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BBepeHue. MacTouuTos — pefkoe MuenonponudepatuHoe 3aboneBaHue, XxapakTepusyiolLeecs KNoHalbHbIM FreMON0330M
TYYHBIX KNETOK C UX MOCNeAyIOLMM HaKOMNeHMeM B Pa3NNyHbIX TKaHAX 1 opraHax. Cpeau feTckoi nonynauum pacnpocrpa-
HEH KOXHBbI MacToLMUTO3, KOTOPbII 06bIYHO HE Pa3BMBAETCA B arpeccuBHble hopMbl. Bo B3pocnoii nonynsuuu, cornacHo
AaHHbIM IUTEPaTYpbl, NPe0BNaAaeT CUCTEMHBbI MACTOLMUTO3, NPEUMYLLECTBEHHO MHAONEHTHAsA U Theowwas GOopMbl, 0fHAKO
3NUAEMUONOrMYeCKUX AaHHbIX N0 Poccun Ha CerogHAWHUIA AeHb HeT.

Llenb uccnepoBaHma — oUeHUTb pe3ysbTaThl NEPBUYHOI AUATHOCTUKM, NOJyYeHHble Npu obcnefoBaHumu 70 nayueHToB
C N0A03peHNeM Ha CUCTEMHbI MaCTOLMTO3.

Marepuanbl u metoabl. Ha 6ase HAW [0OTMT um. P.M. Top6ayeBoii B COOTBETCTBUM C KpUTepUAMU BceMupHoii opraHu3sa-
LMK 34paBooxpaHeHns 2017 r. Gbiu BbINONHEHbI TUCTONOTUYECKUE UCCEA0BAHNA KOXM U KOCTHOTO MO3ra, OnpejeneHune
MyTauuu B reHe c-KIT KOCTHOrO MO3ra ¥ YPOBHA CbIBOPOTOYHOM TPMNTa3bl.

Pesynbtarbl. [lnarHo3 noateepanncay 50 (71,4 %) nauMeHTOB, U3 HUX CUCTEMHBbI MAcTOLMTO3 —y 41 (82 %). BoigeneHsl
2 Hanbonee pacnpocTpaHeHHble KaTeropuu: UHAONEHTHbIA CUCTEMHBIN MAcTOLMTO3 — Y 23 (56 %) NaLMeHToB, pacnpocTpa-
HeHHble popmbl —y 15 (36,5 %); MefMaHa BpeMeHW NOCTaHOBKN AnarHo3a 12 u 5 neT cOOTBETCTBEHHO.

3aknioyeHue. Bo Bcex noarpynnax otMeyaeTcs No3fHAA AMArHOCTUKa CUCTEMHOTO MAacToLMTO3a.
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Background. Mastocytosis is a rare myeloproliferative disease based on clonal hematopoiesis of mast cells, with
accumulation of mast cells in various tissues and organs. The cutaneous mastocytosis is common in the pediatric
population and, in general, progression to aggressive forms is not typical. In the adult population, there is systemic
mastocytosis with a predominance of indolent and smoldering forms according to the literature, but there aren't
epidemiological data for the Russian Federation.

Aim. To evaluate the results of primary diagnostics obtained during the examination of 70 patients with suspected
systemic mastocytosis.

Materials and methods. The histological studies of the skin and bone marrow, mutations in the c-kit gene in the bone
marrow and serum tryptase level were examined in the Raisa Gorbacheva Memorial Research Institute for Pediatric
Oncology, Hematology and Transplantation in accordance with WHO 2017 criteria.

Results. The diagnostic results of 70 patients with suspected mastocytosis, the diagnosis was confirmed in 71.4 % (n = 50)
of patients, of which systemic mastocytosis accounted for 82 % (n = 41). The 2 most common categories were
identified: indolent systemic mastocytosis in 23 (56 %) patients and widespread forms in 15 (36.5 %), with a median
time of diagnosis of 12 and 5 years, respectively.

Conclusion. The late diagnosis is noted in all subgroups of systemic mastocytosis.
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BBepeHue 1) KOXHBII1 MaCTOLIUTO3:

MacTouuTo3 — peaKoe rereporeHHoe 3aboJjieBaHuE, * MUIMEHTHAs KpalMBHULIA:
XapakTepu3ylolleecsl KIOHAIbHOCTbIO TYYHBIX KJIETOK — MOHOMOpHasI;
(TK) ¢ mocnemyronmm mopaxkeHrueM KOXH, KOCTei, KOCT- — nonuMopdHasi;
HOTO MO3Ta, XeJyI0YHO-KUIIEYHOTO TPaKTa U APYTUX * 1 dy3HbIIA KOXHBIA MACTOLIMTO3;
opraHos [1, 2]. B coorBeTcTBMU ¢ Kilaccudukaiueii Bee- * MacTOIIUTOMA KOXU:
MUpPHOI opraHu3anuu 3apaBooxpaHenus 2022 r. [2] ma- — M30JMpOBaHHAL,
CTOLIMTO3 MOAPA3AEIISIETCS Ha ClieAyIole (pOpMBI: — MHOXECTBEHHasI;

