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Abstract Systemic mastocytosis(SM) is a rare disease with complex and variable clinical manifestations that
can affect multiple systems and present initially in different clinical departments, resulting in a high rate of misdi-
agnosis and missed diagnosis. Approximately 90% of SM patients carry activating mutations in the KIT gene,
and recent advances in research on tyrosine kinase inhibitors targeting the KIT gene mutation, such as Ava-
pritinib, have significantly improved the efficacy of SM treatment. Therefore, early identification and diagnosis of
SM patients and timely targeted therapy can effectively alleviate symptoms and improve quality of life, prolong

survival. This article shares the clinical diagnostic and treatment experience of SM patients at our center through
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the introduction of two typical cases and the latest research progress of SM.
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(advanced SM, AdvSM)M |y T H 5= L o &
K A 2 G VA I R e BRI = B S ik, SMA 45
BEEZAREE, Wik TREH SM & #F
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1 BEAEG
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B A2 8 Y Kk gz 1 AT ES
BEwlis. 56 3% KA, I F B F 40 0 %% (white
blood cell, WBC)6. 8 X 10° /L, Ifil £1. % 1 (hemoglo-
bin, Hb)>110 g/L, Mfil/MR 1%L (platelet, PLT) 74 X
10°/L, A4k RN E R (ALT) 62 U/L, B B
FREG(ALP)1 513 U/L, v-#& @A Bt B 0 (v-GGT)
418 U/L, M H £ & 68 pmol/L., H 4 0 £
# 28.1 pmol/L,[E4E L & 39.9 pmol/L., I I
BB A48 4 CT 32 7 FTF I fA BR ik O g ke ek K
A I RIS I B . IR R 2 R 5 1O R A R
K I U R 5 AT R 3 K AT i A AR T £
JE K HR A R B AR EL A B AN I TR R R O R
SWRE. TGS FR A, B R BRI
i L3 2 AR R A0 it 2, SR AT I 0. 33 %4
M) B P B AN, Yo ik o B ol IE R R AL,
PDGFRP K4 & HE FISH Bk, B 86 1% #0021
UM I A kb, AR I ctDNA U 46 ) KIT
TET2,SRSF2 . RUNXI JE K #5848, A g £ 2
12 W S B K 240 34 22 B I IR ko A R 22, T I
R4 1 G TR AT T P R e R LR K 5
TR BR LB 4 B i A5 X RE YR T S8 A RE R T
M3t 3 e ZIRGEE S, vE— 20 R i v S R
BB 11,5 ng/mL, 5835 5 9, 1% K WL B s IR
REMFHFAMMP (=15 N/ HO B2k 30%
MF-3 9% ; E 402 . W 4 CD117 38 (+) .
Tryptase(+),CD25(+),CD30(+),.CD2(—),
CD20(—) ,PAX5(—).CD3(—).CD5(—).CD10
(—).Cyclin DI1(—).CD23(—),CD34(—),MPO
(—).CD61(—);CD138 40 it (+).Kappa i
(+).Lambda 20 (+), A A IFEK ), AL
RIETRANML 7 WL, 21 2 AT WL R Bk 4, B A% R R il
AR e A /N AR U DL B R AR Y 3. 5%, I
AW 8% CD2(—) .CD25(+) .CD117(++)
RER AU B AEAR . e iR DL IE H A . RNA JU 5 FH
P, FE R % A8 A I 2] . CBL p. Pr417Ser 3.50% .
KIT p. Asp816Val 12.40% . RUNXI p. Alald7fs
3.00%  RUNXI1 p. Asp332fs 21.40% . SRSF2 p.
Pro95Arg 12.00% ,SRSF2 p. Pro95Leu 35.00%
TET2 p. Asn275fs 43.00% . TET2 p. Gln1825Ter
10.80% . MG 7L CT 7~ - WM 20 o ik Jis BV L 00

LV 5 TG T R 5 B e s TN 22 & i R L 24
HE AL R . HE K B LUK L 40 M L T ok A
JHL L R) 2 B, A D g e M, e DL 0. 5 Y0 B R
3K L HE A0 B R4

