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| MacTounto3 npeacraBnseT co60M reTeporeHHyto rpymn-
ny 3a6ofieBaHNN, XxapakTepu3yLLNXCA NaToNorMyeckon
nloKansHon unu anddysHor nponudepaumen n Hakonne-
HVYEM TY4YHbIX KNeTOK (MacTouMTOB) B KOXE W/Wn gpyrnx
opraHax (KOCTHOM MO3re, Ne4YeHu, ceneseHke, numdarm-
yeckumx yanax) [1—4].

B 1869 r. Nettleship n Tay onucanu knuHu4eckyo
KapTUHY NOpPaXKeHUs KOXWN Npu MacToLunTo3e Kak pasHo-
BUOHOCTb XPOHUYECKOW KpanuBHWLbI, PErpPecCUpyoLLyto
¢ chopmMmpoBaHMEM CTOMKMX KOPUYHEBbLIX NATEH. 3TO Mo-
CMY>XXWIO BBEAEHWNIO TEPMUHA «MTUFMEHTHAA KpanuBHMLA»
AN 0603HAYEHUS KOXHbIX BbICBINAHUA NMPY MacToumuTo-
3e [5]. Bonee 4YeTko npupoga 3aboneBaHus 6bina onpe-
deneHa B 1887 r. P. Unna B pesynbTate rucrosnoruye-
CKWUX UCCNefoBaHUi, TePMUH «MacTouMTo3» 6bla npea-
noxeH Sezarg B 1936 r., a LUMPOKO BHEAPEH B NPaKTUKY
R. Degos B 1953 . [6, 7].

To4Hasa pacnpoCTpaHEHHOCTb MacToLMTo3a HEU3BECT-
Ha. Mo gaHHbIM pas3nMyHbIX ANMAEMUONOTMYECKMX UCCne-
JoBaHui, oHa BapbupyeT oT 1 Ha 1000 go 1 Ha 8000 [8].
ExerogHo oTmedaeTca 5—10 HOBbIX clny4aes
Ha 1 000 000 B nonynsaumn [9]. YacTtoTa BO3HUKHOBEHMS
MacToLUMTO3a He 3aBWUCUT OT Nofia U pacoBOW NpUHaAsIex-
HOCTM M OOQWHaKOBO BCTpPEYaeTCs Kak Y fnL, MYyXCKOro,
Tak 1 xeHckoro nona [10]. 3abonesaHne 4alie BO3HU-
KaeT crnopagnyeckun 6e3 reHeTMYecKoW mnpeppacnosio-
XEeHHOCTU. HacneacTBeHHbIN MacTouMTo3 — [JOCTaTO4HO
penkoe siBneHne. OgHaKo onucaHo okono 50 ceMeriHbIxX
cnyyaeB 3ab6onesaHus [11, 12]. 3aboneBaHne MOXeT
BrepBble BO3HWKHYTL B Nlo60M Bo3pacTe. B 65% cny4a-
€B KJIMHMYECKUE NPOSsIBIEHUSA MacToUUTO3a OTMEHaloTCA
B aetckom Bo3pacte [13]. Mo gaHHbIM |. Silva n coasr.,
yacTtoTa BCTPEYaAEMOCTN MacToLuuTo3a y OeTen CooTBeT-
ctByeT 5,4%, npu 3TOM B MONOBMHE Cny4yaeB AebioT OT-
MeyvaeTcs B nepmod go 2 net [14—16]. C poxpeHus 3a-
6onesaHue Habnopgaetca y 15% 60nbHbLIX, B BO3pacTe
0o 6 mec. —y 30%, no 2 net —y 10%, ot 2 oo 15 net —
y 10% naumeHTos [17].

Y. Shiloh Malawsky n coaBT. (2003) oTmMe4anu Tosb-
KO KOXHYI0 chopMy MacTouuTosa y 90% feTen, Toraa Kak
y 10% uMenockb coyeTaHHOEe MopaxXeHne KOXW U Jpyrux
opraHoB un cuctem [18].

V B3pocnbix AeboT 3ab6oneBaHUs Yalle BCero npuxo-
autea Ha BospacTt ot 20 fo 36 net, HoO onucaHsl cryvau
BO3HWKHOBEHMA U B 6onee no3gHeM Bo3pacte — 65—
70 net [6, 19].

Matorenes

JTnonorus Jo KoHua He n3BecTHa. XapakTepHbIM MOp-
hONOrM4ecKnM NpU3HaKoM MacToumMTo3a ABMSETCA Npo-
nudpepauma U HakoNeHne B TKaHSAX KIETOK MacToLMTOB.
MacTounTbl (MnK Ty4HbIEe KNETKM) Pa3BUBaIOTCA U3 MIOPU-
MOTEHTHbIX FEMOMNO3TUHECKNX CTBOJOBBIX KNETOK. [Mokmaas
KOCTHbIA MO3T, MacTOLMTbl MUTPUPYIOT B KPOBb M TKaHW,
roe nponudepvpytoT n auddepeHumpyroTcs B 3penbie
KneTku, akcnpeccupytowme CD117 [20—22].

