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[NIMOMBI HU3KOM CTeneHun 3nokadecteeHHocTv (THC3) cTBOMa rofoBHOMO MO3ra SBMSIOTCA PEOKOW
HO30/I0rMYeCKo FPynMnon cpenn onyxosieit FrOfIOBHOMO Mo3ra y AeTeil. B bonbluMHCTBe cryyaes
pajukanbHoe yaaneHue onyxonein [aHHOM NoKanv3auuy HeBbINOMHMMO, MOCKOMbKY CBA3aHO C
BbICOKMM PUCKOM PasBUTUA NOCMEONepaLMOHHbIX HEBPOMOrMYECKUX OCNOXHEHWI. B HacTosLee
BPEMS OTCYTCTBYIOT eaWHble NOAXOAb! K BeEHUIO NaLIMEHTOB C HalIMYMeM OCTaTOYHOM OMyXonu CTBos1a
rOMoOBHOMO Mo3ra. KpoMe TOro, CyLLecTByIOLLME NPOTOKOSbI NeyeHns MHC3 He yunTbIBalOT MONEKyNsApHO-
reHeTnyeckne ocobeHHocTu onyxonu. B paHHoW cTaTbe onucaH crnyyan naumeHtkn ¢ N'HC3 cTBona
ronoBHOMO MO3ra nocre npoeefeHus buoncun. Bepndmkaums rucTonormyeckoro aMarHosa «nunouaHas
acTpouutoMa», obHapyeHue xuMepHoro TpaHckpunta KIAA1549-BRAF, aBnsioLwerocs Mapkepom
BnaronpuATHOro0 NMPOrHO3a, a Take OTCYTCTBME HEBPONOrnYeckoro aedmumta no3sonmno Bbibpatb
TaKTWKY AMHAMUYECKOT 0 HabnioAeHUs, HECMOTPSA Ha 3HaUMTeNbHbIN 06beM onyxonu. Y pebeHka B TeueHve
ANUTENIbHOrO BPEMEHU, MO AaHHbIM HEepoBM3yanu3auumn, coxpaHaeTcs cTabunmusaums 3abonesaHus.
PognTenu panu cornacue Ha vcnonb3oBaHue nHdoOpMaumuu, B TOM uucne cpotorpacpuii pebeHka, B
HayYHbIX MCCMNENOBaHUAX U MyBnMKaumsx.

KnioueBble cnoBa: r/iMomMa HU3KOM CTENeH 3510Ka4eCTBEHHOCTH, OMyXO0/lb CTBOJIA OSI0BHOO MO3ra,
nronaHas acTpounToma, xumepHbivi TpaHckpunt KIAA1549-BRAF
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A case report of pilocytic astrocytoma of the brainstem

A.A. Merishavyan, L.I. Papusha, E.F. Valiakhmetova, A.E. Druy, L.A. Yasko, V.V Brilliantova, A.V. Artyomov,
A.l. Karachunsky

Dmitry Rogachev National Medical Research Center of Pediatric Hematology, Oncology and Immunology of Ministry of Healthcare
of the Russian Federation, Moscow

Low-grade gliomas (LGGs) of the brainstem are a rare nosological group among brain tumours in children. In most cases, radical
resection of the tumours localized in the brainstem is impossible due to the high risk of postoperative neurological complications.
Presently, there are no uniform approaches to the management of patients with residual tumours of the brainstem; furthermore,
current LGG treatment protocols disregard molecular and genetic features of the tumour. In our article we describe the case of
the patient with LGG of the brainstem after the performed biopsy. Despite the large volume of the tumour, we decided to follow
the patient over time due to the following factors: verification of the “pilocytic astrocytoma” histological diagnosis, detection
of the KIAA1549-BRAF chimeric transcript (a marker of a favourable prognosis), as well as the absence of neurological deficit.
According to the neuroimaging data, the child has stable disease for a long period of time. The patients' parents gave their
consent to the use of their child's data, including photographs, for research purposes and in publications.
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MyXonu CTBOMa rOfI0BHOMO MO3ra COCTaBMsAOT