Ta6muua 1. Kpumepuu ouaznocmuku cucmemHo2o0 Macmoyumo3a

Table 1. Diagnostic criteria for systemic mastocytosis
Kpurepnii Onmcanue
MynbTrdoKaabHbIe INIOTHBIE UHOWIBTPaThl, cocTosiue u3 TK (He MeHee 15 TK B Kitactepe), onpenessieMbie

Ha cpe3aX KOCTHOTO MO3Ta U /W IPYTUX OpraHoB’ 2
Multifocal dense infiltrates consisting of MC (at least 15 MCs in aggregates), in bone marrow biopsies and/or in sections of other organs'?

Bonbiioit
Major

>25 % Bcex TK B Ma3kax KOCTHOTO MO3ra UMEIOT aTUITUYHBIE Mopdosorndeckue yepthl (v [ v 11) wim Bepete-
HOBUIHYIO (DOPMY B TYYHOKJIETOUHBIX MHMMIBTPATax, 00HAPYKEHHBIX B Cpe3aX KOCTHOTO MO3Ta WM APYTUX
OpraHoB'
>25 % of all MCs on bone marrow smears are atypical cells (type I or type II) or are spindle-shaped in MC infiltrates detected
on sections of bone marrow or visceral organs'

AKTUBUDYIOIIast TOYEYHAss MyTallvst KOIoHa 816 (vMm Ipyroro ydyactka) reHa c-KIT B KjieTKax KOCTHOTO MO3Ta,
KPOBHM WJIM APYTUX OpraHoB’ 3
Manbie Activating c-KIT point mutation at codon 816 (or other regions) in the bone marrow, blood or other organs' 3

Minor
TK B KOCTHOM MO3re, KPOBU MJIM APYTMX OpraHax' SKCIIPECCUPYIOT OnuH min 6ojiee antureHos: CD2, CD25 u CD30*
MCs in bone marrow, blood or other organs' express one or more antigens: CD2, CD25 and CD30*

KoHuenTparus TpunTasbl B CBIBOPOTKe KpoBu >20 Hr/Mj1. He yunteiBaeTcs, €Ciiv BBISIBIEHO aCCOIIMUPOBAHHOE
KIJIOHaJIbHOE€ MUEJIOUIHOE HOBOOGpaSOBaHI/IC. HpH HaCJ'[C,E[CTBCHHOfI aJ'II)(l)anI/IHTaSCMI/II/I KOHICHTPpAallUs TPUIITA3bI
JIOJDKHA OBITH CKOPPEKTUPOBAHA®
Serum tryptase level >20 ng/mL (in case of associated clonal myeloid neoplasm is not valid as a criterion). Tryptase concentration
should be adjusted in hereditary alphatryptasemia’

13a ucknioueruem Koxcu.

2B cpezax mrxanu mopghonoeuneckue yepmol TK anasusupyromes 6 komnaxmuom, ouggysnom uiu cmeuwrannom (Ougpgysnoiii +
KOMNAKMHbLIL) MYYHOKAeMOUHOM unpuivmpame. Bepemernoobpasnas gopma, koeda TK pacnosrazaromes 60046 cocyoucmoix, Hcupo-
8bIX, HEPEHBIX KAEMOK UAU IHOOCMANBHOO0 GbICIUAAIOUE20 KACMOUYHO20 CA0S, He CYUMAEemCs Kpumepuem CUCIeMHO20 MACMOUUmMo3da.
B maszke kocmnoeo mozea amunuunas mopgonoeus TK ne cuumaemces kpumepuem cucmemuoeo macmoyumo3sa, ecau TK pacnonoxcervt
8 yacmuyax KoCnmHo2co mMo3ea usu p}laOM C HUMU.

3/Troooit mun mymayuu KIT cuumaemces manvim Kpumepuem CUCMEMHO20 MACMOUUMO3d, eCAu UMEIOMCs onyOaUuKosaHHbie yoeoumeno-
Hble dokazamenvcmea ee mpaHc@OPMUPYOUeeo 6AUSHUSL.

4Drcnpeccus modcem 6bimb NOOMEEPHCOEHA ¢ NOMOULBIO KAK UMMYHOLUCIOXUMUHECK020, MAK U UMMYHOUUMOGAYOPUMEMPUHECK020 AHANU3A.
*Onmumanvholii cnocod Koppekmupogku euwe npedcmoum onpedeaums. Q0ur uz cnocobog — denerue 6a30680i KOHUSHMPAUUU MPUNMA-
3bl HA KOAUYECMBE0 00NOAHUMENbHbIX KONULL 26H08 anbgha-mpunmaswl ¢ dobasnernuem oornoeo. Hanpumep, ecau ypoeers mpunma3sol

300 He/ma u Haiidero 2 onoaHumenvHble KONUU 2eHA Y NAUUEHMA ¢ HACAeOCMEEHHOU arbhampunmasemueil, mo cKoppeKmupo8antast
Koxuenmpauus mpunmaswt 6ydem pasna 100 (300/3 = 100).