CD117 (kit-npoTenH) — TpaHCMeMOPaHHbIV peLenTop
TUPO3MHKMHA3a, KOTOPbIN, CBA3bIBAsACH C (haKTOPOM CTBO-
noebIx knetok (SCF, kit-nuraHg), B Hopme obecneymsaeT
nepega4vy BHYTPUKIETOYHbIX CUrHaNOB, HEOOXOAMMbIX
Ana nponudepaunn n guddepeHUMpoBKM KneTok [23].
B3anmopencTeue kit-npotemHa v kit-nuraHga KoHTponu-
pyeTtca npotooHkoreHom c-KIT [24—26].

MHoroo6pasune KNnMHMYEeCKUX NposiBfIEHUIA MaCTOLK-
TO3a npepnonaraeT BO3MOXHOE y4acTne pasnmyHblX 3Be-
HbEB B NatoreHese 3Toro 3abonesaHus. Tak, ndyyanucb
pOnb NOBBILLEHHONW 3KCNPeccUn hakTopa CTBOSOBbLIX Kie-
TOK KepaTuHouMTamun U/unn U3MeHeHWe ero peuentopa,
N3MEHEHWE YPOBHS CbIBOPOTOYHOro dhaktopa pocta Hep-
BOB, XPOMOCOMHbIX @aHOMasIniA, HapyLLIeHWA perynauum
anonTo3a [9, 27—29]. OgHako BeayLUyo posib B naTore-
He3e pasnnyHbIX KNMHN4YeCcKnx hopm macroumTosa oTBO-
OAT TOYeYHbIM MyTaumam npotooHkoreHa c-KIT B xpomo-
come 4912, KognpyroLimMMm akTUBHOCTb B3auModencTBns
kit-nuraHga v kit-npotenHa [30—32].

B pesynbTare Hay4HbIX UCCNefoBaHui onpeneseHsl
HekoTopble MyTauuu reHa c-KIT, BcTpedatowmecs npwm
pasnuyHbIx doopmax mactoumTtosa [30] (tabn. 1).

Hanu4yume 3tnx mytaumii obycnosnmsaeTt 6€CKOHTPOSb-
HyI0 NponmdepaLmio n TpaHchopmaumo MacToUMTOB, Ha-
KOMJeHne B HNX TMPO3nHkuHa3bl (CD117), perpaHynaumio
C BbICBOOOXAEHWEM rMCTaMuHa, renapuHa, epmMmeHTa
TpUNTasbl, TENKOTPMEHOB 1 NpocTarnaHanHOB, CoaepXa-
LUMXCA B rpaHynax Ty4HbIX Knetok [33—35], 4To Bnever
3a co60W NosiBNeHne XxapakTepHbIX BbICbINaHWUIA Ha KOXe
n 3yga. B HacToswee Bpems Hanbonee n3y4eHHON npu
MacTountose asnsetca mytaums reHa c-KIT D816V [36].
Mo gaHHbIM K. Hartmann, myTtauua reHa c-KIT D816V
npucyTCTBYeT B 9K30He 17 y 80% B3poOCsbIX NaLMeHTOB,
no paaHHbiM C. Bodemer, oHa 06HapyXuBaeTcsi B 9K30Hax
8,9, 11y 40% peten [15, 37].

F. Lanternier n coasT. (2008) 6b1110 NpoBeaeHo nccre-
foBaHue ¢ y4actveMm 142 naumeHTOB C MMCTONIOrMYeCcKn
NOATBEPXAEHHLIM AMArHO30M KOXHOMO WS CUCTEMHOIO
mMacToumTo3a [6]. Cpeam HUx y 28 60MbHbIX 3a6oneBaHne
pas3BuIock B feTCKoM Bo3pacrte (1-a rpynna), y 114 6onb-
HbiIX AOe6l0T 3abofieBaHUs OTHOCUIICA KO B3pPOCSiOMY
Bo3pacTy (2-a rpynna). MNpu o6cnefoBaHun nauneHToB
mMyTaumns reda c-KIT D816V B 3k3oHax 8, 13 n 17 6bina
o6HapyxXeHa y 42 1 77% 605bHbIX 1-i 1 2-i rpynn cooT-
BeTCTBEHHO (p = 0,001). Mpwn atom myTauma c-KIT D816V
BO 2-1 rpynne 6bina 4alle accounmpoBaHa ¢ CUCTEMHbIM
MacToLMTO30M, YEM C KOXHOM chopmoli (p = 0,0001). Opy-
rne myTtauum c-KIT obHapyxusanucb npu gebiote 3abo-
nesaHus B Bo3pacTe 0o 5 net y 23% 605bHbIX, B BO3pac-
Te 6—15 net — y 0% 60nbHbIX, BO B3pOCIOM BO3pacTe —
Yy 2% 60nbHbIX (p = 0,001), 4TO HE NPOTUBOPEYUUT AAHHBIM
C. Bodemer (2010), o6HapyxwuBLLen y 25% nauneHToB
JeTCKOro Bo3pacTa HengeHTUMUUMPOBaHHble MyTa-
unn gukoro Tuna. MNony4yeHHble pe3ynbTaTbl NO3BOWM
NpegnonoXuTe asTopam, 4TO NpeBanMpoBaHne Tex Unm
WHBIX FEHEeTUYECKNX MyTauuii 06ycnoBnnBaeT pasnmyms
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Mytauuu reHa c-KIT, BbIsiBJIEHHbIE Y 60MbHbIX C Pa3HbiMi (DOPMaMn MacToLMTO3a