15% cpenn Bcex HOBOODOPa30BaHWI rONOBHOMO

Mosra y aeteit [1]. Ua Hux 20% siBnsawoTcsa ravo-
MaMM HU3KOM CTeneHu anokayecteeHHocTn (THC3). B 65%
cnyvaes ructonorndyeckun MHC3 npeacTtasnexsl nuno-
uoHoit actpoumtomoit (MA) [2]. PapukanbHas pesekums,
KaK npaBuo, No3BOSIsieT AOCTUYb JTOKaNbHOMO U CUCTEM-
HOFO KOHTPONA Haf OaHHbIMU OMyXOfIIMU, €Cfn 3TO

MO3BOJIAET UX TOKanu3aums. [pun rmmoMax cTBOMa ronoBs-
HOro Mo3ra 13-3a riyboKoro pacnosioXeHNs 1 Hepeako
amdbhy3HOro xapakTepa pocTa paamKarbHylo pes3ekLmio
yLaeTCs BbINOMHUTL He BCerpa. TakTWKa BeAeHus naum-
EHTOB C HepapguKanbHo yaaneHHsiMm HC3 cTBona ronos-
HOro MO3ra B HaCTOSLLee BpeMs YETKO He OnpeaeneHa.
BaxHbiM 3BeHOM oHkoreHesa npu [MA asnsdetcs
aKTMBaLMA curHanbHoro nytu MAPK/ERK. MA y peTeit
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B 70—80% crnyuyaeB xapaKTepuaylTCs HaNIMUMEM XUMEpP-
Horo reHa KIAA1549-BRAF [3-5].

KNUHUYECKUI CNYYAN

Pooutenu panu cornacue Ha MUcCrnofb3oBaHue
nHcpopmMaumu, B TOM uncne dotorpaduin pebexka, B
HaYYHbIX UCCefoBaHUsX U Nybrukaumsx.

AHaMHe3s, obcnenoBaHue, Xupypruueckoe fneyeHume

[esouka, 5 neT. Bnepsbie pooutenu obpatnnu
BHMMaHWE Ha BbIHYXKOEHHbIW HAKIIOH FOS0Bbl B 4-NTETHEM
Bo3pacTe. CnycTs nonrofa ctanun 0TMeYaTbCs Nepuoan-
yeckne obMopoku. Npn MarHUTHO-PE30HAHCHON TOMO-
rpacoum (MPT) ronoBHOro Mo3ra BbiSIBIieHa OMyXOJfib
C OTHOCWUTENbHO YETKMMU KOHTypaMmu, pacnofaraio-
LLAsACA B HWXKHMX OTAENax MPaBOv HOKKM MO3XKEYKa 1 B
MpaBbIX OTAENax CTBOJMIa rOfIOBHOrO MO3ra, pasmMepamu
28 x 27 x 34 mMm. Mo MPT-xapaKTepucTvKaM 3T0 rmno-
WHTEHCMBHasA Ha T1-B3BeLUEHHbIX M30BpaeHnsax u
rMNepUHTEHCMBHAA Ha T2-B3BELUEHHbIX M306pakeHnsax
onyxonb, 6e3 nNpusHakoB orpaHuyeHus auddysuu,
aKTUBHO M PaBHOMEPHO HaKamnvBaloLwas KOHTPacTHoOe
BELLECTBO, C HaNMuMeM KUCTO3HOIrO KOMMOHEHTa, C
HE3HaUNTENMbHO BbIPAXKEHHBIM NepUOKabHbIM OTEKOM
(pucyHox A). [laHHble BU3yanu3aLmm No3sosIuv Npeano-
noxuTb MHC3. Mo paHHbIM NpoBefeHHo MPT cnvHHoro

PucyHok

MO3ra NpWU3HaKOB METAacTaTUUYEeCKOro nopaxeHns obHa-
PYXeHO He Bbino.