Ilpumenanue. /[ns éepugpuxayuu ouaenosa Heobxooumo codnroderue 1 60avuioeo u I manoeo kpumepus uiu He meHee 3 Manvix Kpume-
pues. 30eco u 6 maba. 2: TK — myunvie kaemxu.

! Except for skin.

2In tissue sections, morphological features of MCs are analyzed in compact, diffuse, or mixed (diffuse + compact) mast cell infiltrate. The spindle-shaped form,
when MCs are located along vascular, fat, nerve cells or endosteal lining cell layer, is not considered a criterion for systemic mastocytosis. In bone marrow
smear, atypical morphology of MCs is not considered a criterion for systemic mastocytosis if MCs are located in or adjacent to bone marrow particles.

JAny type of KIT mutation is considered a minor criterion for systemic mastocytosis when published convincing evidence for its transforming behavior is available.
?Expression can be confirmed by either immunohistochemistry or by flow cytometry.

>The optimal method of adjustment remains to be determined. One method is to divide the baseline tryptase level by the number of alpha-tryptase gene extra
copies, adding one. For example, if the tryptase level is 300 ng/mL and two extra copies of the alpha tryptase gene are found in a patient with hereditary
alphatryptasemia, the adjusted tryptase level would be 100 (300/3 = 100).

Note. To verify the diagnosis, it is necessary to meet I major and 1 minor criterion or at least 3 minor criteria. Here and in table 2: MC — mast cells.
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2) cucteMHBbI MacToruTo3 (CM):
*+ CM ¢ n301MpOBaHHBIM MMOPaXeHUEM KOCTHOTO
MO3ra;

» uHponeHTHeIE CM (MCM);

+ mnetommit CM (TCM);

* CM c accounmpoBaHHBIM IeMaTOJIOTUISCKIM HO-

BoobOpazoBaHuem (CM-AI3);
+ arpeccuBHbIli CM (ACM);
* Ty4HOKJIeTOUHBIH Jieiiko3 (TKJI);
3) TYYHOKJIETOYHAS CapKoMma.

PacnpoctpanernocTs MactoumTo3a B CIIA u Eporre
cocrapsieT 0,89 ciyuas Ha 100 TBIC. HaceneHus [3—3].
JlaHHbIe 00 MK AEeMUOJIOrMKU MacToLuTo3a B Poccuu B Ha-
CTOSIIIIee BpEMSI OTCYTCTBYIOT.

JmarHocTrKa MacTOIIMTO3a B IIEPBYIO O4Yepeab OCHO-
BaHa Ha MOP(OJIOTUH, KOTOPasi BKIIIOUAET HAJTMIKE arpe-
raroB TK, a Takxe ux atunuu [6] (Ta6m. 1). KimnHuueckue
CHMIITOMBI BO3HMKAIOT BCSACTBUE TIPSIMOIT MH(MIIBTpa-
i TK opraHa v/vav mpy BEICBOOOXICHUM MEIUATOPOB
TK (rucramuH, IpoCcTarIaHANMHbI, THTEPJICUKIHBI U 1Ip.),
a MHOT000pa3yne KITMHUIECKUX CUMIITOMOB BBI3BaHO pac-
npoctpaHeHHocThblo TK mpakTuuecku BO BceX TKaHSIX
u opraHax [7—9]. Bepuduxamus noarpymnmsl CM 3aBUCUT
oT B- u C-cumrnroMoB (Tab1. 2), KOTOpBIEe OTPaxKaloT KO-
nuyectBo TK, aKTMBHOCTb CHIBOPOTOYHOI TPUIITA3HI,
aneabHylo Harpy3ky reHa KIT D816V u nopaxeHue op-
raHOB U TKaHe (3a ucKiIoYeHreM koxu) [10, 11].

Crenyer OTMETHTD, YTO Y B3POCJBIX HanboJjee pac-
npoctpaHeH MCM, mpu KoTopoM (HECMOTPsI Ha €ro HO-
30JIOTMYECKYIO TIPUHAMICXKHOCTh K MUeIonpoaudepa-
TUBHBIM 3a00JICBAHMUSIM) HET MI3MEHEHMI B KIIMHUYECKOM
aHaJIM3e KPOBU U SIBHBIX IIPU3HAKOB OPTaHHOTO TTOpaXe-
Husa TK [12].

