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A.H. Kucnsikos, A.B. TapakaHosa, A.E. [lpyi, [1.M. KoHoBanos

®IBY «HaumoHanbHbIi MeaULMHCKWI NCCIIER0BATEbCKMI LIEHTP AETCKOM reMaTosiornm, OHKOIormm
1 uMMyHosiorum uM. [imntpus Porayesa» Munsapasa Poccumn, Mocksa

B 2022 r. onyxonb LeHTpanbHoi HepsHoi cucTeMbl (LIHC) ¢ BHyTpeHHel TaHneMHOM aynnvkaumei
BCOR (BCOR ITD) Bowwra B 5-e nanaque Knaccudomkaummn BceMmpHoii opraHv3aumm 3paBooXpaHeHust
onyxonew LUHC B pa3snen «3MbpuroHansHble onyxonu LLHC». Beinenexne naHHoM 0nyxonu Kak OTAeNbHOM
Ho3050rnyeckon opMbl CTano BO3MOXHbIM Briarofaps onpepeneHunio XxapakTepHoro npodumns
meTunmposaHua [IHK 1 Hannumio nosTopsioLLencs reHeTuyeckomn abeppaumnn — BCORITD. B 6onblumHcTBE
Cny4aeB OMyxofib BO3HWKAET y AeTen MnaaLle 5 neT ¢ nokanvu3aumnen B NoyLLapUaX MO3XeYKa um
rOfOBHOMO MO3ra. Beuay penko BCTpe4YaeMoCTH M OTHOCUTENbHO HELABHErO BbIAENEHNSA KaK OTAENbHON
Ho3onoruyeckon chopMbl onyxosb LIHC ¢ BCOR ITD eLwe He Tak LUMPOKO M3BECTHA, YTO MOXKET NPUBOAUTb
K AMarHocTnyecknm owmnbkam. Hambonee yacTbiii BXOAALLMIA AMArHO3 NP HanpaBfIeHWW Ha NepecMoTp B
pedhepeHc-LEHTp — «aHansiacTuieckas/Knaccuyeckas Megynnobnactoma». Llenb HacTosLLen cTaTbm —
BblaeneHe n 060bLLEHNE XapaKTePHbIX KIMHUKO-MOPIONOrMYeCKUX 1 UMMYHODEHOTUNNYECKUX
ocobenHocTen onyxonu LUHC ¢ BCOR ITD Ha ocHoBaHuM 8 criyyaeB, MOATBEPXKAEHHbBIX MOSEKYNAPHO-
reHeTnyecku. Hactosiee nccnepgosanne ofobpeHo He3aBNCHMbIM ITUYECKMM KOMUTETOM 1 YTBEPXAEHO
peLueHnem yyeHoro coseta HMUL ONOW uMm. OmuTpua Porayesa.