Oesouka noctynuna 8 HMUL, AFON um. OMutpus
Porauesa B cheBpane 2018 r. yepes rog oT Hayana 3abo-
nesaHus. [py KNMHUYECKOM UCCNEROBaHNN BbISBIIEHbI
ferkas MO3:Ke4ykoBasi CUMNTOMAaTHKa B BuAe Hebonb-
LIOr0 HapyLEeHUs KOOpPAMHaUMKU crnpaBa, HeyCcTonuu-
BOCTM B no3e Pombepra v cTBONOBas CUMNTOMATHKA,
NPOSBMAIOLLAACA FOPU30HTaNbHbIM HUCTarMoM. lNpose-
neHa onepauus — bBuoncus obpasoBaHua cTBONA
rOJI0BHOMO MO3ra. Mcnonb3oBancs CTaHaapTHbIN PeTpo-
curmoBupHbi keyhole-pocTyn cnpaBa. B kauecTtse
BesonacHoit 30HbI JOCTYNa B CTBOM FOMIOBHOrO MO3ra
BblbpaH MPOMEXYTOK MexAy BbIXOLOM KOpeLukoB V u
VIl HepBoB cnpaBa. B nocneonepauvoHHOM nepuope
HEBPOSOrMYECKUX OCITOMHEHUI He 0TMeYanoch. KnuHu-
yeckui ctaTyc pebeHka ocTaBancs ctabunbHbIM. HeBpo-
NOrnYecKuii ctatyc cnycTs 24 mec nocrne onepauuu
ocTaeTcsi CTabWMbHbBIM, COXPaHAITCHA yMepeHHas
MO3KeUKOBas CUMMNTOMATMKA W TOPU3OHTaSIbHbLIN
HUCTarM.

NaHHble naToMopconormyeckoro n Monekynsp-
HO-reHeTUYECKOro UccreaoBaHuii

Mpn FMCTONOrMYECKOM MCCNEAOBaHUN BbISIBIEHDI
oparMeHTbl TKaHW onyxonu, cchopMMPOBAHHOM OTPOCT-
YaTbIMU U BbITAHYTHIMU KIETKaMU C KPYribIMK 1 OBasb-

MPT, T2-B3BelLeHHble M30bpaxkeHus: A — 1o onepauuu: HafMume OMyXosu NMPaBoi MOJIOBUHBI CTBOSA FOJIOBHO-
ro mosra; b — cnycts 22 Mmec nocne onepauunu, onyxonb 6e3 AUHaMUKM

Figure
Magnetic resonance imaging, T2-weighed images: A — prior to the operation: showing the tumour of the right half of
the brainstem; b — 22 months after the operation, the tumour shows no changes
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KIIWHUYECKWUE HABNNIOAEHUA

HbIMW sigpaMu. B TkaHW OoMyxo/iM OTMEYeHbl 0YaroBble
CKOMMEHUS 303MHOCUNbHBIX FPaHYMApPHbIX Tenewy M
BOJIOKOH Po3eHTana. Kanunnapbl ¢ rnoMepynongHon
TpaHcdopmaumen. Ouarn Hekposa U MUTOTMUYECKas
aKTVBHOCTb B Mpefenax UCCnefoBaHHOro MaTepuana He
0bHapyeHbl.

lMpoBeneHo MMMYHOIFMCTOXMMUYECKOE UCCIEAo-
BaHue ¢ aHTuTenamm k GFAP, NF, S100, synaptophysin,
chromogranin A, EMA, CD34, Ki-67, MyelinBP, NeuN.
B Tkanu onyxonwu BbisiBneHa akcnpeccus GFAP n S100,
akcnpeccusa CD34 npocneskuBaeTcs TONMbKO B SHAOTENUM
cocynoB. lponudepatmuBHaa akTUBHOCTb No Ki-67 B
TKaHu onyxonu okono 2%. Mopchonoruueckas KapTuHa
cooTBeTcTByeT A, WHO grade |.