et (amantupoBaHo u3 A. Orfao u coast., 2007 [30])
9K30H MyTauus ®opma macTouuTo3a
8 delD419 CemeitHbli cucTemHblin MacToumTo3 (Hartmann K., 2005)
9 K5091 CemelHbIi cucTeMHbIR MacTouuTo3 (Zhang L.Y., 2006)
10 A533D CemeitHblin cucTemHbIin MacToumTo3 (Tang X., 2004)
11 V5591 ArpeccuBHbIii cucTemHbln mactoumntod (Nakagomi N., Hirota S., 2007)
11 V560G \HOONEHTHBIA CMCTEMHBIA MACTOLMTO3, NelikemMus Ty4HbIx knetok (Furitsu T. u coasr., 1993; Buttner C., 1998)
17 R815K [eTckuin n9THUCTO-Nanyne3Hblit MacToumTo3 (Sotlar K. u coasT., 2003)
17 D816V [leTcKuii NATHUCTO-Nanyne3Hblil MactoumnTo3 (Yanagihori H., 2005)
CuctemHbInt macTounTos (Longley B. u coasT., 1999)
17 D816H CucTemHbI MacTounTo3 — ocTpas muenobnactHas neitkemus (Pullarkat V., 2003)
17 D816F CucTemHblIli macTounto3 (Longley B. n coast., 1999) [51]
17 1817V CuctemHbIi mactounto3 (Garcia-Montero A.C., 2006)
17 insV8151816 CucTemHbIli macTounto3 (Garcia-Montero A.C., 2006)
17 D820G ArpeccuBHbIii cucTeMHbIN MacTouutos (Pignon J.M., 1997)
17 E839K MaTHUCTO-NanynesHbIi MacToumTto3 (Longley B. u coast., 1999)

B KIIMHNYECKOWN KapTHE 1 Te4eHUN MmacToumTosa y geTen
1 B3poCHbIX [37].

B petckom BO3pacTe MacTouuMto3 B 6OJbLUMHCTBE
CIly4aeB OrpaHM4MBaEeTCA TOJIbKO MOPaXXeHUEM KOXMU.
CuncTteMHble NposiBNeHns oTMeYeHbl MeHee YeM y 20%
60nbHbIX JeTEN, B TO BPEMS Kak y B3POCIbIX NaUMEHTOB
cucteMHas hopma pasBmBaeTCa 3Ha4MTENbHO Halle [38,
39]. Ona peten, B OTNM4YMe OT B3POCHbIX, 6onee xapak-
TEPEH TPaH3UTOPHbLIN XapakTep 3aboneBaHns 1, No AaH-
HbIM psga aBTOPOB, BO3MOXEH PErpecc BbICbIMaHUN
K ny6eptaTtHomy nepuwopy [1, 17, 40—42]. [Ina B3pocnbIX,
HanpoTUB, XapakTEePHO XPOHMYECKOe TeveHne 3abonesa-
Hus [43].

Knaccudmkanyus

CoBpeMeHHas knaccudumkaumm MacToumMTo3a BKIIO-
yaeT B cebs [44]:

1) KOXHbIN MacCTOLMTOS3;

2) BANOTEKYLUMIA (MHOONEHTHbIN) CUCTEMHbIA MacTo-
LUTO3;

3) CUCTEMHbIA MacTOLMTO3, acCOLMNPOBaHHbLIN C re-
MaToform4eckMMm 3a60feBaHNEM, HO He CBS3aHHbIN
C TY4HbIMU KNeTKamu;

4) arpeccuBHbIN CUCTEMHbIA MacTOLMTO3;

5) NenKemMumio Ty4HbIX KNETOK.

VY geteit HabnwogaeTcs NPeUMyLLECTBEHHO KOXHbIN
MacTouMTO3, B KOTOPOM BbIAenstoT [45]:

1) mactouuTomy;

2) NATHUCTO-NanyNe3HbIA KOXHbIA MacTOLUTO3:

MOHOMOP(HbIN TU;
NONMUMOPHLIN TUM;
3) andy3HbIN KOXHbIA MacToLUTOS.