KnioueBble cnoBa: 0ryxosib LEHTPasibHOM HEPBHOM CUCTEMbI C BHYTPEHHEN TaHBEMHOW AyninKaume
BCOR, BCOR ITD, aMbpuoHaribHbie 0nyxosm LeHTPaslbHON HEPBHOM CUCTEMbI
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Clinical and morphological features of central nervous system tumor
with BCOR internal tandem duplication
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A.V. Tarakanova, A.E. Druy, D.M. Konovalov
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In 2022, central nervous system (CNS) tumor with BCOR internal tandem duplication (BCOR ITD) was included in the fifth edition
of the World Health Organization Classification of Tumors of the CNS as part of the embryonal tumor group. The identification a
distinct DNA methylation profile and the presence of a recurrent genetic aberration — BCOR ITD — made it possible to recognize
these tumors as a separate entity. In most cases, these tumors occur in children under 5 years of age and are located in the
hemispheres of the cerebellum or brain. Since CNS tumor with BCOR ITD is a rare and relatively new tumor entity, it is not yet
widely known and can be misdiagnosed. The most common initial diagnosis in patients referred for a second opinion to our
reference center is anaplastic/classical medulloblastoma. In this article, we aimed to summarize the characteristic clinical,
morphological and immunophenotypic features of CNS tumors with BCOR ITD based on 8 clinical cases confirmed by molecular
genetic testing. The study was approved by the Independent Ethics Committee and the Scientific Council of the Dmitry Rogachev
National Medical Research Center of Pediatric Hematology, Oncology and Immunology.
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2016 r. onyxonb LeHTpanbHON HEPBHOM CUCTEMBI
(LUHC) ¢ BHyTpeHHeit TaHAeMHoOW Aynnvkaumei
(ITD) BCOR bbina BblgeneHa U3 rpynnbl Hecne-
LMdmumMpoBaHHbIX 3MBproHanbHbIx onyxonei LUHC Ha
OCHOBaHWWU XapaKTepHOro Npodouns MeTUNUPOBaHUS
OHK, a Takske BbIsBNeHWs NOBTOpAtOLLencs abeppaumm —
ITD B 3Kk30He 15 rena BCOR [1].
HecMoTps Ha HanMume MOEHTUYHOWN reHeTUYEeCKOM
anbTepauun B OMyXONAX APYrMX Nokanusaumin [2-8]
(cBeTnOKNETOUYHaA capKkoMa MOYKM, CapkoMa C anbTe-

paumeit BCOR MArkux TkaHeit u kocteit), onyxonb LIHC
c BCOR ITD B 2022 r. Bbina BKNIOYEHa B 5-e n3paHne
knaccudukauum BceMupHol opraHusaumm 3npaBoox-
paHeHus onyxonei LIHC B pasnen «3MbpuoHanbHble
onyxonu LIHC» Hapagy ¢ MegynnobnacTtomoi, atunu-
yeckoW TepaTtoupHo-pabpomaHon onyxonbio, aMbpu-
OHafIbHOW OMYyXOMbl0 C MHOMOCMOWHbIMWU PO3eTKaMM,
FOXR2-akTtnuBupoBaHHon Henpobnactomon LIHC u
op. [9]. U3 atoro cnenyert, uToO Ha CEroAHALIHWIA OeHb
LaHHYI0O OMyX0Jlb PacCMaTPUBAIOT B KOHTEKCTE HEWpo-
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anuTenuanbHbIXx HOBOOBpa30BaHUiA, TOrAa Kak B pasfen
«Me3eHx1MarnbHble, HEMEHUHIOTeNMarnbHble ONyXonu»
BOLLIMIa Apyras capkoMa U3 CEMeWCTBa Tak Ha3blBaeMbIX
lonHronopobHbIx capkoM — CIC-nepecTpoeHHas capkoma
[9]. BeposiTHO, 3TO CBA3aHO C HanMuMeM BapuabesibHOi
3KCNpeccumn HeipoHanbHoro Mapkepa Neun, chokanbHOM
3Kkcnpeccuen rmuanbHbix Mapkepos GFAP, Olig2, S100 B
YyacTu cily4YaeB, Ha OCHOBaHWUM Yero Obin CAenaH BbIBOg,
0 HanuuuMu HepoanuTenuanbHoW AMddepeHLMPOBKI
knetok onyxonu LUHC ¢ BCOR ITD, uTo n no3sonuno ee
OTHECTU B COOTBETCTBYIOLLWI pa3aern.