Mo paHHbIM MOJIEKYNSAPHO-TEHETUYECKOr0 Ucche-
nosanua [JHK us TkaHu onyxonu He 6bin10 0BHapyKeHo
myTauui H3F3A K28M n BRAF V60CE. MNpu nccnepo-
BaHWUM 3KCMPECCUMN XMMEPHbIX FTEHOB METO[OM Konnye-
CTBEHHOW MOIMMepasHoW LEeMHOW peakuum ¢ obpaTHoM
TPaHCKpUNuuen Obin BbIBNEH XUMEPHbIA TPAHCKPUMT
KIAA1549-BRAF (3K30H 16 — 3K30H 9).

Mo paHHbIM nocneonepaunoHHoin MPT ronosHoro
MO3ra Omyxofib, pacnonaraioLancs B HKHUX OTAeNax
MPaBOM HOXKM MO3KEYKa W B MpaBbix OTAeNax CTBOJA
FOSTOBHOIO MO3ra, COXPaHAETCA B LESIOM MPEXHUX
pa3MepoB. B npaBbix oToenax nossuncsa nocneonepa-
LIMOHHbIV gedheKT.

Ha ocHoBaHWM NpoBefeHHbIX UccnenoBaHuii pebeHky
ycTaHoBneH guarHos: 1A npaBbix OTAENOB MOCTa,
MPOAOJIrOBATOr0 MO3ra M MPaBOM HOMKM MO3XEeuKa,
cTapua R+MO.

NanbHeiwasn Tepanus

C y4eTOM pacrosnoeHNs Onyxosu, ee rucTonormye-
CKOr0 BapuaHTa, OTCYTCTBMA HeBNaronpusTHbIX MOMNeKy-
NSAPHO-reHeTMYecKnx Mapkepos (H3F3A K28M u BRAF
V600E) v oTpuuaTenbHoi AMHAMUKK B HEBPOMOruYe-
CKOM cTaTyce cneundmyeckas Tepanvsi NauneHTKe He
nposopunack. bonbHas B TeueHne 25 Mec HaxoamTCA Ha
AMHaMWYECKOM HabslogeHnn ¢ NepuoanyecKnM Bbinos-
HeHneM MPT (1 pa3 B 3 Mec). KnuHuKo-peHTreHoso-
rMyeckas KapTMHa CBUAETENbCTBYET 0 cTabunusauum
6onesHu (pucyHok B). B cnyyae nporpeccuu 3abone-
BaHWA B KAYeCTBe MepBOM IMHUM TepanuM nnaHupyeTcs
XMMUOTepanus B pexMMe KapbonnaTuH + BUHKPUCTUH MO
npotokony SIOP LGG 2004. YuuTbiBas Hannuve y nauu-
EHTKM XxuMepHoro TpaHckpunTta KIAA1549-BRAF, npwn
HeapPEKTUBHOCTU XuMHnoTepanum byneT 060CHOBaHHbIM
HasHauyeHue TapreTHoi Tepanun MEK-uHrnbutopom.

OBCYXOAEHUE PE3YJIbTATOB UCCJIENOBAHUA

Onyxonu cTBOMa rOfOBHOFO MO3ra — MaTosnorus
MPevMyLLIeCTBEHHO AETCKOro Bo3pacTa. [IMarHocTvka
HOBOODpPa3oBaHWil CTBOMA FOMOBHOMO MO3ra OCHOBbI-