ZPEAE Z B F L T SM A 3 B2 Wi bR i
2 TR E AR UE (KIT p. Asp816Val & 745 5 B K 41 it
Fik CD25), [F B X 2 T 1 Wi“B £ (KIT p.
Asp816Val [7AE 5 8 FE SR =10 %) A1 2 Ti“C
B[ e g e A K 40 33 i B0 S T R R
PN =1 F 20 A /D 5 mT ik K i S b R A B T
AEVGE L A1) B K A G TR ko R L i
B EEIZWEIE R ASM fE4k & MF, &4
W L TR R 200 mg/d FARIGYT . B HE
KR, T 9 d IR BRIE SR . EER
B 2 JE N R ) W TR R A L T4 ALP R v-GGT
BT B 2 AEH KF . {H WBC.Hb #1 PLT
B RAR 2 AR K . WBC 4E+57E 6. 8 X 10° /L I
T, Hb 43575 83 g/L b F,PLT 4545 74 X 10° /L,
B B R a2k IR BT SRR YT . 4 A A IR A BE
S AT B E I R B KA B L AR B & 10 %0, T E
L TE RN E N I e =8 N S O (E N A 9 N 1)
XF . #4E IWG-MRT-ECNM 40, 1% &8 & 1 J7
ROk B Tl R 3 (CD , ELE 2 T 354> 28 it (PR)
PRAUERT 3 Wb () 2 T (R BEARAT TG 7 1 1007 28 JB 2R
B 7KF .
1.2 w2

B BB 15 S A R E R LR Z Tk
H”F 2018 4F 10 H 2K Bk 2 . £ 1L # #ls . WBC
13.34x10°/L,Hb 75 g/L,PLT 12X 10°/L, H&p
CT $&R Ml B Y . 58 35 8 28, B 24 34 A A BE Vs
B JEUR A0 M e ) 79. 5%, & IR 2k BE R I
(AML)-M2a; 55 WL 12 % 09 BB R 40 Jd . 5 8 BB K 40
A7 b 80%6 . H B Ay AL WL 74. 5% 4 AE 4l i
CD13.CD33 FHM: . B & ik 5 W 6. 4% 19 CD117
5 BH PR 21 i, CDA45 ., CD30, CD123 BH 1, % 18 iR
KM, e faihoR.46,XY,1(8;21)(q22;922),-9,
+M? 9q-[10], £ # PCR # M ¥ RUNXI ::
RUNXITI @il 2, 2 K 3 473.28% 5 —
0 7 K il ) KIT p. Asp816Val 42.10% i
ASXL2 p. Thr523fs 44.90% ., %4 b, BF LW H
SM ff RUNX1::RUNXITI iy AML, —/NJ7#&
B IA HR(EFAZOER 10 mg/m>) % T4
JEHE T REAEGE, BHIE SR AR, WL 1. 0%
B TR 4 40 Mg A 28. 0% By AR K 4 B, RUNXT @2
RUNXITI @l &% &0 610.33% 51 JiJ5 FR K
B AN BEN AWK, W 13, 5% B R 4)
4IA AN 18. 5% AR K 40 ffl . RUNXT it RUNX1T1
FERAKE TR 1 454.55% , [EAF AR T A
VO RSH BTOR aE e AT 0 %, TR TR T R AP
Jo B N2 T R R S B I (2 g/m” Q12h
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dl~3) B HIEFAIT . LFE MK E G E &G FES
UL 5% B JE & A 9. 5% A9 AR K 40 g, RUNXT &t
RUNXITI sEH K 181.61% ., 4ks:F CLAG %
WLE ST — 7 12, & A B B 25 v 19 i 4h 40 i Fn A
K40 M B 1 4 Bk 3.5% A 8. 5%, RUNXI ::
RUNXITI E &K H 7.85%. HEHEE AML
TRIT R A IR IT SM R HE 1] 25 W) oK W 2 bR B
TR ENAT I, BE A — F 2 A, %
T[] it 4= AH A S5 35 DR sl 40 B B8 AT (allo-HSCT)
ARERY. BEBHEEFENZRE AT,
AML £522 58 4 e (CROR 2, {H 4357 22 7 WL HE K 21
M (B & 6.5%), H RUNX1::RUNXITI & & i
TPPET & (Be s 155. 77 %) TR WEZ#K 50 mg bid
TRYT AR L U ) 52 2 o R A0 B G 61 3 e I &=
T H A LRI LMK, HIEREmE
AT AR 5 9, 0 1) 24 50 4 Sy BT 8 Jé 200 mg qd,
JF7E 1 N H SRR R 100 mg qd. I]RZ 2 ™ H G5
AT oF AR it 238 A U K 240 B R i 4 4
M8, RUNX1::RUNXITI B &M, FEEWE
Z AR B 50 mg qd 4k 2 4E, RUNXI &
RUNXITI & & £ 22 FPE . B A0 4 1 2 1 22
fif
2 SMHJiZETiRiE

