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Abstract

Systemic mastocytosis is a rare myeloproliferative neoplasm, and some patients may develop other
clonal hematologic diseases. This article reports a 48-year-old male patient who presented with
symptoms such as skin purpura, fatigue, and abdominal distension. Through bone marrow pathol-
ogy, immunohistochemistry, and genetic testing, he was definitively diagnosed with systemic mas-
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tocytosis with an associated clonal hematologic disease, accompanied by myelodysplastic syn-
drome. The patient received sequential treatments including clavulanic acid, azacitidine, and da-
satinib, but his condition fluctuated recurrently. This article summarizes the clinical characteristics,
diagnostic process, and treatment course of this case, with a literature review.
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1. 5]

Z G ME B4 B 4% A 995 (systemic mastocytosis, SM)J2& — 20 DL 5 B 1 B K 20 it S5 3 B B O FAE R . B
JHE T LSS S 2 A A LG IR R R B A R GE AR . 2022 AR SR AR ZH 4 (WHO)IE Ik
ELA 2R 70 2ok SM 4 N P R Gt IR 20 Mt A= (1ISM) B R 1 2R e IR K 4 384 26 955 (SSM) - 12
e 22 48 MENE K 4H B 4 £ 97 (aggressive systemic mastocytosis, ASM). JE K4 U 1 M5 (MCL) PA K £k HoAth 5
I 1 XLV 1) 28 0 1 A K 40 it 486 A= 975 (systemic mastocytosis with an associated hematologic neoplasm, SM-
AHN)ZEIER[1]. o SM-AHN 255516 SM Jifili) 20%~30%, B IR ZE IR Z —[2]. SM-
AHN 55 R 1 5 B VE LB 9 MDS. B EHE & B IR (AML) s 18R - SA% 20 5 i35 (CMML) BA &
B 4 B 1 e R S [ 2]

SM-AHN 12 75 [R] I A2 SM AR A o BV LB R 2 Wb vt . AR 2022 4F WHO 4338, SM I
SR AL 1 R BRI E > 1 TR EARE, A /D 3 IR E bR, E EhRE N BE A J ik A2
AR I B 22 4 M S0 IR K GE MR (215 AMERA R/ SR ALY s IR EARAEELEE: >25% B K40 il 2 AR %
RIS L R KIT SOE PR AR . R4 A CD2 i/l CD25 /5t CD30. i & 2Kk & F i
FF4>20 ng/mL [3]. SM B A T/ RAETLE S IR, ERF LAEMEIE, DX aEME SM 5& 23804
A R [3]

REZH SM B KIT FE DR RGIERA, Hrh DIAMNE 1 17 () D816V RAL i Jy s WL (1L AT
SM EFE T HZE > 90%), 125 AL 8 ik P02 3 AR A 14 4R SR B TR S RS 1, I B A K A 1 5 5 A
[4]. 7£ SM-AHN o, B KIT 844k, WAl 5 1 A MB0w AR S OB 731 5 H 21 TET2. SRSF2.
ASXL1. RUNX1. SF3B1. CBL. EZH2 Z&JL[ARA:, XL RAMEEIR TS A, B IR 7
W S ot M A e P T A R AAE 5]

SM-AHN IE KRR I Z AL, WE AT PR RE K 40 M52 3 H I B K A O P S bR D % S K 4 e s A A
TR (U S AL 3R VS L BORE S S 5E),  SORT R I HE A DR LR A ) i 4 f ko2 R i 285 3 I
%o HT SM AHXMZFENL, IHKR EREZIFIZEGRIZ . ST AAEA A R g0 fks> . R, R R AE R 40 i
WA ERE R IR S BRI R, NS ZRATRE, R AT R R A A KIT SRAR R LA B
2.