BaeTCA Ha pe3ynbTaTax HeBPONIOrMYECKOr0 OCMOTpa U
MPT-uccnefnoBanus ¢ KOHTpacTHbIM ycuneHuem. pu
MPT MOHO onpenennTb OTrPaHUYEHHOCTb OMyX0nu OT
MO3rOBbIX CTPYKTYpP, €e TOuYHylo Tonorpaduio 1 npea-
MONOMMUTb FMCTONOrNYECKYIO NPUHAASIENKHOCTL. HoBO-
0bpa3oBaHus CTBOSA rOIOBHOIO MO3ra, KoTopble Ha MPT
BbIFIAAAT Kak AMdddyaHble (C HeUeTKUMU KOHTYpamu), —
3T0 B OCHOBHOM OMyXOflM MOCTa MO3ra, uMeipLlme
rMCTONOrMYeckKoe CTpoeHne actpountoM |-V cteneHu
3nokavyectBeHHocT. Ha MPT oTtMmeualoTca pedop-
Mauua CTBONA, Yalle MOCTa, MOHWKEeHWEe UK Heop-
HOPOMHOE M3MeHEeHWe MarHWTHO-pe3oHaHcHoro (MP)
curHana Ha T1-B3BeLLeHHbIX M3006paskeHNsIX, MOBbILLEHNE
MP-curHana Ha T2-B3BelLeHHbIX M30bpasxeHusx. Ha
NepBbIX 3Tanax KOHTPACTHOE YCUIEHWE MOMET OTCYT-
CTBOBaTb, CO BPEMEHeM OHO nossnseTca y bonbluen
yacTun BonbHbix [6]. Onyxonu cTBona Mosra, uMeioLLve
MPT-KapTWHY OTrpaHNUUYEHHbIX (C YUETKUMU KOHTYpamu), —
310 npeumyliecTseHHo A (85%). Mo paHHbIM MPT
MPOCIEKMBAETCA OCTATOYHO YETKas rpaHuLa 30HbI NMOHM-
seHus (Ha T1-B3BeLLeHHbIX M30BPaKEHMsX) W NOBbILLEHUS
(Ha T2-B3BelueHHbIX M306paxeHnsx u FLAIR) MP-cur-
Hafa no CPaBHEHMIO C OKPY’KAlOLLIMM MO3rOBbIM BelLe-
CTBOM. BapuaHTbl HakoMneHna KOHTPaCcTHOro npenapara
pa3fuuHbl: OT OTCYTCTBUSA TaKOBOO A0 PABHOMEPHOrO
pacnpegnenieHuns ero no BceMy obbeMy onyxonu. Y Hallen
nauneHTkn no MPT-xapakTepuctukam bbina oTrpaHun-
YeHHas OMyxofib, FMMNOMHTEHCHMBHAA Ha T1-B3BELUEHHbIX
n306paeHNsIX U TMNEPUHTEHCUBHASA Ha T2-B3BELLEHHbIX
1306paeHMsX, XOPOLLO U PaBHOMEPHO HakamnnmBaloLas
KOHTpacTHOe BELLEeCTBO, C HalIMYMEM KUCTO3HOMO KOMIMO-
HEHTa, YTo No3BoNMNO npeanonoxuTs MHC3.

[lo pa3BUTUA XMPYPrUUYeCKNX TeXHomorui (Henpo-
(PU3MONOrUYECKUA MOHUTOPUHT) MpoBeaeHWe onepaumit
Ha CTBOJIE FOMIOBHOro Mosra, gaxe buoncwun, bbino
NMPaKTUYEeCKN HeBO3MOXHO. OCHOBHbLIM MOAXOAOM K
Tepanuu nauueHToB ¢ o0bbeMHbIMM oBpa3oBaHUAMHU
CTBONA rOMOBHOMO MO3ra, Hesasucumo ot MP-xapak-
TEPUCTMK ONyxonu, sBnsnack nyyeeas Tepanus [7].
MepBble nybnukauum ob ynaneHun onyxonen u npose-
AeHun Buoncum CTBONA rOSIOBHOIO MO3ra MOSBUIIMCH
B 1986 . [8].

