13,6 0 0 no no no N N N N no NK gastric disorder,  pollakiuria, itching A NA D816V
105 F 43 CM no na 11,3 0 0 no no no N N N N no NK flush, shocks, itching, diarrhea, pollakiuria A NA D816V
435 F 52 ISM no na 40 0 0 no no no N N N N no yes no A NA D816V
492 F 68 ISM no na pos 24,5 HMG 0 yes no no N N N N no NK not described A NA D816V

1005 F 65 ISM no na 125 0 0 no no no N N N N no yes flush, diarrhea A NA D816V
356 F 57 ISM no na 38,6 0 0 no no no N N N N no A flush, depression A NA D816V

1025 F 57 ISM no na 18,6 0 0 no no no N N N N no yes not described A NA D816V
425 F 56 ISM no na 36.4 0 0 no no no N N N N no no flush, itching, pollakiuria, fatigue, depression A NA D816V
427 F 56 ISM no na 63 0 0 no no no N N N N no yes flush, itching, fatigue, anxiety A NA D816V
406 F 54 ISM no na 20,5 0 0 no no no N N N N no NK itching, A NA D816V

1002 F 51 ISM no na 115 0 0 no no no N N N N no no flush, itching A NA D816V
1016 F 45 ISM no na 79,6 0 0 yes no no N N N N no no not described A NA D816V
245 F 43 ISM no na 23 0 0 no no no N N N N no yes flush, itching A NA D816V
246 F 42 ISM no na 38,7 0 0 no no no N N N N no NK flush, itching, diarrhea A NA D816V

1323 M 63 ISM no na 75 0 0 no no no N N N NK no NK itching, diarrhea A NA D816V
421 M 60 ISM no na 63 0 0 no no no N N N N no yes itching, flush, diarrhea, gastric disorder, pollakiuria A NA D816V

1096 M 57 ISM no na 25 0 0 no no no N N N NK no flush, itching, diarrhea A NA D816V
424 M 46 ISM no na 8,3 0 0 no no no N N N N no yes feeding intolerances A NA D816V
372 M 45 ISM no na 42,2 0 0 no no no N N N N no yes not described A NA D816V
409 M 28 ISM no na 31,5 0 0 no no no N N N N no yes diarrhea A NA D816V

1083 M 53 ISM no na 26,2 0 0 no no no N N N N no no itching, malaises A NA D816V
1006 M 33 MC (type TMEP) no na 8 0 0 no no no N N N N no NK itching A NA D816V
468 F 63 SM-AHNMD yes MDS 191 0 0 no no no 11,8 186.000 1190 NK no yes no NK NA D816V

1594 F 70 ISM no na 24,7 0 0 no no no N N N N no no gastric disorder, flush, itching, sleep disorder A NA WT
1265 F 54  ISM no na 5,4 0 0 no no no N N N N no no itching, flush A NA WT
1215 F 45 CM no na 24,3 0 0 no no no N N N N no no no A NA WT
1122 F 54 CM no na 5,3 0 0 no no no N N N N no no no A NA WT
1241 M 39 CM no na 7,3 0 0 no no no N N N N no NK itching A NA WT
1001 F 79 ISM no na 6,7 HMG 0 yes no no N N N 36 yes NK itching, flush, diarrhea, headache A NA WT 1
1376 F 46 ISM no na 14,8 0 0 no no no N N N N no NK flush, malaises, itching A NA WT
398 F 33 ISM no na 2,6 0 0 no no no N N N N no yesflush, itching, pollakiuria, depression, diarrhea, anaphylactic shock A NA WT

Abbreviations: WHO, World Health Organization; AHNMD, associated hematologic non-mast cell lineage disease; MCL, mast cell leukemia; ASM, aggressive SM; ISM, indolent SM; SM, systemic mastocytosis; CM, cutaneous mastocytosis;MC, bone marrow mastocytosis; MDS, Myelodysplastic Syndrome; RAEB, Refractory anemia with excess blasts;UP, Urticaria Pigmentosa;
  TMEP,Telangiectasia macularis eruptiva perstans; NK, Not Known; na, not applicable. 