SM 91l PR % B 3= 22 B8 K 41 B A It R i Fn
JIEL K 40 B 3 T S B — RARE RS . B
PR IIfG DR & P06 935 Bz 0k e TR R JBR o 21 VR L SRR
B M PR AR LB R | R O I RE IR GO B L R
I AR 55D I Ak E R (S D X |
LB BE RS 21 88 REURE R CRE L
TRV ) R g 28 0 pOE R (S DA R0 e A L A RN
POARAE) ) B VIR B R ZU e Ar R R O L
Yy RS LB AT e R R 25 (RS s AR B
IR 2 A 25 T g & AR K 40 i 7% £k . M ifi
HE BRI R e B0

MR = A A I SM A G157 A8 A1 ) E fit
Tl H IR IR RN 4 BEKIM C Kk
B, BEEMAM C 2L B TEASA B T X SM
AW AL, B 2R A B R SM B H A7 78 & b
Jeg BT, A S . O B e 38 Ao 20 2UAk A W oR
BB K 40 At 9= 3 = 30 Y0 A () IfiL 7 B 2 i AR 1 g K
=200 ng/ml. A1 CE) & B8 2 40 A ML B 40 Hg
KIT D816V VAF=10% ; @ dE It < 41 Al 5 A7 75 9%
KB I B A B AE G2, ELAS TG R H At 1t 8 b 98
B2 W bR v, I 48 AT AE R R R @ T
L1 e 48 35 B A A0 JHE i R A (B30 T8 8L JC A g ek K
A AT ik K ol 52 4% 0T UL Rk EL G P oK. C 2Rk
B SRy i gee 1 A R 40 A R i 5 3000 2% R D) RE i
FRYIGIRFRIN, £ ZALHE . O H o 1 A K 4h i 2
TS B00 =1 R A I 20 M s Chn etk 240 i 1 4
<1X10°/L,Hb<{100 g/L,PLT< 100X 10°/L);

@] fish S féy R b K £ 8L Ty g T i 5 O B AR AR (>
2 cm B BT EIRD £ 0 BB AT @ I8 K AT T
s OB K 40 e AR 0 T fb 38 5 B WO B ARG
F ML AE

AR 5 i WHO iz WibrE™ , £ 582
Wb v A7 < B AR () LAt Bz R Ah 8 RIS R U0 R
kI Z A PEECE REM R K41 (=15 MR KR
i/ ) . WELSWibRfE . OB B8R F A (0 Al
FERANES B B iE R U0 gl AE R TR sAS B AR Y A
A A A $5¢ 1E F IR K 4H B A9 Ee il > 25 %0 @ KIT
D816 i s, B H: Ath 56 5 IX 3 1Y Th BE 384 3% M 28 4% [H
P @ I K 20 e 3 35 CD2 Ml (85 CD25 F1 (8%)
CD30; @ IML.7% B2 E H B¥ > 20 mg/mL (A& A
T SM-AHN) ; #5 6 IF 8 i M o JBE 25 1 1 1l 5 B
FAE T HATALIE . 52 R AR E + 1 R E AR
B =3 AR EARHERN T2 W SM,

TEW2 SM Ja @ 61740 B, & e, 75 VEAN R E
R A () B A At L 38 e 8 ) 12 W A L AR
Wik SM-AHN ; A5 W75 VAl 5 88 5 AR K 40
JHLA A2 75 =20 %, 27 1 2 W2 W7 MCL; #7
AR TR EREAH CREM, &8 WEK
J ASM;#E TG C R LM, WGP B R oA =2
N BEKIFFE S E R SSM; A {UA <11 B
R, T VAR R A0 S R BE AN AR R L R
SRR ISM, AR KE . HHE L B R
B0 BMM,
3 SMMBESE

