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[leTckas HelipoOHKONOrvs NpeacTaBnsaeT cobon ofHy 13 Hanbonee opaMaTUUHbIX CTPaHUL, NeanaTpuu.
TpyAHOCTY BEeHMs NauMeHToB 0byCroBieHbl PacronioKeHneM onyxonu (3auacTyio BEIN3KU U3HEHHO
BasHbIX CTPYKTYP LieHTPasibHOW HEpPBHOM CUCTEMbI), BbICTPbIM HapaCTaHUEM HEBPOMOrMUYECKUX
MPOSIBNEHNI M OTCYTCTBMEM afleKBaTHbIX METOL,0B MOHUTOPUHIa 3abofieBaHnsA AA paHHEeR AMarHOCTUKK
peunpmBa onyxonu. [ KOHTPONA cTaTyca OMyX0SM UCMOMb3YI0TCA METOAbI JTy4YEeBOW ANArHOCTUKM
(B nepByio ouepefb MarHWTHO-pe30HaHCHasi TOMOrpadous), UMeloLLMe OrpaHUYeHHYI0 pa3peLLaloLLyio
cnocobHocTb U TpebyloLime anuTenbHoM obLLen aHecTesnn y AeTen, YTo 3aTpPyAHSAET MX yacToe
npuMeHeHune. Mcnonb3oBaHWe KUAKOCTHbIX BUONCUI — BbISBMEHWE MOMNEKYNSAPHO-6MONOrnyeckux
MapKepoB oryxonu (B 0CHOBHOM LMpKynupyoLeid onyxonesoit [IHK) B suakux cpegax opraHusMa
(cbiBOpOTKE MMM NnasMe KPOBW, LepebpOCTMHANIBHOM KMUOKOCTH, MOYE) — CTAHOBWUTCS OCHOBOW 415
BbICOKOTOYHOrO MOHUTOPUWHIA OMyXOSN, COBMELLLEHHOIO C aHarmM3oM M3MeHeHus ee Buonornyeckmnx
CBOWCTB B peanbHOM BpeMeHu. CeropHs uaKocTHast broncua — 310 yHUMBepCanbHbI HEMHBA3WUBHbIN
(MM ManonHBa3WBHbIN), SKOHOMUUECKM OMpaBAaHHbIA METOL, 0BMafatoLLMi BEICOKMMY MOKa3aTenNsaMmu
YyBCTBUTENBHOCTU U CNELMUYHOCTH SIS OLLEHKM AMHAMUKU OMyXONEeBOro pocTa, 3hEKTUBHOCTH
NEYEHNS N MOHUTOPWHIa peumanea. B HacTosLleM 063ope onmcaHo UCNonb3oBaHWe METOAA KUAKOCTHOM
Bromncun, a Take ero TepaneBTUUECKUI U MarHOCTUYECKMIA (TepaHOCTUYEeCKNI)
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osieKynsipHasa 6uonorus. B nocnenHue ropbl

3HAYMTENBHO YNYYLUMIOCh Halle MOHUMaHWe

Buonorum u  natonoruyeckon uanonorum
onyxornen LeHTpasibHoi HepeHoi cucTemsl (LHC) y ne-
Tei. 370 NpuBENo K TOMy, UTO 3aboneBaHusi, paHee Ka-
3aBLLUMECS eOMHON HO30MI0rMUYECKOon eanHuuen (Memyr-
nobnactombl [1], anenammomsl [2] u rnvomsbl [3]), Gbinu
pasfeneHbl Ha rpynMbl C Pa3fNYHbIMKU MOMEKYNSIPHO-Te-
HeTUYeCkMMM cBoicTBaMu. Okasanoch, YTo JaHHOe pas-
penexune obnagaeT KIMMHUYECKOW 3HAUMMOCTbIO. 3TN OT-
KpbITUA NPUBENM K CO3aaHuio BceMupHoi opranmnsaumen
3apaBooxpaHeHus (BO3) HOBOI KnaccudouKkaLmm onyxo-
neit LUHC [4, 5], koTopas ocHOBbIBAETCS Ha MOSERyNsp-
HbiX abeppauusix, XxapaKTepHbIX AN KaX[oro OThaeslb-
HOro Tuna onyxorewn. Hampumep, BHOBb BBELEHHbIMU
KINacCUMKaLMOHHBIMU eaMHMLAMU AndIDY3HbIX TTIMOM
CTanu CpefuHHble rMnoMbl ¢ MyTaumein H3K27M, rmau-
obnactomsbl ¢ reHoM [DH pukoro tuna, rnuobnacTomsl ¢
reHoM [DH myTanTHoro Tuna [6, 7]. MenynnobnacToMmsl
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NOAPa3nenaTCA Ha OCHOBAHUM TPAHCKPUMLMOHHBLIX K
FeHOMHbIX abeppauui, BKIIOYAIOLLMX aKTUBALMIO CUr-
HanbHbIx nyTen WNT, SHH n Hanuuve MyTaumi B reHe
TP53.