YBITJTTH . SM-AHN ) 5 e 75 (5] s SHe ot R 4t e 67 A A A4 1) BV IO o A4k, DA KIT %R
PR T R VA 40 k1) 77 G oK Wk 22 AR (miilostaurin « BT 4% ¥ JE (avapritinib) & 7E {2 28V SM R T AU 19T

ik
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2 o B HE ] T RO A ) — 2Ry T [6] [7]. 28T, X THEA G MDS 8t AML 8%, A KIT
A FFAEAEAS A2 LASR ) P B (0 7 B VE B0, 7 Ik 25 PR AL 21 8 8 S 2 A3 1 141 g #% A (al lo-
HCT), Ja# & H ATME— T RERRIA A6 T T-B[8]. T2 ml Jeth . SLie RO A R AR AR A, 132 i
LR BB AT L TR R RS ST 58 KIS B [2] - ASCHRGE — 4] SM-AHN (f: MDS)
BEMCIRG, 46 TR IR PRES /. 20 TRHIE SR T I8, DUBIER o iz it i R A R

2. mpIEEH
2.1. —HER

B, Bk, 488, N “URZIE KA BAE 2 AR, 4kSHRYT7 T 2023 4F 9 H 21 H AR
2.2. fRSEEm

BT 2021 47 8 A JCHA BT LR B0, T b R BEA T RE S RAG A, B RSV AR o Al IR
T, ik CD117. CD25 fHE, KIT FERAMEF 17 /0% D816V 4%, 5 [E At K4H sl £ iE. 2022
fE 6 HIRMERR 2 T 2 BUE RIS M B b, B S0 R B K40 MR £ 1 i 1 4141 45%,  HK
W e B, KIT D816V RATRHM:, A BE Ut fArr 46, XY, t(7;18) (q32; pll). 454 H B IR UG 4N 5.5%.
bi R KA R ASIE L, 128 SM-AHN (£ MDS). 535 [R5 I D8] A A FH BT A% 8 JE BOK MR 24k, S Jo 42
Z SRR T AT« BT LI 25 B IR YT L RV B SR SR MR TT AR . B IR TT IR B SR R IR T AT
FIRNZ AR NS AT R DK 40 R 2R T A 4 250 B AR e R R, B2 m] R ME RN 2235 47
B . BB B2 v b SR IR T G IR — B Bl 45 . R A Frokss, By sol LA, 5 2R B kR
(MAAARREAT 1 R B, RAE G R), SBREE ST, IR IAE Wi IR TT RO, o i
MR Jac BT 2 EAIRTT, HREEIEE A I =& MDS (IPSS-R ¥4 4.5 77), ZHEMZAY)
1E MDS HH ] S0 L5 AEL% ] 1 I3 554, ALK RE K 40 M A7 g )% il VR A BR o BB H 2 Bl L M P T
J LR ANBATE S SR A, A7) RS AN I ATV T B, VAT RO ERAR, FOREE TR e
RV B R VRTT, AN 2 0 R IR R IR AR, XS KIT D816V M4l f — e iMmfEH . &3
2 ik v B Je Va7 IS s R R AR, R RO IR . YR T AR 2 R R BT i NI D G B
2.3. ZRNBRIER

R G B Z 77 kB E, 350K, K. BERAE. ANBEaA: #E, Mo, 31
M3, RIRTCER, BT . IF s A 404 14.77 x 1090, IMI8& A 36 g/, IM/Miit% 20 x
10%L. MR CT /s AUl RGN > VrsePEer gkt ARG R MERRG 2 Rk 2, BR. HFRIF. BEK. 4b
JE A B ARG S AR, AR AL A 5.4%, g £ Ay CD34°CD33*CD117*CD45dim, A
Fik CD25. CD2 %%, WPMJUIBCAS 7 il 28 S J5A4 1gM B US55 1gM BHPE
2.4. WITET RN

AP S 4k O AE 7D % e 50 mg-qd #ERITEYT, B 2040 M A /R S RRARER o B SR AR B GL K
B, TRV R KR EML R PURGIRYT, IRRE R, B St SRR, BEZ. B
Rk, MAEEATHE 99 o/l f5thbe. HEE #E, 2TMAekes, MR, HbiEEN1i2%Y)
LiERvin
3. g