Iems uccnenoBanns — quardoctrnka CM c mocieny-
IOIIMM KJIMHUYECKUM HaOIIOICHUEM.

Martepuanbl u metogbl

Jnarno3z CM yctaHaBIMBaJICSI HA OCHOBAaHUM KPUTEPH-
eB BcemupHoit opranuzanuu 3npaBooxpanennst 2017 . [13].
Js monTBepXKACHMS IMarHo3a BBITIOIHSUIMCH KITMHIUYE-
CKWI aHAJIM3 KPOBU C MUKPOCKOITHMEN, IUTOJIOTUYECKOE,
LIMTOTEHETUYECKOE ¥ TUCTOJIOTMYECKOE MCCIICIOBAHIE KOCT-
HOT'O MO3Ta, OIpeNeIeHNe YPOBHSI TPUIITA3hl B CBIBOPOTKE
KpoBH, TecTupoBaHue MyTtauuu B reHe ¢-KIT (KIT D816V,
MyTaIuu B 3k30HaxX 8—11, 17), yIsTpa3ByKoOBOE UCCIIEIO-
BaHME OPTaHOB OPIOIIHOM IOJIOCTH, HU3KOIO3HAsI KOM-
ITBIOTEPHAsI TOMOTpadmsI KOCTEH BCETo Tea.

Pe3synbTathl

B iepuion ¢ 2020 1o 2023 . 8 HUM AOIuT nm. PM. Top-
06aueBoit ObLIM 00cenoBaHbl 70 MAlLIMEHTOB ¢ HAaNpaBu-
TeNbHBIM JUATHO30M MACTOLIMTO3a OT Bpaueil CIIEMYIOIINX
CIELIMATBHOCTEI: aJUIeprojoroB-umMmyHosioros — 1 (1,4 %),
nepmarojioros — 12 (17,1 %), remarosnoroB — 48 (68,6 %),
a TaKXKe CaMOCTOSITEIBHO OOPATHUBIINXCS MMALIMEHTOB —
9 (12,9 %); He OTMEYEHO HU OHOTO HAMPABJICHMS OT ra-
CTPOZHTEPOJIOTOB M TpaBMarojoroB. Hu y omHoro

M3 HapaBUBLIKX Bpayeil paHee He HAOIIOAATIOCH ALy~
€HTOB C IMOATBEPKIECHHBIM MaCTOLUTO30M. Bpauu-rema-
TOJIOTM OTMEYaIi OTCYTCTBHE B COOCTBEHHOI KJIMHUYE-
CKOIl MpPaKTUKE OIbITA BBISIBICHUS U BepUGbUKALIUK
pa3IMYHbIX MOATPYIII MACTOLIMTO3A.

Macrouuro3 ycraHosiieH y 50 (71,4 %) GOJbHBIX,
n3 Hux CM — y 41 (82 %) u KOXHBIIi MacTOLIMTO3 —
vy 9 (18 %) (puc. 1). Cpenu noarpymin CM Ha nomo MCM
npuxoauiaock 23 (56 %) cinyyass, TCM — 1 (2,4 %), ACM —
3(7,4 %), CM-AI3 — 10 (24,4 %) u TKJI — 2 (4,9 %);
eute 2 (4,9 %) ciayuasi B mpoliecce BepuUKaLMK IOATPYII-
nel CM. B rpynnie CM-AT'3 Ha moiio muesonpoaundepa-
TUBHBIX 3aboyieBaHuii npuxoauioch 8 (80 %) ciyuaeB
(MCTMHHAsI TOJIULIUTEMUS, XPOHUYESCKUI MMETOMOHOLIM -
TapHBIN JIeiiKo3, MuenonponarudepatuBHoe 3abojieBaHNE
HeKIaccuUImpyeMoe, MAEJIONIHAs capKoMa) 1 JTuMdo-
nposnndepaTuBHBIX — 2 (20 %) (MHOXECTBEHHAsI MUEJIO-
Ma (puc. 2), HeXOmKKHHCcKas auMdpoma). Mytarus KIT
D816V o6HapyxeHa B 75 % ciy4yaeB, ¢-KIT-HeraTuBHast
(ax3onb1 7—11, 17) — B 22 %, Phe522Cys c-KIT — B 3 %.
IIpoBeneHo MccieaoBaHKe KJIETOK KOCTHOro Mo3ra 16 ma-
LIMEHTOB Ha Hanuyue MyTauuii reHoB ASXL1, RUNXI,
NRAS 1 SRSF2, obHapyXeH 1 MOJIOKUTETbHBIN pe3yabTaT
(SRSF2) mpu CM-A3I ¢ uCTUHHOM MOJUIIATEMUEHA; 1T -
TOr€HETUYECKUX MOJIOMOK B KJIE€TKaX KOCTHOTO MO3ra
He obHapyxeHo B 40 ciyyasx; y 1 mamueHTa oTMe4yeHa
HU3Kasi MUTOTHYECKAsl aKTUBHOCTb. KiiMHMYecKne CuH-
JIpoMBI 3a0oJieBaHUS 3apuKCcUpoBaHbl Y 40 IMalMeHTOB:
KOXHbIE — Y 69 % (puc. 3—5), obuwme — y 58 %, ¢ BoBieye-
HMEM XeJTyIT0YHO-KUILIEYHOro TpakTa — y 34 % (puc. 6), oc-
canrust —y 23 %, aHadbwiaktiudeckue peakuuu —y 11 %.