Onyxonb UHC ¢ BCOR ITD B BonblUMHCTBE Clyyaes
BO3HWKaeT y AeTei MnaaLwe 5 neT 6es3 3ameTHoro npeob-
napaHus Ny, onpeneneHHoro nona. MopaskaloTca nony-
LapwWs rofoBHOMO Mo3ara 1 Mo3euka [10]. Mo gaHHbIM
HeMpoBM3yanu3aunm onyxonb 0BbIYHO UMEET KpymnHble
pa3Mepbl, PacrnosioKeHa NMOBEPXHOCTHO, MOXeT bbiTb
CBfi3aHa C MO3roBbiMK 0BonOYKaMu, UMeeT YeTkue
rpaHuubl 6e3 nepudoKanbHOro 0Teka, NPy BBEAEHWU
KOHTPaCTHOr 0 BELLECTBa MOXET 0TMEYaTbCs ero Hepas-
HoMepHoe Hakonnenue [11]. HecMoTps Ha cxoxue
3NUAEMNONOrNYECKME, KITMHUKO-PEHTIeHOMNOrnYecKune
npv3Haku ¢ 3MBpuroHanbHbiMu onyxonsmu LIHC, onyxonb
LIHC c BCOR ITD uMeeT BOCTaTOMHO XapaKTepHble MMCcTo-
FTOrMYECKYIO KapTUHY U UMMYHOCDEHOTHM, YTO MO3BONAET
3aMnofo3puTb AMarHo3 O NPOBELEHWSI MOMEKYNAPHO-Te-
HETUYECKOrO UCCIIEf0BaHUS.

Ha cerofHaWHMI feHb OTCYTCTBYET eAMHbIA NOAXOL
K Tepanuu TakuMX MaLMeHTOB, OCHOBHbIM METOLOM
flevyeHns ABNSETCA XUPYPruYeCKUn C fanbHenwnMm
npuMeHeHneM xumuoTepanuu (XT) u/unu nyuesoit
Tepanun (N1T). HecMoTps Ha MpoOBOAMMOE fleyeHue,
MPOrHO3 0CcTaeTcst HebnaronpusaTHLIM, XOTS OTAENbHbIE
Crny4au € AnUTENbHbIM NEPUOLOM PEMUCCUN TaKxKe npef-
cTaBreHbl B pabotax [11].

Beuaoy pepkoit BcTpeuyaeMocTu, ocobeHHocTen
MOpPdIOSIOrMN U OTHOCUTENBHO HEaBHErO BbIAENEHNS
KaK OTAeNbHOM Ho3oformyeckon cdhopMbl Hanbonee
YacTbIM HanpaBWUTESbHbIM AMArHO30M MPU KOHCYSb-
TaTUBHOM MepecMoTpe B yCNoBUAX pediepeHc-LeHTpa
ABnseTCA «MepynnobnacToma».

Llenb HacToslien ctaTbu — BbigenexHne n 0606-
LLeHNE XapaKTepHbIX KIMHUKO-MOPMOSOrMUYeCKnx un
MMMyHopeHoTUNMYeckux ocobeHHocTeln onyxonu LIHC
¢ BCOR ITD Ha ocHOBaHuu 8 reHeTUYeCcKu NOATBEpPIK-
AEHHbIX Clly4aes.