A 12 SM-AHN IR IS R AU AT 13X S I PR 52 2 1 o« 3 SR DL IR R o B R R
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B, ZEBEREA KIT D816V K152 W N L KA H b 220, (H B 5 i 4 B B 5 7 JIE 4 i L 471
IS 45%, HAERL R, RS EM(RIBAM 5.5%. 8k 26%%5), A 25 & SM-AHN (f: MDS))i2
WrbrifE. 7 2022 4 WHO 4325+, SM-AHN 72 W ZLR [F B3 2 SM RN 2 o I 4 L300 12 Wb
A 58 B R P 2 M SO BE R GH IR (=15 AN i/A%), #ik CD117. CD25 HAuH KIT D816V, #&
SM; [FIRF, AMEIL— KRB R MR, HHRAGTN >10% B HRGARI G40t B > 15%, B
ZWiy MDS [9]. X Ff “XUEISW 7 SHHYTT PR A OCE B, RS i IE K 40 3 A A A e 4 TE AR K
(1] MDS BT S5 L4 6 95/ R0 1) 13 L5 262 £ PR RUTSS

SRS IT I, A EFE R KIT D816V 4b, ik 1 t(7; 18) (q32; pl1) B ik By fir, P A SF3BL.
ASXL1. TET2. CBL %L A mEMiiseAE. 7€ SM-AHN 1, 3 FIEHE 5t 5o H 5828 57 535 v T #hali SM
[5]. KIT D816V RAZ/E SM-AHN {14 F Jifes i 2 i 1AL tH 222008 68%, 1ff SRSF2. ASXL1. RUNX1 %%
i fE AR S DR RS HE 2000 52% [10]e 3X— 20 TAFAESE R A B 3 RN A7 AE KIT 3R 30 548 FIE 2 iR A
RILTA, BT K B A MR HE FAH 40 B AN R SE BE G BE .t (7; 18)7E SM Hr | L Y s FL
YIS AL 2 S, LBURMLE] AN I, (2 7932 XS K 2 B R g B R T o, AR IRFS (FHLE
AR T B)AI CALU (B4 &8 )55, Hob IRFS ENERIH 755 RAEM G, HRERESZH
JRE R AR R A O . FE 7932 AR AR LR Hh WSR3 IRFS A R, 4Rz X AT fe 60 2 FoAT 4
DiRe RN [11]e 53— J7 18, 18p11 DX B ik SEAFAE 2 M e 4 B K], Forh LAMBTLA U4 %55 18p
BT AE R S S IR, AR RS2 R g L TR RASRE ) 4%, mRNA fEFLIE S 2 PR i Rk R
Yo kA, 18pll XIF PTPRM (55 /1552 1A 7Y 1 S R B S NAY o) tHL A UA DA Ao 22 PR 3 b Fn R v P % 6 41
FH[12]. Mk, ZSAL0TREEIEBEIR 7932 X B B L SN 7 e T4 18pll X S K ThRE, &
5 REOR 40 i v R A MDS iU fE . DA R, SM A A B A% 2 S 5 A7 A6 ML AR RS e AR,
HE e B8 5N R TEAHDE[2]. At (7; 18) 5 Ao I PR B SUAT 15 58 22 95 1510 AR 22 DA el 1

SF3B1 p.Gly742Asp 5& MDS H IR B S 21 40 i 2 L R RFAEME R AR, 55 B85 1 B A 2k LU A8 - v — 3
ASXL1 Al TET2 #7742 & MDS #1 MPN #5 WLIA R G Fr &, 2 5 R Wi A& 4% 7 5 [13] . ASXL1
RARH T PRC2 AW HELMAE B 5, TET2 KIS0 5] DNA ¥4 HEL g, w3 2L
HEZNHE R e PE I . CBL KR ZmiY E3 iz RIEHN, 252K BRI M U ks, HRARnT Y
5 JAK-STAT 2515 5@ & E[14]-[16]. 7 MDS KEEAMF 7T+, TET2. SF3B1. ASXL1. SRSF2.
DNMT3A 1 RUNX1 /& RAMNZE > 10%(1)HEE,  H 2 P 548 L vy RS 2H A/l S5 46 20 B T+ s AH 9 [13] . 3X
SR S HE SM-AHN [R5 AR S, T 2093 5 i 11 1) AMIL 1k JXURG:

BB i% B 5 1) MDS 40 J2, IPSS-R #4538 4.5 43, JEEfadl, FoRRIETEAE K4k 2, MDS
A HEIRITIRAE[L7]. [EA—4RIZ, LI IPSS-M RGuit— B84 7 RAKE, niftE
FEE TS PR [18]. 75— g 798 il [H MDS & I 70+, IPSS-M % IPSS-R £ 7l AML %4k
75 T B H S AL A X 40 i 73 (C-index: 0.84 vs. 0.81), T 45% [ i 7F IPSS-M Hiil 374035, HA4) 65%
Bl E R R AE L [19] 0 IPSS-M I 2% 1 525 v R R0 2 1 B RAR T | I RS BRI A R A% S AREAE T
DAL S AEAA I T8 A MR A A7 R AML LR . shiZ 8 &5, BR IPSS-R Ol sk LI, 1L
ANBRE D R A5 i L Ah, ASXL1. TET2. SF3B1  CBL %L LRI R AR TG . Fix it gear
AN IPSS-M HEZE, 1ZHEH NG EL T Reidt—2 B, SRS B gl IPSS-R mfa i 2.

£ SM AR TR WA J5TH , Mutation-Adjusted Risk Score (MARS)/2& H R &% 3k € 1] SM (AdvSM) %
BUBRII TG VP 4. MARS & —ANEIHER) . BE AANSHM . WHO 2 BSLTiE ik R, ¥
AdvSM EBE RIS N =AU . T — TN 170 352 KM ZKIGIT ) AdvSM SR BT S R 1,
MARS 7 JZ 5%t s A 17 1(OS) i T4 18 #% £ (C-index = 0.689), fI T GPSM (C-index = 0.677)#i1 IPSM (C-
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index = 0.618). ZMf FLARHE A A MARS A 20 2 A1 AdvSM AL, LR AN FUS AR AL: K&
SM-AHN [JHi{iz OS A 58 N H, & SM-AHN (47 OS 24 A~ H, HEf& ASM 4L OS A 33
ANH, MCL AL OS KN 9.9 N H o« ABIEFEAF/E ASXLL fl TET2 HZ EAR R, 54 A Mmani
D RO S I A I RAFAE , MARS PP4r SE N fE 2201 S8 IR T B, 1% A TG
WL OS #9024 N A KA, X —TE (5 BT TIH7 R AU E E1TIE A BEES M. MARS KUK 7>
25 IPSS-M WA H ML &, FIAE SM A1 MDS PHANEFE b SB35 T = 58 g4 THUMURS HE (1) PP A