MenuaHa BpeMeHHU OT IOSIBJICHUS IIEPBbIX CUMIITOMOB
IO MOCTAaHOBKM AMarHo3a MacTtormrosa cocrtasuia 10 jger
(ot 2 mec 10 49 eT).

Puc. 1. llayuenmrka c nopasxcenuem Koxicu npu KOJICHOM MACMOUUMOo3e
Fig. 1. Patient with skin lesions in cutaneous mastocytosis
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Tabmmua 2. B- u C-npusHaku aepeccusHOCMu MAcmouumo3a

Table 2. B- and C-findings of mastocytosis aggressiveness

IIpu3nak Onucanue

B-npu3nakmu (be careful, borderline, benign)

HMudbunbrpaums TK >30 % mo gaHHBIM MUEIOMMMYHOTUCTOTPAMMBI, Y/ WX CHIBOPOTOYHASI KOHIIEHT-
Bonbmas TyaHokIeTou-  parnms tTpunTassl =200 Hr/mit!, u/mmm mytanus KIT D816V ¢ BapuaHTOM ajiiesibHOI yacToTsl >10 %

Has Macca B KOCTHOM MO3T€ WJIH JIEUKOIIATaX KPOBU

High MC burden MC infiltration in bone marrow >30 % in histology and/or serum tryptase level >200 ng/mL!, and/or KIT D816V
mutation with variant allele frequency >10 % in bone marrow or blood leukocytes

TIpu3Haky MUeIOnpo- TunepkIeToYHbIN KOCTHBINA MO3T C IOTePEi XKUPOBBIX KJIETOK U BhIpaXXeHHBIM MUET0(hUOPO30M.

nudepanny 1/ Mue- Bo3MOXHEI CABUT BIEBO, 303MHOMMINS, YMEPEHHbIE IMpr3Haku auciuiasuu (<10 % HelTpodrIbHOrO,

JIOIMCIIIIA3AM> SPUTPOIMTAPHOTO ¥ METaKapHOIIUTaPHOTO POCTKA)

Signs of myeloproliferation  Hypercellular bone marrow with loss of fat cells and prominent myelofibrosis. Possible left shift, eosinophilia, discrete

and/or myelodysplasia® signs of myelodysplasia (<10 % neutrophils, erythrocytes, and megakaryocytes)

[Nanenupyemas renatomeranus 6e3 acLiUTa UM IPYTUMX IPU3HAKOB HapyllleHUs PaOOThI IEYEHH,
W/ VT TTAJTBITUpyeMasi CIIeHOMeTallvsl 6e3 TUIepCIieHn3Ma U CHYDKEHMSI MacChl TeJla, W/ JTH TTajlb-
nupyeMasi WM BUCIiepaibHas TUMdaneHomaTus >2 ¢M 10 JaHHBIM yJIBTPa3BYKOBOTO UCCIIEI0BAHUS

VIV KOMITbIOTEPHOM TOMOTpahuu
Palpable hepatomegaly without ascites or other signs of organ damage or/and palpable splenomegaly without
hypersplenism and without weight loss or/and palpable or visceral lymphadenopathy >2 cm found in ultrasound
or computed tomography

OpraHomeranust
Organomegaly

C-npusnaku (consider chemotherapy, cytoreduction)

AGcomoTHOE unciio HeiTpoduao <1,0 x 10°/1, u/unmm ypoBeHb remorioorHa <100 r/J1, u/Win Koau-
4yecTBO TpoMOoLMTOB <100 % 10°/11
Absolute neutrophil count <1.0 x 10°/L, and/or hemoglobin level <100 g/L, and/or platelet count <100 x 10°/L

IluroneHnust
Cytopenia

ACIIUT ¥ TIOBBIIIIEHUE aKTUBHOCTH IIEY€HOYHBIX (hepMEHTOB?. BO3MOXKHBI YBeITMUEHUE TIEYECHU,
IUPPO3 U 1TopTaJIbHAA TUIIEPTCH3UA
Ascites and elevated liver enzymes®. Possible liver enlargement, cirrhosis and portal hypertension