BecTHuK aepmMmartonorun n seHeposiormm

Knunanyeckasn kaptuna

Mactouyntoma otmevaetcad y 10—30% 60MbHbIX.
MpenctaBnseT co6on oauH UNn B psige cnydYaeB HECKOSb-
KO (o0 5) o4aroB po30BaTO-XENTOro UM KOPUYHEBOIO
useta pasmepom oT 1 go 5 cm (onucaH go 15 cm), BO3-
BbILLAIOLNXCA Ha YPOBHEM KOXMW, C XapakTepHOW Mo-
BEPXHOCTbLIO MO TUMY «anefbCUHOBOW KOXYpPbl», HEPEOKO
¢ o6pas3oBaHMeM Ha NoBepxHOCTM ny3bips (puc. 1). Kak

Puc. 1.

Macroumtoma y pebeHka B 06nactu nyyesa-
NACTHOrO CycTaBa
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npaBuo, y NauMeHToB OTMeYaeTCcs HOpMalbHbIA ypo-
BEHb CbIBOPOTOYHOW TpunTasbl. B 60nbLUMHCTBE Cny4aes
perpecc BbICbiNnaHuim HaénogaeTcs Ao nyéepraTHOro ne-
pvoga. OcnoxHeHWs NpakTMyYeckn He oTmevaroTces [15].

lMatHucto-nanyneaHas ¢opma (NMUrMeHTHas Kpa-
NUMBHMLA) — camas pacnpocTpaHeHHas hopmMa KOXHO-
ro macrtoumtosa, otMmevarwwanca y 70—90% 60bHbIX
B AeTckoMm Bo3dpacTte [17, 45]. Oyarn moryT CyLlecTBo-
BaTb C POXAEHWUS U NOABNAIOTCSA B NEPBbIN rof Xus-
HW, 6bICTPO YBENMYMBAsCb B KonM4yecTBe. BbicbinaHus
npegcTaBieHbl Cerka BO3BbILWALWMMUCA KpacHOBaToO-
KOPUYHEBBLIMU WAW XENTOBaTbIMW MATHAMKW, Nanynamu
unu ys3namu. UanwobneHHas nokanusaums BbICbINaHUN
Ha TynoBwuLLe. B cBA3M C BbipaXXeHHbIM KIMHUYECKNM pas-
HOO6pa3MeM 3M1EMEHTOB B HACTOsILLEE BPEMS BblAENsoT
NONIMMOPMHBLIN U MOHOMOPMHLIA TUMbI NATHUCTO-Nany-
Ne3Horo MacToumTosa.

lNonumopgHbIVE TN NATHUCTO-NANYNe3HOro KOXHOro
MacToLMTO3a XapakKTepu3yeTcs MNOSIBIEHNEM KpacCHO-
BaTO-KOPWYHEBBIX Y3M0B U/MNN BRsILLEK, UMEIOLLUNX TeH-
JEHUMIO K YMEHbLUEHUIO B pa3mMepax 1 TpaHcgopmaumm
B MATHA W/unu nanynel ¢ Bo3pactom pebeHka (puc. 2).
Y 605bHbIX MOXET OoTMeYaTbCsl MOBbILLIEHHbIN YpOBEHb
CbIBOPOTOYHOW TPUNTa3bl B NEPBbIE FOAbl XXU3HU, CO Bpe-
MEHeM MpUXoALUMA K HopManbHbIM nokasatensm. OT-
MeyalTCs YMeHbLUEeHWE WMHTEHCMBHOCTW BbIChbINaHUN
C BO3pacTOM U CKIIOHHOCTb K perpeccy BbiCbinaHui. Kak
npasuno, He CONPOBOXAAETCA CUCTEMHBIMN HapYyLLUEHUS-
Mu [45].

MoHoMopbHBI THIM NATHUCTO-NANyNe3HOro KOXHOro
MacTouuTO3a XapakTepeH Ans B3pOCibIX U BCTpevaeTcs
y AeTen 3HaumTensHo pexe [29, 30] (puc 3). Xapaktepu-

3yeTcs nosiBNeHnemM 6onee Menkux, NpevMyLLIeCTBEHHO
NATHWUCTO-NAnyne3HbIX MOHOMOPMHBIX 3/IEMEHTOB OKpY-
rMbIX WX OBasbHbIX o4epTaHuin. MoxXeT conpoBoXaaTb-
CA ONUTENbHO CYLLECTBYIOLMM MOBbILLIEHHbIM YPOBHEM
CbIBOPOTOYHOW TPUMTAa3bl, CKITIOHHOCTbIO K XPOHNYECKOMY
TEYEHUIO U CUCTEMHOCTM npouecca [45].