BbisiBneHve abeppaLuui, neskallmx B 0CHOBE AaHHbIX
KnaccudunkaLlmii, Co3naeT OCHOBY Af1IA MEpCOHanv3un-
pOBaHHOM Tepanuu, roe BO3LEWCTBME OKa3blBaeTCH Ha
MOJEKYNSAPHbIN MEeXaHW3M, HapYLUEHHbIA B pesynbTaTe
MyTauMu Wnu rpynnbl MyTauuin, a MPUHATUE KIMHWYe-
CKUX PEeLUEHW MPOLMKTOBaHO BMOMIOrMYecKnMM CBOM-
CTBaMu onyxosun. [laHHas cTpaTervsi NPUXOAMT Ha CMEHY
TPaoMLMOHHOMY MOAXOLY K JIEYEHWIO, OCHOBAHHOMY Ha
MOpPdIONOrMYECKOM CTPOEHUM onyxonu. Tak, Bce mauu-
€HTbl C FTIMOMaMy BbICOKOM CTEMEHW 3110KaYeCTBEHHO-
CTV MOJTyYaloT Tepanuio Mo eQMHON CXeMe, HO Pa3nuny-
Hble KJIMHWYECKME WCCNefoBaHus, KoTopble Bonee 45
NEeT NPOBOAMIIN MO 3TOMY «TPAAULIMOHHOMY> MPUHLMMY,
TaK U He npuBenu K paspaboTke acpdheKTUBHON Tepanuu
ANS 3TUX NaLMEHTOB.