ASM.SM-AHN F1 MCL A H: % 95 2k i X
&L WS 2, S AdvSM, Tl BMM, ISM, SSM
PR R A X 1 1, SRR O AR E R AL SML, Bk I
ek A SM B 1 B B 3& 0T AdvSM., #g 12
2T B ] R AR 2 2% L TSML R B PP 7 s A A 3
(OS) K 198 A H o 515 L AF 14 VT BC i X5 BOHF X
BLOERTGAAZE LS W —T0k | PR AR
VEFEPEMFSY R . ISM R E BT B & & T B A
BE(HR1.9(95%CI 1.4~2.5]" . £ ECNM 1y
BAZI . 655 ] ISM (8 3 FE Bl 17 4. 3 4F 5 19 fif
OS Hy 28. 4 4, BET- %N 22/655(3.4%) . H 4k
i ASM ., SM-AMN F1E K 4 ftd P98 19 Eb 451 43 551 Sk
1.2% . 1.8% F1 0. 1%, iz Bf 5% [F] B . 7 ISM,
BMM FlI SSM 19 4= 77 R g if Jj8 o8 22 5 L 481t 2%
B, RS ECNM B %4 . ASM . SM-AHN #l
MCL 47 OS 4351 R 5.7 4.2, 9 4E il 1. 9 4F,
10 4E OS 43510 44, 0% .11, 2% F1 29. 9%,
R 2 B I 0 L ot 40 08 /0> 1 B R 4 40 M L
=5 Y6 (VB TR VR 4 L 3 2 L8R T ALP 3 55
I R AIE B SML R Bl 2250 ks, & e
BRI (-7 B2 28 B B4 ) (KIT D816V RAEZ R R
K .SRSF2/ASXL1/RUNXI1 #l (5) EZH2 % 5 [
AR SM AR BRI ZE 2,
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2021 4F 75 BE A NE K 40 B U 42 i T GPSM-
OS 1 GPSM-To itk R A= A7 3 (PFS) Fil 5 & 48, 5 H
M55 53 J2 2 S8 A L . GPSM-PFES %t PFS () i il
fie i A, [ B} GPSM-0S %} AdvSM # & i) OS
U R P e 2 — . GPSM-0S k4l Hb<<
110 g/L(1 4y) I ALP=110 U/L(1. 5 4%) FifE
£ SRSF2/ASXL1/RUNXI/DNMT3A % 4% (1
)43 RARAE (0 40D P fE (1 ~1.5 40 fl s fe 4l
(=2 41,3 HAERAEBA S 9 10 4 OS K435 K
97%.35% M1 23% ; X} F PFS, # #i PLT<C100 X
107 /L1 40 (I TE B R KRR H =125 png/L(2
AR B2 BRI =2.5 pg/mL(3.5 43, 7
FAKAE (0 43) & (1. 0~3.5 48 Mg fE 41 (>>3. 5
A% .3 HIEBIE A B B 10 4F PFS ZAK K R 96 % .
81%F118%.,
4 SM HIBIT
4.1 —BIRYT IR

XFFAEE AL SM R L T B I PR A R B 4
T# LU U B W ZE BE 1 A 3 5 1 BRI K 4 7 3% b 1)
I R 22 B0, #E 7E LABT 40 B A 5T 25 4 %) o Ak 3L, ™
T ORI A T VR SR R ER AR R R N RE R YT T
B BB T 2 T DL/ AR B AR JE | v B T
R/ e 11177 SN (VA N E S N S
Y7 B2 (1) £ 3 I T T A 5 0 4 A