Ancbehy3Hbivi KOXHbIVI MacToLMTO3 NPeacTaBnseT co-
601 KpanHe peaKkyto PopMy KOXHOro macrtoumrtosa. Xa-
pakTepuayeTcsi 06bI4HO HE U30SIMPOBaHHLIMU O4aramu,
a reHepanM3oBaHHON 3PUTEMON C XeNToBaTo-OpaHXe-
BbIM OTTEHKOM, B npefenax KOTOpon Koxa yTonlieHa
no Tuny naxvgepmun. CHavana 3aboneBaHne MOXET CO-
nposoxpatbc o6pasoBaHNeM 60MbLUNX Ny3bIpen. TeH-
AEHUMSA K YMEHbLUEHNO (DOPMUMPOBAHMUS My3bIPHbIX 3f1e-
MEHTOB OTMeYaeTcs B TedeHune nepsBbix 3—4 NeT XU3HW.
YpoBEHb CbIBOPOTOYHOW TPMMTa3bl O6bIYHO MOBbILLEH.
Y naumeHToB € ANPAY3HBIM KOXHbIM MacTOLMUTO30M,
VUMEIOLLNX OTAMOLLEHHBIA HACNeACTBEHHbIN aHaMHe3, OT-
Me4aeTCsi CKIOHHOCTb K XPOHNYECKOMY Te4YeHuto 3aborne-
BaHWs, NOBbILUEHHbIA YPOBEHb CbIBOPOTOYHOW TPUMTas3kl,
BOBJIeYeHMEe B MaToSIOrM4eckuin npouecc Apyrux opra-
HoB [15].

K. Hartmann n coasT. (2016) 6bInn cuctemaTnau-
poOBaHbl KIMHUYECKNE pas3nnyma MactoumnTosa y aeTen
1 B3pocnbIx (Tabn. 2) [45].

HecMmoTps Ha TO YTO CUMCTEMHBbI MacToynTo3 y feTen
oTMevaeTca nuwb B 15% cnyyaeB No cpaBHeEHUIO ¢ 60—
90% Yy B3pPOCIbIX, HEKOTOpPbIE KIMHUYECKME OCOBEHHO-
CTU KOXHbIX (DOPM MO3BOMAT NPEANONOXNTb passuTue
CUCTEMHOro nopaxeHusa B 6yayliemM. K nporHoctTnyecku
He6naronpuUATHbIM OTHOCATCH MOHOMOPMHbIA TUM NAT-
HUCTO-Nanyne3Horo KOXXHOro MacTounTosa, gnutesisHoe

Puc. 2.
Mo TUny 6naLleK, 6 — NATHUCTbIE BbICbINAHMS

Pa3nunyHble BapuaHTbl NOIMMOPAIHOro TUNa NATHUCTO-NAanyne3Horo MacTounTo3a y pebeHka: 2 — BbICbINaHMs
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| Puc. 3. MOHOMOPQHBIA TUM NATHUCTO-NAMYNE3HOro MacToLKUTO3a Yy B3POCIOro (a) uy pebeHka (6)

| Tabnuua 2

CpaBHNTENbHAA XapaKTepUCTIUKA TUMNYHbIX MPU3HAKOB B3POCNOr0 1 JETCKOr0 MacToLMTO3a
(amanTtmposano 13 Hartmann K. u coasT., 2013 [45])

MpusHak

Bapocnble

Jetn

Hanbonee yactas KnuHuyeckas gopma

CmMcTeMHBbI MacTounTo3

KOXHbI MacTouuTo3

TeyeHue 60ne3HN

MpenMyLLIECTBEHHO XPOHNYECKO.

Hepe/ako MMeeT TPaH3UTOPHBII XapakTep

Yacrora aHadpunakcum, %

<10

YpoBeHb TpunTassl, Mr/n

<20

TunuyHoe pacnonoxexue mytaumm reHa c-KIT

9k30H 17, Hanbonee vacTo c-KIT D816V

9k30H 8, 9,10, 11, 17 unm oTcyTcTBYET

Tunu4HbIA XapakTep BbiCbINAHUIA

MoHoMOpdHble NATHA, Nanynbl

MonuchopmHble NATHA, Nanynbl

Pasmep nopaxeHu

Manbii

bonbuoii

[peumyLLEeCTBEHHAA NIOKANN3aLUus NOPKEHNIA

TynosuLLe, HUKHIE KOHEYHOCTH

JInuo, TynoBuLLE, KOHEYHOCTH

CyLLIeCTBOBaHME BbICbINaHUA N0 TUMY y3noB, AN dY3HbIN
KOXHbIA MacToumTos [48, 49].