OB3OP JINTEPATYPbHI

OpHako, HeCMOTPS Ha MPOrpecc B MNOHUMaHWUKU MO-
NeKynapHoro naTtoreHesa peTckux onyxonen LHC,
MPUHATUE KIMHUYECKUX peLLUeHU npoposixkaeT basu-
poBaTbCA Ha AaHHbIX MopdhoniorMm U BU3yanusaumu
OMyXOSIN MMM B NyYLLEM CIly4Yae MOMeKYNAPHOro npo-
chmna onyxonu, NonyyeHHOro B pesyfbTaTe aHanv3a
BuoncuitHoro Matepuana. [pyn 3TOM Kak HeMpoBU3Y-
anusaumsi, Tak u buoncusa, ocTaBasCb CTaHAapTamu
OMarHOCTMKM OMyXofiei TFOfIOBHOrO MO3ra, MWMeloT
onpeneneHHble orpaHnyeHus. B uyacTHocTw, npenen
paspeLuaioLien  CnocobHOCTU  MarHWTHO-pe30HaHC-
Hoit ToMorpadoun (MPT) He no3BonsieT paHo BbISBNATL
pasBUTWE PeuMaMBa, He BCerga noMoraeT MPOBECTM
ovMdbdpepeHumanbHyI0 ANarHOCTUKY MEXAY UCTUHHOW W
NCeBAOMNPOrpeccuent; YactToTa NPoOBEAEeHNA Nccnenosa-
HWI C LleJ1blI0 MOHUTOPWHIa OrpaHMyYeHa B CBSI3N C Heob-
XO[MMOCTbIO ANMTENbHOr0 Hapko3a y aeter. OTkpbiTas
Buoncus NpUMeHseTCA orpaHNYeHHO UK He MPUMEHS-
eTCs BOBCe Y NaLMeHTOB C peuuansoM onyxonu (Hanpu-
Mep, NMpW HanWuMKM MenIkooyaroBom AUCCEMUHALMUN UITn
NenTOMEHWHrearnbHoro pacnpocTpaHeHns) wau npu
noKanusaumMm npouecca B aHaTOMUYECKU CROXHOAO-
CTynHoit obnactu Mosra (HanpuMep, B 0bnacTui cTBona
Mo3sra). Takum 0bpa3oM, COBpEMEHHOM pyHaaMeHTasb-
HOW MEeAMLMHe eLle NpPeicTOWUT TPAHCNMPOBAaThb 3HAHMUS
0 bronorum onyxonesoro pocTa B KNMHUYECKYIO MpaK-
TUKY, o€ MOJIeKyNsapHo-reHeTuueckme abeppaumu,
BbISIBNISIEMblE B KITETKAX OMyX0JM, CTaHyT OCHOBOW As
NPUHATUA TepaneBTUYECKMX peLleHunin. B HacTosLem
o0b30pe 0b6CcyxpaloTCA MOTEHUManbHble BO3MOXHOCTYM
METOLa $KMOKOCTHOW BMONCUM B KauecTBe LOMOSHEHMS,
a B psige ciydyaeB 3aMeHbl MPT u cTaHgapTHOM buoncum
ANS OLeHKM AMHAMVKKM OMyXO0JS1eBOro npoLecca Ha pas-
HbIX 9Tanax Tepanuu onyxonewn LIHC.

Linpkynupyiolme onyxonesble HyYKNeNHOBbIE
KUCNOTbl. LInpkynupyioLLye onyxoneBble HyKIenHoBble
kucnotsl (HK) onpepensiotcs kak Hebosnbwune (mo 120
nap Hykneotnnos ana OHK, 100 HykneoTtnnos ans PHK)
MONMMHYKE0TUIHbIE MONEKYIbI, LETEKTUPYyEMble B BKo-
NOrNYECKMX XMAKOCTAX BHE CBS3W C MPUCYTCTBYIOLLMMM
B HMX KIIETOYHbIMM dfieMeHTaMu. B kayecTse npumepa
B1onorMyecknx MMOKOCTeW, COAEpPKaLLMX OMyxosieBble
HK, MosHO paccMaTpvBaTb Kak KOMMOHEHTbI BHYTPEH-
Hel cpembl opraHu3Ma (nnasmy Kposu, nuMmdyy, Lepe-
BPOCMUHANbBHYI0 KWUOKOCTb, CEPO3HYI0 WMAKOCTb), Tak
W 9KCKpeTMpyeMble KMAKOCTM (Mouy, criioHy). Brnag
B nyn cBobopHbIx onyxonesbix HK BHOCAT umpkynupy-
foLLMEe OMyXOsieBble KIIeTKU, 3K30COMbl — CybKneTouy-
Hble YacTuLbl, CEKPETVPYEMble OMyXOSIeBON KIETKOW U
cofepsKalume pasfuyHble KOMMOHEHTbI LMTOMNa3Mbl U
anpa, srkioyas [IHK n PHK, a Takske KneTku nepsuyHoO-
ro U MeTacTaTUYeCKMX 04aros Onyxonu, norubaioLimne
BCIMEACTBMe anonTo3a MM Hekpo3a (Kak CMoHTaHHOro,
Tak W MHOYLMPOBAHHOIO TepaneBTUYECKUMW BO3[AEW-