XFF AdvSM (8 76 XHE Ab P AT K 40 A 15 1
SEAR B R L B T IE )T SM A SE 1Y £ B i E , [A) i)
RO KTT 38 [ 30 i 700 CBaT A5 Je L oK Wk 2 Ak
S VVERIE I TR R S A s 9T TR
B4 H T B Z allo-HSCT s KIS . &
I AHN BB FHAF A PEAE SM M AHN 3/ %8 5>
HIEIT DL ST 5 LA 2 15 28 M 5 ik 114 96 9 58 43 1Y
TBIT 7 Z 0 L RIS 55 — 92 95 35 0 1) W ) % ()
B HEAT A DGR YT
4.2 PraiA Y
4.2.1  HReszARIMEIR H1 32 A9m 657 ORI
PR R SR e A R H2 32 AR R R (P
WK T RS T 4, il s B2 Ik IH fbiE 4
O IS 58 B HR 3 45 22 R GE e AR
4.2.2 JERMBEARE R T R AN T A R
Bz Bk CTH AR E R 2 R g RE AR,
4.2.3 ASMEZEAESEIN E e, v H
T4 24 At BT A 24 W TS AR 1) Rz Bk 8T Ak 1A
PR
4.2.4 PTEIDCAK Bl ] DCAK AT A 5k ) el DR RS
R 2 T T B RE AR AR FE Ay B P AT A &
JE K 24 B 7% Ak
4.2.5 BEHPRPHL  ATEEHISAL GG YT TR R
JIE R 4 B A ot B R B0 L B A E RN R R
SR
4.2.6 WEE WM E FEATOET MR

JiE PR
4.3 HTELAE b B

TR HERE AN TS R 4E A R DU XU R
E5 T DB R I 0 A HE Y L RO B R A
WA Sfe Jle 1, [R) A5 384 T SML AR 1) B HE R B 1
B HEF ST RTH F SURE R R TR
I ol R ) B AN 4 T A5 FH XU 2 3 i B A I 4k
BT
4.4 JERANHIAYY
4.4.1 B E B —FhmRor kB KIT
D816V 45 i il 51, %} ISM #1 AdvSM i & %14
B 02 AdvSM 1 —ZIR 7 B (B X T PLT <50
X10° /L (1 £ 3 T VA TR0 T 205 A5 o o ot s
1 ] EXPLORER it PR 55 25 5% 7R 48 5 o] PF- 4k
B AdvSM i3 &R B % (ORR) R 77%, Horp
92% My F KIT D816V %48 /K V&AL =50%; 2
] PATHFINDER Iifi IR #F 5% o 39 43 87 32 5] Ad-
vSM & ,ORR R 75% , FEEMA R N R Il i)
2R REPE AN AN R K B
4.4.2 KRWEZAHA  —Fh IR A9 22 950 B0 R %
KIT D816V 2 A Ml fE . & LBk x Ad-
vSM B # A &%, I FDA it ¥ JH T 1A 97 ASM,
SM-AHN F1 MCL™"™ ¥ — 11 @ 4 g A 116 {4
AdvSM B 1Y TF ks & 0 58 v, Hov 89 i BB &
(16 5l ASM.57 {5l SM-AHN 1 16 5 MCL) 4%
B K 4 LR O Y R B BT SOAL L 4R BT
Wi Valent-Cheson Jz Wi b5 #E . # 32 2K Wk 2 IR I7
(100 mg bid)# ORR H 60 %Y, Hifii OS Fil PFS
SR 29 AN AR 14 A H . R LA RIS
ARG 0 0 Rk S . B & sk 3 LA B R
B I AN R e B R AR R A B 24 96 .41 %%
29%.
4.4.3  TERIJEIE  TEHE I AT E B E T — 4
TKI JA97 IR A B A R SM ) 1l
AT Tt 8 A AR BT ) AdvSML R 3
TE— Wi BF 52 . ISM, ASM FI SM-AHN 8 # (1)
ORR 43514 56 % .50 % Al 55 %, — I 58 ) 18
T s X SM AR E Y K T R B & 4 68
il SM B # ) ORR N 72% , Hovb ISM 44 9 ORR
9 92%  AdvSM 4K 50 %%, ISM 4 Fil ASM 44
B H AL sy 5 B2 B[R] 4300 SR 4 AR R 3 AR, BRI
1 3 G Lh AN B S50 Sy ibk B A i ok 20 (82 6 L ik
L A0 a2 (47 Y0 FIHL PRI (13 9%%)
4.4.4 EFE  GHEE A H TR L KIT
D816V Z&4¢a KIT 28 22 R 0 A B 9 14 ASM iR
FHUTS O H o KIT 3 WA F522C 85 X R A8,
V560G X 5648 K509 IR 25245 D419 v/ M5 11
Bede v g A8, LL K A502 _ Y503dup R A AT T
B TR S PEAL T R SR JE T 10 B8 KIT
D816V 245 1) SM 34 997 2, ORR H 50%, 11
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H SM TR 55 0 Rz P RE R ok O AR | B
JIE R 20 it £ g DL K C 2R R IR S R, Rk
PFE o FIUER K2 40 M 10 1 75 2 A I B ]
DA it HGE T J6 75 37, BRI Us 40 A Ak B A 1 R A X 2%
) SM f##,
4.5 allo-HSCT