JnchyHKIIMS TeYeHn
Liver dysfunction

[MopaxeHue Kocrei KpymHble (>2 cM) odaru ocTeon3uca ¢ maToJI0THISCKIMU TTepeioMaMi. Bo3aMoXXHa occaarust
Bone involvement Large-sized osteolysis (>2 cm) with pathologic fracture. Bone pain is possible

WMamenenus B cenesenke [lanprnupyemas cruieHoMeranst. BoaMoXXHBI TUTIEpCIICHU3M, CHIDKEHUE MacChl TeJjla M TUITOaIb0yMUHEMUST
Spleen changes Palpable splenomegaly. Possible hypersplenism, weight loss and hypalbuminemia

BoBneueHue xenynou-
HO-KHIICYHOTO TpaKTa
Gastrointestinal involvement

ManbabcopO1ius ¢ runoaaboymMmmHeMuein. Bo3aMoXXHO CHUXKEHUE MacChl Tesla
Malabsorption with hypoalbuminemia. Weight loss is possible

[Ipu nHacredcmeeHHOU arbgpampunmazemuu KOHUESHMPAyUs MpUnmasvl 00ANCHA OblMb CKOPPEKMUPOBAHA, HO ONMUMAAbHbLU CHOCO0
euje npedcmoum onpedeaums. O0un u3 cnocobos — deneHue 6a3060i KOHUEHMPAYUU MPUNMA3bL HA KOAUHECB0 00NOAHUMENbHbIX
Konuii eeH06 anvgha-mpunmaswl ¢ dodassenuem oornoeo. Hanpumep, ecau yposenv mpunmaswt 300 He/ma u HaiideHvl 2 donoanumenvHoie
KOnuu eeHa y nayuenma c HacaedcmeeHHol arbghampunmasemueti, mo cCKOppeKmupo8anHas KOHUeHmMpayus mpunmasv. 6yoem pagHa
100 (300/3 = 100) u 3mo ne cuumaemcs B-npusnaxom.

2[puznaxu mueaonpoaugpepayuu u/uisu Muei00UCnAa3uYU 00AHCHbL ObiMb YMEPEHHbIMU U NOCMOSHHbIMU (03 paspewenus u 6e3 Hapa-
cmawus), Ho He docmueams Kpumepues OUAeHOCMUKYU MUeA00UCHAACIUYECK020 CUHOPOMA, MUEAONPOAUDEPAMUBHO20 HOB00OPA308a-
HUsL, MUEA0OUCNAACMUMECKO20 CUHOPOMA/MUEAONPOAUPEpAmMUBHO20 HOB000pa3osanus. Ecau kpumepuu npucymemeyiom, mo ouaeuo-
cmupyemcs CUCIeMHbLIL MACMOUUMO3 C ACCOYUUPOBAHHBIM 2eMAMOA0UYECKUM HOB00OPA308AHUEM, NPUCYIICIMEBUE KOMOPO20
uckar4aem B-npusnax u maerowguii cucmemHblil MAGCMOUUMO3 NO ONpedeseHUro.

J[Togvluenue akmusHoCmu Weao4Hol gocamasvl yacmo HabAOaemcs y GOAbHbIX C A2PeCCUBHBIMU POPMAMU CUCMEMHO20 MACMOUU-
mo3a U UHOYUUPOBAHHBIM CUCHEMHBIM MACMOYUMO30M NOPANCEHUEM NeHeHU. V HeKOmOopbIX NaUyUeHM0o8 OMmMe4aemcs MoabKo
eunepghepmenmemus 6e3 KAUHUYECKU 3HAUUMO0 ACUUmMa.

'In hereditary alphatryptasemia, tryptase levels should be adjusted, but the optimal method of adjustment still needs to be defined. One method is to divide
the baseline tryptase level by the number of alpha-tryptase gene extra copies, adding one. For example, if the tryptase level is 300 ng/mL and two extra
copies of the alpha tryptase gene are found in a patient with hereditary alphatryptasemia, the adjusted tryptase level would be 100 (300/3 = 100), and this
is not qualify as a B-finding.

2Signs of myeloproliferation and/or myelodysplasia must be discrete and stable (without disappear or progress) and not meet the diagnostic criteria

for myelodysplastic syndrome, myeloproliferative neoplasm, or myelodysplastic syndrome/myeloproliferative neoplasm. If the criteria are met, systemic
mastocytosis with associated hematologic neoplasm is diagnosed. The presence of systemic mastocytosis with associated hematologic neoplasm excludes
the B-findings and smoldering systemic mastocytosis by definition.