TEVRYT R |, SM-AHN [R5 58 B 21 /2 () ) 78 o5 X4t PR RS 43 R A 90 o B M I o %) KT
D816V [H#E [ 2 K W S AR RN BT %5 JE O 43 Al fi e FH T2 28 P SM FIRG ) SM vE 7 [6] [7]. b, il
R R VB N ENE B KIT D816V #i i, 75 szttt FUAfF 7 v S ot A oK W 2 bk (1) 8 A A7 TR o Rt
I ISR 2 [21] o EAS I S5 R 25 ] Btk e 2 55 SR AR IR IR, R REAE PR 22454, k4% 7 s e v . BT $L A
HAAYD & B E . Tohi e/ AVERS ), o T B 40 i RS 2 A v 4t i 25 B AR e e R 5 1
H, FHEITEEF BT ELE. MR —EoE, 7S REA, EamlEmidtE. ML ENE
H AL 254, 76 MDS FR B i R . JEKAEAE, (ESH ARG 57 (3l Ve AT PR, S A 285 J5 0 H 3L
FRLESE KA IL GHAT M TR . TEVD B e o 2 B0 p I R il 1), x4 KIT D816V 4ty — 2
FHER, ARIGIR EYEYT SM-AHN BRI o AL A& e 5 1 8 8 FeoE , AR IRABTR I
FE LIRS MEORFFEE. W IR RGBT rT R e, $7R B2k B JE IT RCA IR X B8yRyT 258
Wi SM-AHN B35 7E E N Lt S R T SR @k KIT S8 2503 DUSRAT, a7 Bz 48 M 251
B BE BT I A R s, AERFE AN A MRS I o S WA R RS B, BTA% 8 JE Wl SM-AHN g
(1) SM ZRAFRF 2L 58 2 I 4ERF KIT D816V RAZ 73T BN, AH FLARE I MLyl b es (an 2k gy CMML)ATS AT
e YU KT i 2 2R K [22].

UeAh, RGeS B ARG B RN . IR BRI, B RN B B S R A
PRPATERRE , i SM-AHN 23 YL XU B4 . X TRES 2 MHERH X MDS b7 S5
{1y H P 4 L 9 D R A IR DD B R I s IR BRSO 25 . AT A1 35 55 0 0 T S5 4 R4 4 R ) 0 B
BERBIR s PR THRE U DN R 40 MO IR s s B2 % If % G e VR T R — D B S ThE . DA AR SM
BEAFAE B A AN BB AR e Be v 1 52, LA 2540 s R A v T A B[ 2] IX BN AE SM-
AHN 2FRE A, U1 B AN T T2 DG L, JCILAE B R4 b 0 90 R0 T35 1 58 FH 0 400 B S bt
FEH Y

TG 77T, SM-AHN B AL AA A B B 50 T R a2 28 14 SM. e SM 1, ASM B i A S AR A7
W% 3.5 4£, SM-AHN B & A B EfE LN 2 48, 1 MCL B3 b AL 8 AR fF AR B4R [9]. 1
ST NBERRAT R A7, SM-AHN FIRLSE T3 IA 282.3/1000 A4, E3E =T ASM (117.5/1000 A\ 4F)
FTISM/SSM (22.3/1000 A4F) [2]. 1 MDS (15 flist 4% 5 23 DL AS R BEAR A F51 02 4037 1 47 14 T3 A
Fo ZBEAFAE SF3BL. ASXLL %L\ mfaRAr, A MM E B sb, AU & frE il &, sei b o
BENERIASCRRRIT A ERPIRES o TR I 40 MRS i AR R M — 1R T B, (HAEVG BNV,
JUE 25 ThRE i S A R B RS 1B LT, B AEAE G Rl =y, HLRS A S SM IR 5. EBMT LB
a2 A2 OB @ ON allo-HCT 76 AdvSM Hff R $ 4L T HEZE 3 5, HEFEAE 259 2 B oA iy
fo B E T REAE8]. Rk, FERRMSCRRAIT RIS, $em KIT $ER 259 m] SRy e i, JRR%
WEHMEA TR, VRS R R TS I 8 77 14

4, gig
SM-AHN & —Fh 2% W, FLTU 5 22 (9 R R GRS W IR B B . S LAk B AR, 3%
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504 R e B P O (R 2 W7 o VAT N LS ) KIT JEREE A% L, FRAREE Ff R IR0 R 2K B K f e 2
A 25 WAL 2 s M B VR 2 . 2 m] B T 22 G S BT 2 I R T I PR B SE R R o A7) SR i A R
A%, RERBGE, LA SRHAT TR MG, EmIRUR AR AR FRGE, IR IR R
Jiks SM-AHN IR, HESHIRALIZ TR, Bk BH KA R

B M
P IR L3R B O S R
S5 3k
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