Fr A WAL AdvSM #8 AT #5252 allo-HSCT, H.
R I 45 JRy 52 SML Y U 0 7 A B Dy 28 1 52 i o000
TEXE A Ay 1k F R HUBE (1 1] J850 1k F 5 o L 57 i =2
allooHSCT 9 AdvSM & (P (4R iy 46 %57 {4l
ASM, 38 fil SM-AHN #1 12 5l MCL) 7€ 8 48 J5 )
ORR 2/ 70 % (CR 2 28 %0 , MR E % 21%0) .3 4F
OS %k 57% (ASM 41 43%, SM-AHN 41 74%,
MCL 417%™, {H LA b 55 J& 76 KIT 38 i 37
2 0 H T SM IR IT R & R W, allo-HSCT 1E
KT 38 84 4 5700 Bh AR A 3t A2 475 75 i S 2 0 A 5%
el n. fE 2024 AR, BRI MW S E B RS A 2F 2
(EBMT)W & A T 4% AdvSM % 14 allo-HSCT
L EE Y . EBMT Al AdvSM & % 7 1E
— 2 KI'T 38 B 40 il 5036 J7 B 78 50 0936 97 RO e
FEPEAR allo-HSCT B AT REME . X F —ZR36 97 I B
ANFEAr R 2 RN B R ] AR TRV AR A R %
& ) E M allo HSCT, X7 SM-AHN ##,
A1 AHN #5504 B 75 2275 00 a5 0 2 Jie B, v S .
WAl allo-HSCT By nff74E . eAh, W 76 B8 A7 19 4b B
J7 & T TR M I A BT LA B2 Cln R Al
e 25 . BL IgE $UiR ), 76 B M IS N 4k 22 i
KIT 2848 41 il 70 AR i I & & XU L {H B it Bk = A
K BIF 5 B 4
5 SM BT IEE

H AT & M SM 7 80T A6 b8 HE 8 mIWG-
MRT-ECNM Jz B A5 S, I E PR Bt & F T
£ % AdvSM 83 1) ECNM-AIM 897 2 & % 3
PO H o B IR T BN 43 J2 Ok TEA 90 9T ALY
ARVZME ., HA L TA 28 SM AR By I . 7] 17 8
T RN ol 1 B 2 O e o B LB U = s 1 w11 (O
5] 1L 355 2 g 2K PRI O R R A EE A Ok K 2 5 1B )2
i AHN #4136 97 R s 112 R4y 72 b, &
FLPPA KIT D816V 248 (A8 fk , & W2 #4F S
AN ho e S PR A KL NS | =R | =3 h
PRI N » 3 F mIWG-MRT-ECNM & I 47 #E
1) CUARUE ; IV 2 32 B0 i bR K AH BV 43 19 )52 B
IB-1IV )2 AT E A ilfe AR 56 A9 U B2 2 0. 12 S0 g s 1
AR AF A C BRI T8 SM B &R
7 AR S BARAN P LG N FF A7 ARG C 2R ] B

FRAFTE AHN sUH A & IR0 BT S 80, s % & E

PR B R B
25 E TR, SM O — 41 R R I I 2 HE 9

o o SEFE T i geg P A K A0 P S 4 2 R D BB I Ak T

FER A FER . SM 2R T B R m R

B ERE AR S BN R I AR AR 22 2 B AT BA Y 25

A, XTI KIT 35 2 g i b v 28 48 1 4%

KB F N EEE SM A H A, I 0 8 Al

259 T LIRYT . = fe SM R N 7E &3 1 B AL

Ja 8 allo-HSCT,
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