KnuHunyeckas KapTMHa CUCTEMHOrO MacToumuTo3a 06-
YCNOBMeHa WHpUNbTpaumnern Ty4HbIMN KIleTkaMu opra-
HOB M TKaHen, NopaxeHneMm Kak MUHMMYM ABYX OpraHoB
C UX yBeNM4YeHneM W/unu HapylieHnem dyHKumm (rena-
ToMeranus, crnineHomeranus, numdonponugepaTnsHbIn
cvHppoM). Mpn 3TOM KoXa MOXET U He ObiTb BOBIieYeHa
B NaTonorn4eckuii npouecc. MNoebilleHHas (yHKLMOHASb-
Has aKTMBHOCTb MacTOLUUTOB C BbICBOGOXAEHNEM GMO-
NIOrNYecKn akTUBHbIX BeLLecTB (rMcTamuHa, renapuvHa,
TpunTasbl) 06yCNoBNNBAET UHTOKCUMKaLMIO, TIMXOPAAKY,
CHMXEHWe macchbl Tena, Npunuebl, NPOgy3HbIA NOT, Ha-

BecTHuk aepmMmartonorun n seHeposiormm

pyLleHve yHKUUN cepaevHo-CoCcyancTon (Taxmkapauvs,
reMopparvyecknii CUHAPOM), NULLIEBAPUTENBHON (anapes
N A3BEHHbIE MOPAXEHWS) N KOCTHOW CMCTEM (OCTEOMopo3,
octeocunbpos) [15, 39, 44, 50].

Mo paHHbIM NUTepaTypbl, HanM4Me MyTauuwm reHa
c-KIT D816V oTHoCUTCA K (hakTOopaM pucka pasBuTus Ta-
XenbIX NepcUcTUpyoLLmnx OpM KOXHOro MacToumTo3a,
a TaKkxe cuctemHon popmel 3abonesaHus [51—53]. My-
Tauus xapakTtepusyeTcs 3aMeHOW aMUHOKMUCNOThI acna-
paruH Ha aMMHOKUCNOTY BanuH B KofoHe 816. B pa6o-
Te Y. Hirokatsu n coast. (2005) y 14 13 16 nayneHToB,
60S1bHbIX PasnNYHbIMU POPMaMM KOXHOMO MacToLMTO3a,
6bInn HangeHbl MyTaumm c-kit B kogoHe 816 [54]. Cpeam
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BCeX 60MbHLIX AeTen 6bIn1o 12, B3pocnbix — 4. [Npu aToM
obHapyxwuBanack nnéo mytauus D816V (Asp816Val), nu-
60 myTtauusa Asp816Phe, xapakTepusytoLlasca 3ameHomn
aMWHOKWCIIOTbI acnaparvH Ha aMMHOKMUCIOTY heHmnana-
HWH. HecmoTpsa Ha To yto D816V onpepensnace y 70%
60MbHbIX C pa3BuTMEM 3aboneBaHns B AETCKOM BO3pac-
Te, ANns naumeHToB C Ae6I0TOM B 60nee paHHeM Bo3pac-
Te B 6osbLuen cTeneHn 6bina xapaktepHa Asp816Phe.
Takxe aBTopamu 6bI10 OTMEYEHO, YTO BCE MaLMEHTbI
C N dy3HbIM KOXHbIM MacToLMTO30M UMENU MyTaumio
D816V.

Uccneposanuamum K. Sotlar n coasT. (2003) nogreepx-
Jaetcsa 4yactoe npucytcteue mytaumm D816V y peten,
60JbHbIX MATHUCTO-Nanyne3Hon HOPMON KOXXHOro MacTo-
uutosa [38]. OgHako Mx pe3ynbTaTbl He CBUOETENbCTBY-
10T O AOMUHMPOBaHUM €€ Yy 60JIbHbIX C NEPCUCTUPYIOLLUM
TeyeHueM NATHUCTOo-NanynesHon hopMbl MacToUMTO3a,
MOCKONbKY MyTauusa onpefgenanacek y 36,4% nauneHTos
C XpOHMYecKon hopmMon 3abonesaHus Uy 44,4% 601b-
HbIX C TpaH3uTopHon. OgHoBpeMeHHO ¥ 5 n3 10 60MbHbIX
C NepcuCTMPYOLWLMM NATHUCTO-Nanyne3HbiIM MacToLUMTO-
30M OTMeYanucb Tak HasblBaemble AVKNE MyTaumu, 4To
cornacyetcsl ¢ 6o5iee no3gHMMu gaHHbimn C. Bodemer
(2010) [37, 39].

AnarnocTuyeckue Kpurepuu

B 60onblIMHCTBE Cry4aes gnarHo3 macToumTosa ycra-
HaBnuBaeTcs KNnHW4ecku. EBponenickon paboyen rpyn-
now no mactoumTtody B 2016 r. 6b11M OnpefeneHsl cneny-
oLLME OuarHoCTUYeCKne kputepun 3aéonesanus [9].

bonbime kputepun:

XapakTepHas KIMHU4eckas KapTuHa BbICbINaHWii;
MONOXUTENbHBIN CMMNTOM [lapbe — YHHbI (MexaHu4e-
CKOe BO3[EeVCTBME BbI3bIBAET YPTUKAPONOAOOHbIE U3-
MEHEHWS KOXHbIX BbICbIiNaHWi). [JaHHbIA cuMnTom 06y-
CIOBEH BbICBOOOXAEHNEM U3 rPaHyN TYYHbIX KETOK
60sbLLOro KOIM4ecTBa rmcTaMmHa, renapuHa, 1, Kak
CneAcTeue, NPOVCXOANUT pacLUMpPeHne cocyaoB U no-
BbILLIEHME MPOHULIAEMOCTUN UX CTEHOK [59].