cTeuaAMM). Mpy 3TOM, HECMOTPS HA OTHOCUTENBHO BbICO-
Kue, LOCTYMHble 4f151 KOIMYECTBEHHOMO aHanM3a ypoBHM
umpkynupyiowen onyxoneson [JHK, BbisBnseMon B Han-
Bornee yacTo aHanM3MpyeMbix BUMOMOrMYECKUX KUOKO-
cTax (nnasma Kposw, LepebpocnuHanbHas MUOKOCTb,
MOYa), TOYHbIA €e WCTOYHUK B KaKOAOM KOHKPETHOM
crydyae [0 KoHUa He sceH [8]. Bonee Toro, fons Kas-
[Oro MexaHusMma B obpasoBaHum cBobopHbix HK MoxeT
BbITb BbicOKOCNEUMMYHA AN OTOENbHbIX TUMOB paka.
Tak, HanpuMep, BbICOKOBACKYNAPU3NPOBAHHbIE OMyXOmu
NpoayLMpyioT 6onbLLOe KONMYECTBO 3K30COM, MOCTyNa-
IOLLMX B KPOBOTOK; MPW OMYXOJSIsiX, CKIIOHHBIX K PaHHEMY
MeTacTa3vnpoBaHUIO, MPUCYTCTBYET OBLUMPHBIV MyN LMp-
KYSIMPYIOLLMX OMYXONeBbIX KMETOK, a bbicTpopacTyLumne
onyxonu BbiceoboxpaloT HK Bcnepctsue rubenu kne-
TOK MO MpWUYMHE HEe#oCTaTKa KUCIOpOoAa U HYTPUEHTOB
[9]. HeobxoamMbl nononHUTeNbHbIe UCCIEnoBaHuUs, Ha-
npaBfieHHble Ha YCTaHOBJIEHME OCHOBHOMO WCTOYHMKA
cBobopHbix onyxoneBbix HK v Bbibop nopxopsien buo-
MOrMYECKOW KUAKOCTU A8 HabMIOAEeHUs 38 KaxabIM OT-
LeSIbHbIM TUMOM OMYyXOSM.

Cpenn MeTomoB AeTeKuMn CBOBOOHO LMpKYNMpyIo-
wmx HK MOMHO BbIgenMTb UMPOBYIO MOIMMEpPasHyto
uenHyio peakuuio (MLP), oTinYaloLLYIOCs BbICOKOW YyB-
CTBMTENBbHOCTBIO UM BO3MOMHOCTBIO KONMYECTBEHHOIO
aHanu3a pgonu onyxonesbix HK B obliem nyne mone-
Kyn. Hanbonee pacnpocTpaHeHHOe TeXHOMOormyeckoe
peLuenve undposoin MNLUP — undpposas kanenbHas [LP
(ddPCR - digital droplet polymerase chain reaction),
B KOTOPOW rmapodhuiibHas peakumnoHHasi CMecb, COfep-
)awas dTyopecLEHTHYIO CUCTEMY AeTeKUMn, pasbmsa-
eTcs Ha BorblLOe KOMMYecTBO Kanenb B rapodpobHom
cpene (Macne). TakuM 06pasoM, Kampoas OTAEnbHas
Kanns — 3TO peakTop, B KOTOPOM MPOUCXOANT WMHLMBU-
pyanbHas lNLP B onTrManbHOM BapuaHTe C 0fHOM Mofe-
kynoit IHK-MaTpuubl [10]. 3TO CHUMAET BUAHWE MHIMU-
BuTOpOB peakuuu, a geTekums dryopecLeHUMn Kanernb
nocne MLP ¢ noMoLLbio NPOTOYHOM CUCTEMBI MO3BOSISIET
BbISIBNATb €AMHNYHbIE NMO3UTUBHbIE COBbITUSA, fobuBasch
BecnpeLeneHTHOM YyBCTBUTENBHOCTM MeTona. [pyrue
MEeTOAbl BbIABMEHNA CBOOOAHO LIMPKYNUPYIOLLEHA Onyxo-
nesoit AHK (konnuecTsenHas MNLP B peskume peanbHo-
roO BPEMEHW, CEKBEHWpPOBaHMe MeTopoM CaHrepa mmnm
BbICOKOMPOU3BOAMUTESIbHOE CEKBEHUPOBaHUE) ycTynaioT
umdcpposon TMLP B aHanuTUYeCcKoM YyBCTBUTENBHOCTMH,
KpOMe TOro, CTaHLapTHOE CEKBEHMPOBaHWE He NO3BosIA-
€T KONMMYECTBEHHO OLIEHMBATb A0S0 MYTAHTHOr O annens
B obpasue [11, 12].