N3-3a rnybokoro pacnonosKeHus v Hanuuua
CTPYKTYP, NOBPEXAEHNE KOTOPbIX MOMET MPUBECTU K
HeBPOJIOrMYyeckoMy feduumnTy unm ero ycyrybnetuio,
BbIMOSIHEHWE pPafMKanbHOW pes3eKUMn onyxonemn cTeosa
rOMOBHOIO MO3ra He BCerga BO3MOXHO. OfHMM u3
rnaBHbIX haKTOpOB, onpefensiowmnx 06beM peseKLum,
ABMNAETCH KIIMHWYECKUIA CTaTyC nauueHTa. [pu MUHK-
MasibHOM HEBPOJIOMMYECKOM AehuumnTe Unm ero NosiHOM
OTCYTCTBWUM MeTonOM Bbibopa fBnseTca buoncusa nmbo
yacTu4YHas pesekumna. B Hawem cnydae npu nnaHupo-
BaHMM ob6beMa onepaTMBHOro BMeluaTenbcTBa Bbino
PEeLLEHO OrpaHnuMTbea Broncuen, NOCKomMbKY y pebeHka
oTCyTCTBOBana rpybasi HeBponornyeckasa cMMnToMa-
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TUKA, a NPU Pafy1KanbHOM/JacTUUHOM Pe3eKLmMmM onyxosu
CTBOJ1a FOJIOBHOIO MO3ra PUCK pasBUTWS HEBPOSornye-
cKkoro peduumta B Buae bynbbapHoM cMMNTOMaTUKK
W OBUraTenbHbIX HapyLLUEHUn KpaiHe BbiCOoK (no 46%
npoTue 4% npu 6roncuu) [9]. Y Hawlei naumeHTKM noss-
NEHMS1 HEBPOSOrMYECKoro aedpuumnTa nocne onepawmm
HE OTMEYEHO.

Ha cerogHsiLLHKUIM feHb BbIBOp CTpaTerum neyeHms
petent ¢ NHC3 ocHoBbIBaeTcs Ha paAMKanbHOCTM
pesekuun. Ecnu BbiNONHEHO paauKkanbHoe yaaneHue
ONyXxofi, TO MauMeHT B OaNlbHEWLLIEM HaxoAMTCA Ha
LOMHaMuuyeckoM Habniopnenun. Korna HoBoobpa3soBaHue
yOaneHo HepagvKkasbHO, TO MPW HaMMYMM OCTaTOYHOM
onyxofim HebosbLLMX pa3MeEPOB ¥ MUHUMANbHOM HEBPO-
nornyeckom pedpmumTe aMHaMmMyeckoe HabriofgeHue ¢
TwartenbHbIM MPT-KOHTpONEM ABNAETCS ONTUMarbHbIM
nogxonoM. YeTKux pekoMeHpauuin onsi NauueHToB C
THC3 cTBONa ronoBHOro Mo3ra B Cllyyae Hanuuus
BOSbLION OCTAaTOUHOM OMYXOMN /UMK TAKENbIM HEBPO-
NOrMYECKMM LeOULNTOM HE CYLLECTBYET.