Maneie kputepun:

MMCTONOMMYECKOe NCCIiefoBaHNe KOXW;
OHK-guarHocTrka myTtaumn reHa c-KIT B koxe.

Dirk Van Gysel n coaBT. (2016) 6b1n paspaboTtaH gua-
FHOCTUYECKUIA anropuTM KOXHOIO0 MactoumTosa (CM. cxe-
MYy) 1 anroput™M MHTEpnpeTaLun ypoBHSA CbIBOPOTOYHOMN
TpunTasbl (Taén. 3) [15].

[nsa yctaHOBNEHUA fuarHo3a CUCTEMHbIX (hopM 3a-
6oneBaHuns Takxe 6bin NPEQIOXEH pag Kputepues. Tak,
P. Valent n coast. [56] onpegenunu, 4To oNsa ycTaHOB-
NeHna uarHosa CUCTeMHOro MacTouuTo3a HeobxoanMo
Hann4ne oJHOro rMaBHOro KPUTEPUs — TUMNHHBIX KIUHU-
YeCKMX NPOSBMEHUIA U OQHOrO UMW OBYX M3 CriedyoLmx
JOMONHUTENbHbLIX KPUTEPUEB.

OcHOBHbIE: MyNbTUOKANbHBIE MAOTHLIE MHUILTPA-
Tbl MacTouMTOB B 6MOMTaTe KOCTHOIrO Mo3ra wu/wunu gpy-
roro opraHa(os) ¢ MMMYHOTMCTOXUMWYECKUM UCCenoBa-
HVem.

BropocteneHnHbie:

1) 6onee 25% MHMUNILTPATOB MACTOLMTOB B y4YacTKax
KOCTHOrO MO3ra vnm Apyrux opraHax unu Hanumdve éonee

TuNNYHBbIE BbICbINAHNA
+ MONOXMTENbHbIA
cumnTom [lapbe — YHHbI

ATunNNYHbIE BbICbINAHUSA
+ NONOXUTENbHbIA cMMNTOM [1apbe — YHHbI

+ Jpyrue 3a601eBaHNS KIIMHUYECKN UCKNHOYEHbI

v

MyTaums BbicbinaHus
reHa c-KIT D816V
B KNETKaxX KOXU

YpoBeHb TpUNTasbl
[ncTonornyeckoe mccneaoBaHue
< 20 Hr/mn 2
(40 macTouuTos/mMm?)
<100 Hr/mn
J
\
YpoBeHb TpunTasbl
> 100 Hr/mn
J

/Icknto4YeHne cuctemMHoro
MacToumTo3a
(koHCYNbTaUMs remaronora)

)( KOoXHblit MacToLmMTO3 J

Cxema

[narHocTuyeckunid anroputm mactouuTosa (agantuposaHo 3 Dirk Van Gysel v coasr., 2016 [15])
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Tabnuua 3

VIHTepnpeTaums 3Ha4eHnii CbIBOPOTOHHON TPUNTA3bl Y 60MbHbIX MACTOLUTO30M
(amantupoBaHo u3 Dirk Van Gysel u coast., 2016 [15])

YpoBeHb TpUnTasbl

[unarvos

< 20 HI/MA, HET KIMHUYECKIMX NPOSIBIIEHUIA CUCTEMHOCTH

KoXHbIn MacTouuTo3

20—100 Hr/Mn, HET KIIMHUYECKMX NPOABIEHNIA CUCTEMHOCTY

K0XHblit MacCTOLMTO3, MOHUTOPUHT [0 Nepuoaa nyéeprara

> 20 Hr/Mn, HET perpecca BbiCbiNaHMi B nocTny6epTare

Mono3peHne Ha CMCTEMHbI MacTOLMTO3, MCCEA0BAHNE KOCTHOO MO3ra

> 100 Hr/MA, KNUHUYECKNE NPOSBIIEHNS CUCTEMHOCTM, HET perpecca BbiChbinaHWii

ViccnegoBaHne KOCTHOrO Mo3ra

25% aTunNU4HbIX MHPMNBTPATOB MacTOLMTOB B KieTKax
KOCTHOro Mo3ra;

2) obHapyxeHue To4de4dHou myTauum c-KIT B Ko-
AoHe 816 B KOCTHOM MO3re WM KpoBW unu buonTarte
opraHa(oB);

3) reH c-KIT + Ty4Hble KNETKN B KOCTHOM MO3re unu
KPOBW MNn opraHe COBMECTHO € akcnpeccuen CD117,
CD2, CD25;

4) KOHUEeHTpauma TpmnTasbl CbIBOPOTKN KPOBU Bonee
20 Hr/mn [56].