MccneposaHne CcBO60AHO LMPKYMPYIOWMX
onyxonesbix HK B geTckon HempooHkonorum. He-
CMOTPSA Ha 0BunMe faHHbIX O BbIABMEHWUM U UAEHTUK-
Kauun B kayecTBe BMOMOrnyecknx MapkepoB CBOBOLHO
umpkynmpylomx onyxonesbix HK u PHK npu pasnnu-
HbIX 3110KAUYECTBEHHbIX OMYXOSISAX «B3POCIIbIX»> TUMOB, UX
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PucyHok

MeTop undpposoit kanenbHon MLP ans aHanusa cBo6oaHO LMPKY-
nupylowent [1HK, BbiaeneHHo 13 nnasmbl nauneHToB ¢ anddys-
HOM rrMoMoit cTeona (MyTauma K27M)
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OMarHoCTUYeCKMiA noTeHuman npu onyxonsx LIHC y ge-
Tel 0CTaeTCs OTHOCUTESIbHO Masfion3dyyeHHow obnacTbio
[13-18]. HepaBHee uccnenosaHue Saratsis et al. npo-
AEMOHCTPMPOBAno BO3MOXHOCTb BbIABMEHWS MyTaLWK B
reHe H3F3A (ructoH 3) H3K27M B uepebpocnuHarsbHoi
KMIOKOCTM 60MbHbIX AMAY3HbIMK FMOMaMKU CTBONa
rofioBHoro mosra [11]. PasBuTMe MeTofa MULKOCTHbIX
Buoncuin npu onyxonsix LIHC obecneunT nposepeHue
OMarHOCTVKMU C MUHMManbHbIMW BMeLLaTeNnbCTBaMU Unn
coBceM De3 HMX 3a CYET NCMOSIb30BaHMSA Na3Mbl KPOBM
WM MOYM B KauyeCTBe XMOKMX Cpef, a TakKe pacLuu-
PEHWEe CMEKTPa BbISBMAEMbIX MyTauui nyTemM addek-
TUBHOMO MYNbTUMNIEKCUPOBAHNS ¥ COBEPLUEHCTBOBAHMS
TexHonorun ddPCR c uenbio BbisiBfieHUS OpaniBepHbIX
MyTaLUWi ¥ NOTeHUMamnbHbIX MULLEHeW O TapreTHoro
BosmencTeua [19]. CobcTBeHHble HeonybrMKoBaHHbIe
LaHHble [OKa3sbiBalOT 3(PGEKTUBHOCTL ONpPefeneHns
MyTaHTHOro BapuaHTa reHa H3FA3 Kak B nnasme Kpo-
BM, TaK M B LepebpoCnMHanbHON }UOKOCTY NMaLMeHTOB
c mmdbdpysHbiMM rnMoMamu cteona (puc.). Mpu 3ToM
KOHLeHTpaums onyxonesoi [HK (Hecyluei MyTaHTHbIA
annenb reHa) B IMKBope Bbinia MHOMOKPATHO BblLLe, YeM
B Mia3Me, 0fjHaKo ee 0bHapyXeHVe B JOCTAaTOYHOM KO-
nnyecTBe B NepudIepUYECcKon LMPKYNSALMM AOKa3biBaeT
BO3MOXHOCTb NMPOHUKHOBEHWS MOMEKyN onyxoneBon HK
yepes reMaToaHLUedanmueckunini bapbep 1 BO3MOKHOCTb
MCMOJIb30BaHWS KPOBW [N MOHUTOPUHIA OMyXomnu, Lo-
BrBasCb MeHbLUel MHBA3MBHOCTU NPOLLEAYpbI.