CornacHo HefaBHO OMybrMKOBaHHBIM JaHHbIM Kpyn-
HeMLLIero MynbTULEHTPOBOI0 NPOCMEKTUBHOMO UCCIERo-
BaHusa SIOP-LGG 2004, B koTopoe Bownun 116 pgeteri ¢
MHC3 cTBONA ronoBHOro Mo3ra, 6onee NONOBUHLI NaLm-
eHTOoB (N = 59) BbINK TOMBKO Ha AUHAMWYECKOM Habslio-
LEeHUM 1 He NONyYanu HUKaKoro afbloBaHTHOIO fleYeHns
nocne YaCTUYHOW pesekuun uau buoncum onyxomnu,
57 (49%) GonbHbIM noTpeboBanoch HasHauyeHue
My4YeBON UM xuMmnoTepanuu. BeinonHeHne pagukanbHoi
PE3eKUMK OMyXONn MPUBOAMIIO K Pa3BUTUIO TSKENbIX
MOCTONEePaLMOHHBIX HEBPOSTOrMYECKMX OCMOMHEHUM, HO
He BNWANIO Ha nokasaTenu obuei eoiusaemocTty [10].
PeTpocnekTnBHOE UCCeRoBaHWe, NpoBeLEHHOE B FOCMN-
Tane St. Jude (CLLA), nponeMoHCTpMUpOBasio BbiCOKMe
nokasaTenu BbiuBaeMoctun y 25 peten ¢ N'HC3 ctBona
ronoBHOro Mosra. Pesekuusi onyxonu bbina npoeefeHa
19 naumeHTaM, U3 HUX 14 He nonyyanu agbOBaHTHOE
neyeHue, 5 Bbina BbIMOMHEHA XMMWUOTepanus Npu peum-
omee (y Bcex Obln OTMEUYEeH YaCTWUYHbIA WUMK MOSHbIN
oTeeT). [leCcATUNETHAS BbIXKMBaEMOCTb 6e3 nporpeccupo-
BaHusi coctaBuna 71%, a obwas BbixmBaemoctb — 100%
[11]. TakuM oBpasom, Boree NOMOBMHLI BCEX MaLMEHTOB
¢ MHC3 cTBONa rofsioBHOro Mosra MosHoO besonacHo
HabniopaTtb, B TO BPEMS Kak afblOBaHTHOE JleyeHue
MPW NPOrpeccum MosKeT KOHTPONMPoBaTh 3aboneBaHue.
BnaronpusaTHbIM Ucxop B rpynne afbloBaHTHON Tepanuu
¢ 5-neTHen obLen BbikMBaeMocTbio 89% nocne xuMmno-
Tepanuu 1 94% nocne ny4yeBol Tepanuu NoOgYepKMBaEeT
LilenecoobpasHoCTb aaHHoi cTpaterum [10].

B HacTosiLLEee BpeMs LONOSTHUTESNbHBIMU haKTopaMu,
onpegensioLLMMmN NPOrHO3 U TAKTUKY BeLeHUsA NaLMeHTOB
¢ MHC3 cTBONA rofioBHOrO MoO3ra, SABASIOTCSA MOJIEKY-
NAPHO-TeHeTMYeCcKMe Mapkepbl onyxonu. Haunbonee
YyacTow reHeTuyeckon Haxopkon npu MTHC3 y petew, B
YyacTHOCTM npu T1A, ABNSETCA XMMEPHbIA TPAHCKPUMT

Bornpock! reMaTonorin/OHKONOM M 1 MMMYHONATOMOM VM B NeanaTpim
2020 | Tom 19 | Ne 4 | 120-124

KIAA1549-BRAF [3]. CornacHo maHHbiM J. Holzapfel
M COaBT., XMMepHbIN TpaHCcKpunT KIAA1549-BRAF Bbin
oBHapyxeH y 5 (29%) n3 17 npoTtectpoBaHHbix THC3
CTBOJSIa FOIOBHOMO MO3ra, reTeposnroTHbie MyTaLun B
reHe H3F3A c 3aMeHON NMM3NHA Ha METUOHUH B MONO-
sweHun 28 (K28M) Bbisienensbl B 2 (11,8%) crnyyasx, B
reHe BRAF (V600E) — B 1 (6%) cnyuae [10]. MyTauus
V600E B reHe BRAF, cornacHo faHHbIM Apyroro uccne-
poBanus, npy M'HC3 cTBONa rofoBHOro Mo3ra BCTpeva-
etcs B 15% criyuyaes [4]. Bbix1BaeMOCTb NaLMEHTOB C
MHC3 3aBucuT OT reHeTnyecknx abeppauui. Tak, npu
HanuMuun xumepHoro TpaHckpunta KIAA1549-BRAF
MOKa3aTenu BbIXKMBAEMOCTU BbILLE, YEM Y MALIMEHTOB C
myTaumen V600E B rene BRAF. KpoMe Toro, bb1510 noka-
3aHo, YTo Hannuune myTtaumni BRAF V600OE n H3F3A K28M
ABNAeTCA (pakTOpoOM pucka TpaHchopMaLummn onyxonu B
FNIMOMY BbICOKOM CTemneHu 3nokadyecTeeHHocTv [12-14].
Y naumentoB ¢ MHC3, y KoTopbIx He bbino oTBeTa Ha
CTaHOapTHYIO Tepanuio, MpX HasiMuynnM COOTBETCTBYIOLLIEN
reHeTuyeckon abeppaumnu oueHb 3hheKTMBHa Tepanus
Kak MEK-uHrnéutopamu (TpaMetnHunb, cenymetnHmne),
Tak M BRAF-uHrnéutopamu (nabpadpeqnb, semypa-
dhenmb) [3, 15-17]. B yactHocTw, F. Del Bufalo u coaer.
MPOAEMOHCTPUPOBANM YCMELLHbINA OMbIT UCMOMb30BaHUA
BeMypadheHuba y petenn ¢ NHC3 cpenuHHol nokanu-
3auuu, B TOM YucCrie B CTBOJIE MOSIOBHOMO MO3ra: Mpogos-
roBaToM, CPefHEM MO3re, U LEePBUKO-MenynnApHON
nokanusauuu [18].