Nevenne

JleyeHne mactounTo3a B MepBy O4Yepedb Hanpas-
NIEHO Ha YMEeHbLUEHWNE KIWHWYECKMX CMMMTOMOB 3a60-
nesaHus. pn 3TOM BbIGOP Tepanuu 3aBUCUT OT POPMbI
3a6oneBaHus. lpn KoxHoOM dopme macTouuTosa He-
MasioBaXKHbIM MeponpuaTueM ABAseTcs NpodunakTuka
BO3[ENCTBMA (haKTOPOB, MPOBOLUMPYIOLLIMX OerpaHynsauuio
TYYHbIX KNETOK (MeXaHWYeCKMX, MULLEBbIX, MeauKameH-
TO3HbIX) [57]. KynupoBaHne KNMHUYECKUX NPOSBREHUN
ocyuiecTBnseTca npu nomowwy 6rnokatopos H,- u H -
rMCTaMUHOBBLIX PELIENTOPOB, CTabuIn3aTtopoB MemobpaH
TYYHbIX KNETOK, aHTUIENKOTPUEHOBbIX Npenaparos, To-
MUYECKUX U CUCTEMHbIX KOPTUKOCTEPOUAHbLIX CPEeACcTB
[58, 59]. UmetoTcs cBegeHUss 06 ycnewHoOM 1Cnosib30Ba-
HUM Y®-n3nyyeHusa cnektpa A B Tepanuu mactouuTosa
y B3pocCnbIx naumeHTos [60].

Mpu cMcTeMHOM MacTOLMTO3€e 1 B OTAENbHbIX Cly4YasX
KO>XXHOM MacToLMTO3e ONMCaHO MCNoJfIb30BaHWe 6UosO-
rmyeckux npenapatoB [61, 62]. K nocnegHum oTHoOcATCA

Owmanusymab, MmatnHmn6. OManusymab cenekTMBHO WH-
rméupyeTt caasbiBaHue IgE ¢ BbicokoadPUHHLIMKU peLien-
Topamm IgE (FceRl), pacnonoxeHHbIMM Ha NOBEPXHOCTHU
TY4HbIX KNETOK 1 6a30hnnoB. VIMaTtuHNG SBNSETCA UHMU-
6UTOPOM TUPO3UHKUHASbI.

Takum o6pa3omM, MacToUMTO3 XapakTepuadyeTcs
He TONbKO MHOroo6pasvemM KNnMHU4YeCcKmMx opm, HO 1 Be-
POATHOWN reTepPOreHHOCTbIO MOJEKYAPHO-TEHETUYECKMX
[edekToB Y 60JbHbIX, OCOOEHHO B OETCKOM BO3pacTe.
OT0 NoATBEPXAAETCA Pa3MUUAMU B KITMHUYECKOWN KapTu-
He 3a6ofieBaHus, TEHYEHUN U NPOrHo3e y AeTen N B3pocC-
nblX, 4YTO, BO3MOXHO, O6YCNOBNEHO Pa3NUYHbIMU reHe-
TMyeckummn mytaumamu. MNMonyyeHHble Hay4Hble AaHHble
O MPUCYTCTBUWN HEOOQMHAKOBbIX MyTauui Npu pasnmnyHbIX
KOXHbIX U CUCTEMHbLIX (hbopMax MacToumTosa MoryT chny-
XWTb OCHOBaHWeM NS fanbHenwero U3y4yeHus reHeTu-
YeCKMX OCHOB MacToLmuTo3a, YTO HEO6XOAUMO He TOSIbKO
ONns pacluMpeHus 3HaHWn O NaToreHese 3Toro 3abonesa-
HWS, HO M ONsi CO3JaHWA NaToreHeTUYeCKN 060CHOBAHHBIX
MEeTOAoB ero Tepanuu. Tak, nccregosaTensiMu BbisiBre-
HO, 4TO 60SibHble MacTOLMTO30M, UMEKLLUMe MyTaLuunio
c-kit D816V, peaucTeHTHbI K Npenapaty NmaTtnHm6é [63].
B HacTosLLee BpeMs yxe NpoBOAATCA KITMHUYECKNE Uc-
CcnepfoBaHnsa reHHO-UHXEeHepHbIX npenapartos [JasaTnHuo
(dasatinib) n HunotuHmo6 (nilotinib), akTMBHBIX NpoTMB C-kit
D816V-no3uTtuneHbIX KNnetok [15, 63]. PacwunpeHune 3Ha-
HWUIA O reHoTUNe 60s1bHbIX MaCTOLMTO30M MOXET ObITb MO-
nes3Ho Ansa paspaboTKM HOBbIX IMPEKTMUBHBLIX AN neve-
HWA 3TOro 3a6oneBaHus nNpenapaToB MeHHO-UHXEHEPHOWN
6uonoruyeckort Tepanuu. "l
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KoHchnukT untepecos
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