’Elevated alkaline phosphatase level is often observed in patients with aggressive forms of systemic mastocytoses and systemic mastocytosis-induced liver
damage. In some of these patients, only elevated liver enzymes but no (clinically relevant) ascites is found.
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Puc. 2. CucmemHbiii MACMOUUMO3 ¢ ACCOUUUPOBAHHOU MHONCECMEEHHOU Mueaomoil: a — peakyus Ha CD 138, uarntocmpupyrowas uz0bimox nAazmouumos;

0, 6 — 6epemeH0BUOHbIE MYUHblE KAeMKU
Fig. 2. Systemic mastocytosis with associated multiple myeloma: a — reaction to CD 138, illustrating excess plasma cells; 6, ¢ — spindle-shaped mast cells
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Puc. 3. Ilayuenmka c nopaiicenuem Koxcu npu UHOOAEHMHOM CUCHIEMHOM
Macmouyumose
Fig. 3. Patient with skin lesions in indolent systemic mastocytosis

Puc. 5. Ilayuenmxa c nopadsicenuem Koxcu npu UHOONEHMHOM CUCIEMHOM
macmoyumose
Fig. 5. Patient with skin lesions in indolent systemic mastocytosis

B rpynme CM otMedanoch mopaxkeHne KoxXu y 31 0051b-
Horo (77,4 % — UCM, 6,4 % — ACM, 9,8 % — CM-AI3,
3,2 % — TCM, 3,2 % — TKJI), oTcyTcTBUE IOPaKEHUS
koxu —y 10 (mo 11 % — UCM u TKJI, 78 % — CM-AI3).
Buoncus xoxu (BRICHITaHUS OTMEUEHH Y 45 n3 70 60b-
HbIX) BbinosHsU1ach B 12 (17 %) cinyvasx.

M3meHeHrs B KIIMHUYECKOM aHaIn3e KPOBU OTMEYa-
much y 1 manmnenta ¢ TCM ny 15 ¢ pactipocTpaHeHHBIMU
dopMamu.

3a Bpems HaomogeHusa ¢ 2020 mo 2023 . MmeguaHa
obueil BepkmuBaeMocTH B rpynmax ¢ MCM u TCM He no-
CTUTHYTA, B TPYIIIIE C pacIIpOCTpaHEHHBIMU (DOpMaMU OHA
cocTaBmiIa 6 Mec, ycTaHOBJIEH | JIETaJIBHBIN CITy4dail — Ipo-
rpeccupoBanue y mauneHnTa ¢ TKJI.

ITocne BBITOTHEHUS] TMATHOCTUYECKOTO CKPMHUHTA
Puc. 4. Hauueﬂm C nopasiceHuem Koxcu npu maeroulem CUCmemHom macmo-
wumose B rpyiiie 6e3 mactouuTo3a (n = 20) B 6 (30 %) ciyyasix
Fig. 4. Patient with skin lesions in smoldering systemic mastocytosis YCTAaHOBJICHBI CJICAYIOIINE NMATHO3bI: 3CCECHUIMaJIbHasI
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Puc. 6. Hauueﬂm C aepeccuBHbIM CUCMEMHbIM MACMOUUMO30M, npomeKda-
owum ¢ eenamocniaeHomezanueli u nOpmlIﬂbHOﬁ eunepmenmeﬁ

Fig. 6. Patient with aggressive systemic
with hepatosplenomegaly and portal hypertension

mastocytosis associated

TPOMOOILIUTEMHUS C BACKYJIUTOM (1 = 1), MHETOIUCILIACTH -
YeCKUil CUHIPOM (1 = 1), IEpBUYHBIN TUTIEPIIApaTUPEO3
(n = 1), KOHCTUTYILIMOHAJIbHASI KOCTHOMO3TOBasI HeAOCTa-
TOYHOCTH (1 = 1) ¥ TaCTPO3HTEPOJIOTHIECKAS TAaTOJIOTHS
(n=12); BocranbHbix 14 (70 %) ciyyasix oKOHYATEIbHbIE
JMAarHO3bl He YCTAHOBJIEHBI (OTKA3 MALUEHTOB IPOI0I-
KUTh TUATHOCTUYECKUI MOUCK U /UM CIOXKHOCTh Iajlb-
HeHIel TMarHOCTUKHY 10 MECTY XXKUTEJIbCTBA).

06cyxpeHue

MacTonuTo3 — penKoe XpOHUIECKOe MUEIOIIPOJIM-
depaTBHOE 3a00JIeBaHNE, XapaKTepHU3YyIoleecs CIOXHO-
CTBIO ITOCTAHOBKM IWArHO3a W BEACHUS ITAallMCHTOB.
B 2021 r. BriepBBIe pa3padoTaHbl 1 onyomKoBaHbl Haimo-
HaJIbHBIC KIMHUYECKNE PEKOMEHIAILINH 10 TUATHOCTUKE
u Tepariu CM [14], B KOTOpbIX Hanbo1ee oAPOOHO U 10-
CTYITHO ONKCAHbI BCe HEOOXOIUMbIE METOIbI JIAOOpaTOp-
HOW TMarHOCTUKMU.