TepaHOCTUYECKUN MOTEHUMAN XXUAKOCTHBIX
6uoncuin. TepaHocTuka — Mosopast obnacTb Megu-
LMHbI, KOTOpas nofpasyMeBaeT Kak nposefeHne aua-
FHOCTUYECKMX WMCCIEedOoBaHWUi, Tak M OCYLIECTBIIeHWe
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TepaneBTUYECKNX MHTEPBEHLMI Ha efMHON MEeTO[O0/10-
rnueckoit nnatcpopme [20-22]. MupkocTHas Buoncus
B AHHOM KJ1l0Ye MOMET pacCMaTpMBaTbCH Kak OCHOBa
0S5 NePCOHNULMPOBAHHOMO JIEYEHUSA Y OLHOBPEMEH-
HO Kak BbICOKOUYYBCTBUTESbHbIA WHCTPYMEHT paHHen
OMarHOCTUKM peLuanBa, NPOrPeccHmn Onyxonu Unu mus-
MeHeHus ee BMoONornyecknx CcBOMCTB. TakuM obpasom,
OaHHasi TEXHONOr st OTKPbIBAET NEPCMEKTUBbI Pa3BUTUS
TEPaHOCTMKM B AETCKON OHKOMOrMn. Takoi Noaxon Mo-
ET BbITb MNOME3€eH y NaLMEHTOB CO CPeLUHHBIMU FNINO0-
MaMu UK OMyXOSIAiMK CTBOMA FONTIOBHOrO MO3ra, Koraa
XVPYPrus COMPSKEHA C BbICOKUM PUCKOM U PYTUHHO He
npuMeHsieTcs, unu y 6onbHbIX C arpecCuBHbIMK 3MBpU-
OHanbHbIMW OMYXOSIIMK, KOTAa BEePOSiTHOCTb Pa3BUTUS
peunanBa BbICOKa U paHHee ero obHapysKeHune MpwH-
LMIManbHoO BaskHO. BeposTHo, B ByayLlemM npumeHeHne
MKMOKOCTHOW Broncuu ¢ Lenbio AMarHoCTUKM peLvanBa
WM NPOrpeccum OMyxonu No3BONUT NPEOAONETh Orpa-
HuueHust Mmetoga MPT v nonyyaTb BbICTPYIO U TOYHYIO
MHPOPMaLMIO O COCTOSIHUM OMYXOMN C MUHWUMAIbHBIMU
3aTpaTamu.

3AKJTIOYEHUE

HapesHasa gmarHocTvka, adppeKTviBHas Tepamms v
MOHUTOPUHI OTBeTa OMyXONX Ha MPOBOAMMOE fleveHune
— KIloYeBble cocTaBnsoLme ycnexa B bopbbe ¢ ony-
xongmu LUHC y peteir. CoBpeMeHHble obLLENpUHATLIE
OMarHocTMYeckne MeTodbl — OTKpbITas Buoncusa n MPT
— UMEIOT PsIA OrpPaHWUYEHUI, KOTOpPbIE OMKTYIOT Heobxo-
OMMOCTb COBEpLUEHCTBOBaHWSA MOAXOA0B K W3YYEHWIo
onyxonu. OaMH M3 BO3MOMHbIX MyTEN — XMAKOCTHas
Buoncua — MHoroobellatoLLee HanpaseHne, KoTopoe
NO3BOSIAET AOCTOBEPHO OLLEHUTL BrOMoruio onyxonu, ee
OTBET Ha NPOBOAVMbIE BMELLATENbCTBA, a TaKKe BOBpe-
MS BbIIBUTb Pas3BUTWE peuuanBa wnv nporpeccuu. Mebl
npennonaraeM, YTo AaHHasA TEXHOMOrMst [OMKHa CTaTb
PYTVHHOW B BETCKOM OHKOOT WM.

UCTOYHUK PUHAHCUPOBAHUSA
He yka3saH.

KOH®JTUKT UHTEPECOB
ABTOpbl CTaTbi MOATBEPAMNM OTCYTCTBME KOH(DIIMKTA WHTEPEcos,
0 KOTOPOM HeobXoarMOo COOBLLNTD.
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