HecMoTps Ha BO3MOXHbIE PUCKM, CBA3AHHbIE C
onepauuen, ONs BCEX ONyXONew CPenuMHHOW NoKanu-
3auMM pekoMeHLyeTCs npoBefeHne Buoncum B Lenax
FMCTOSIONMYEeCKON BepuuKaumMm anarHosa v BbIMos-
HEHWE MOMEKYNSAPHO-TEHETUYECKUX UCCMENOBAHUI, TaK
Kak MoslyYeHHble [aHHble MOTYT CYKUTb OCHOBOW ASIA
onpefeneHns TakTUKKN NleYeHns naumeHTa u paclun-
pUTb TEpaneBTUYECKME OMUMK, a TakKKe NpeackasaTb
BO3MOXHOE pa3BuTWe TpaHcdopMauun onyxonu u3
HW3KOM B BbICOKYIO CTEMEHb 31I0KaYECTBEHHOCTY.

OTcyTCcTBME Yy Hallen MaLMEHTKU MaTOreHHbIX
MyTauuin BRAF V600E n H3F3A K28M, asnatowmxcs
MapkepaMu HebnaronpuMATHOrO MPOrHO3a, a TaKXe
HEBPOJIOrMYECKOro aedpmumTa No3Bonnio HaM BbibpaTtb
TaKTUKY OMHAMWUYECKOro HabiofeHWs fasxe C y4eToM
HanMuua BoMbLLIOKM OCTATOYHON OMYXOSK.

3AKITIOYEHUE

MauneHTaM C onyxonbio CTBOMA FOMIOBHOMO MO3ra
npu nopo3peHun Ha THC3 HeobxoomMmo mpoBepeHue
Broncum/pesekumn B Lensx BepudpukaLmm amarHosa u
onpeaeneHnst MoneKynsapHO-reHeTUYeCKnx ocobeHHo-
cTen HoBoobpasoBaHuA. [1pn OTCYTCTBUM BblpasKEHHOW
HEBPOOrMYEeCKOM CUMNTOMATUKMN, PEHTIEHOMOrMYECKMX
MpM3HaKOB Nporpeccur HoBoobpasosaHusi, Hebnaronpu-
ATHBIX MOJEKYNIAPHO-BMONIOrMYECKMX MapKepOB OMyXOny
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NauMeHTaM MOMET NPOBOAUTLCS AMHaMUUYecKoe Habsio-
penue. [pu HanMumMM COOTBETCTBYIOLLEN MEHETUYECKOM
abeppaumnn npu nporpeccun 3abonesaHns MOXeT BbITb
paccMOTpeHa TapreTHasi Tepanus B kKauecTBe AOMONHU-

TenbHOW TepaneBTUYECKON OMNLUuM.

He ykasaH.

KOH®JIUKT MHTEPECOB
ABTOpbI CTaTbW MOATBEPAUNM OTCYTCTBME KOHC(DNIMKTA WHTEPECOB, O

KJIMHUYECKWUE HABJIOOAEHUA

UCTOYHUK ®UHAHCUPOBAHUA

KOTOPOM HeobxoanMo CoobLLUNTb.
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