HecMoTtpst Ha IpOCTOTY MCCIeIOBAHMS YPOBHS CHIBO-
POTOYHOM TPUITA3bI IJIsI MTOATBEPKACHUS TTOMO3PEHUS
Ha CM (B cpaBHEHHUU C TPEITAHOOUOIICHEI KOCTHOTO MO3-
ra), JaHHbBIA aHaIU3 ObLI BbIIOJHEH MeHee yeM y 30 %
OOJIbHBIX.

CornacHO JaHHBIM JIUTEpaTyphl camas JyacTasi Iof-
rpynna CM — unnponentHas (no 70 %), camas peakast —
pacnpoctpaHeHHbie opmbl CM (1o 11 %) [3]. OnHako
B HacroslLEel padote gos 6onbHbIX MCM cocraBuia 56 %
npotuB 36,5 % c pacrnpoctpaHeHHbIMU popmamu CM
(ACM, TKJI u CM-AI3), 4T0o CBUACTEIBCTBYET O IIPOBE-
JIEHUU TUATHOCTHKU IpH pa3BUTUM C-IIpU3HAKOB (IIpe-
UMYIIECTBEHHO LIMTONEHUS M TelaTOCIJICHOMETaIus
¢ KJIMHUYECKVMH TIPOSIBJICHUSIMI ). MenraHa ITOCTaHOBKH
JIarHo3a ¢ n1e0I0Ta KITMHUIECKHX ITPOSIBIICHUI B TPYIIITax
¢ UCM — 12 7er, a B rpynmax ¢ pacrnpocTpaHEeHHBIMUA
dopMamMu — 5 J1eT, 4TO CBSI3aHO ¢ O0JIee pAaHHUM BHITION -
HEHUEM THUCTOJIOTMYECKOTO UCCICIOBAHMS KOCTHOTO MO3-
ra. Takxke oTMeJaeTcsl KpUTHYCCKHM HIU3Kask HACTOPOKEH-
HocTh K nmoucky CM B rpynmax 6e3 ImopaxXeHusl KOXU,
a 970 B 60 % cinyyaeB CM-AI'3. Ha Tekyiiuii MOMEHT HET
00s13aTeNIbHOro 0bciiemoBaHus 00JbHBIX HA CM npu Ha-
JINIUUA XPOHUUYECKOTO MHMEIOMOHOIIMTAPHOTO JIEHKO3a,
TPYKOBI HETATUBHOTO IMIEPBUYHOTO MHEI0(hHUOP03a WU 50-
3uHOGWINY JTUOO0 TTOJ03PEeHMST Ha HUX.

HeynosneTBopuTebHBIE Pe3YIbTaThl TUATHOCTUKU
CM — noBcemecTHas1 mpoobJieMa, CBSI3aHHast ¢ HU3KOi 10-
CTYITHOCTBIO TMAaTrHOCTUYECKIX MAHUITYIISILIVIA ¥ e (bUITATOM
pedepeHC-1IEHTPOB C OITHITOM KYPAIIiH IAlIMEHTOB, YTO IIPO-
JIleMOHCTpHpoBaHo B padbote P. Pyatilova 1 coaBr. [15].

B pesynbraTe okoHYaTe IbHOM 00pabOTKM IMOJTyYEeHHbBIX
HaMM JaHHBIX B KTIMHUYECKOM ITPaKTUKE BBISBICHO 2 HaM-
boJiee pacIpOCTpaHEHHBIX (DEHOTUIIMIECKUX ITOPTpeTa
nauneHToB: MCM c¢ nmopaxkeHreM KOXU, KOTOphIe TpeOy-
10T TOJIBKO JMHAMUYECKOTO HAOJIOIEHUS, U PacIIpoCcTpa-
HeHHBIe (popMbl CM Ha TTO3THUX CTagUSIX.

ITpoBeneHHBII aHATIN3 BBIABIISIET KaK JIOTUCTUYCCKIE
ImpoOJIeMBl HaIpaBJICHUs IAllMEHTOB C IOHO3PEHUEM
Ha CM, TaK ¥ OrpaHNYeHHBIC BO3MOXHOCTH IIEPBUIHOTO
CKPMHUHTA MAIIMEHTOB B Pa3HbIX pErUOHAX.

3akntoyeHue

CucTeMHBII MaCTOILIUTO3 MPEACTABIISIET CO0O0I reTe-
POTeHHOE, MPEUMYIIIECTBEHHO BSUIOTEKYIIee 3a001eBaHNeE,
4TO 00YCJIOB/IMBAET BO MHOTHX CJTy4asiX IO3IHee Ioa03pe-
HUE Ha HaJIM4yMe raTojaoruu. Pe3yabraTsl Halero uccie-
JIOBaHMSI MOATBEPXKAAIOT CJIOXKHOCTU AUATHOCTUKU U BbI-
SIBJIGHUST JaHHOTO 3a00JIeBaHUSI.
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