MATEPUAIbI U METO1bl UCCIIEQOBAHUA

Cpeny NauMeHTOB, HampaBfeHHbIX B NabopaTtopuio
MOJEKYSIAPHOM OHKoMormu 3a nepuop ¢ 2017 no 2020 r.
C MOpPhONOrnyeckMM gmMarHo3oM «mepynnobnacroma»
AN ONpefeneHna MONEeKYNAPHO-TeHETUYECKOWM
MoArpynnbl, 6binM BbIBNEHbI 3 CyYas, MepBOHAYasnbHO
MHTEpPNPEeTMPOBaHHbIE Kak «MefynnobrnacTtoMa knaccu-
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YECKOro Tuna». TapreTHoe 3KCMNpPecCcHoHHoe npodounu-
poBaHuWe C nomoLlbio TexHonorum Nanostring BbissBUIIO
OLHOBPEMEHHYIO aKTMBauUMIo curHanbHbix nyten WNT
n SHH, yTo He nossonuno BepuduuMpoBaTb Mofe-
KyNnsipHyt0 noarpynny. Ha ocHoBaHuu nuTepaTypHbIX
naHHbIX [7] Bbina 3anofo3peHa HeMposnuTEnuanbHas
onyxonb UHC ¢ BCOR ITD. MNpuHaaneskHOCTb K LaHHOM
Ho3omoruyeckon dpopMe Bbina MoOATBEp)KAEHa Ha
ocHoBaHuu BbisBreHua ITD B ak3oHe 15 rena BCOR
METOIOM MonuMepasHoit uenHoi pearunn (MUP) u
UMMyHorucToxummyeckoin (MMFX) skcnpeccun benka
BCOR. B panbHenweM 3a nepuog ¢ 2020 no 2022 r. B
MaToNOroaHaTOMUYECKOM OTAENEHWMU HA OCHOBaHWK
paHHbIx UMX-ncecnepoBaHus Bbi10 BbISIBIIEHO S5 CliyyYaes
onyxonei LUHC ¢ BCOR ITD. B kaxnoM cnyyae bbino
nposeneHo UIMX-uccneposanme k aHtu-GFAP, S100,
Synaptophysin, Chromogranin A, NF, NSE, CD56, MAP2,
TLE-1, CD99, SATB2, Vimentin, PCK, EMA, INI-1, Ki-67,
Neun, Olig2, p53, Beta-cathenin, BCOR. OnarHo3s bbin
YCTaHOBJIEH Ha OCHOBaHWMW BbISBMIEHWNA SIPKOW ALEPHOM
akcnpeccun BCOR knetkamu npu nposepeHun UIMX-uc-
CrnefoBaHus ¢ AanbHenLwnMM NOATBEPKASHNEM HaNNumns
BCOR ITD metopom MUP. Knunuueckas nHdopmanms
Bbina OocTynHa ans eBcex nauneHTtoB (rabrmuya 1).
HacTosiwee nuccneposaHvme ogobpeHo He3aBUCUMbIM
3TUYECKUM KOMWUTETOM W YTBEPKAEHO PeELUEeHUEM
yyeHoro coseta HMWL AIFOU uM. muTpua Porauesa.

PE3YJIbTATbl UCCJIEAOBAHUSA

MMcTonornyeckas KapTuHa

lMpY rMCTONOrMYECKOM UCCNEROBAHUM C UCMONb30-
BaHWEM PYTUHHON OKPaCcKU reMaTOKCUITMHOM 1 303UHOM
BO BCex cny4yasx bbina BbisiBNeHa cxoxas Mopdoso-
rmueckasi kaptuHa (pucyHok 1). Ona onyxonun LIHC
¢ BCOR ITD xapaKTepeH CONWOHbIA XapaKTep pocTa
C [OCTaTOYHO XOPOLUO OTrPaHUYEHHbIMKU KpasMu OT
npunexallen TKaHW TEPMUHaNbHOMO FOfIOBHOMO MO3ra
WM TKaHW MO3Xeuyka, B OTLESIbHbIX CMy4yasx OTMe-
YyanMCb MUHWMManbHble NMPU3HaKW WHBa3MKU. Ha ManoMm
YBEMUYEHUN OMYXOMb UMeNa CBETIbIA BUL BCIENCTBME
OTHOCWTENbHO OUCKPETHOrO PacrofOMeHUs KNeToK
cpenu 303uHohmbHOro onbpunnspHOro MaTpuKca C
MpM3HaKaMy MMKCOMATO03a, YTO ee OT/IMYaeT OT ApPYrux
aMbpuoHanbHbix onyxonein LHC, B KoTopbix oTMeua-
€TCA NIIOTHOE PACTONOKEHNE OKPYTIIbIX TMNEepPXPOMHBIX
knetok. Knetkun onyxonu UHC c nepectpoiikoin BCOR
MMEnW BbICOKOE SiEPHO-LIMTOMNMa3MaTUYeCcKoe COOTHO-
LLEHWe, OKpYrIIble fifpa CO CBET/bIM, MENTKOAUCNEPCHBLIM
XPOMaTMHOM, B YacTu fiAep NPOCMaTpUBannUCh Menkue
303MHOOUMbHBIE SAPbILIKM, LMTONMa3Ma KNeToK 303u-
HodbunbHas, cnabo pasnuuuma, UMena oTPOCTYaThbIN
xapakrep (pucyHok 1).

[Ba Hanbonee xapaKTepHbIX NpU3HaKa Ans onyxosu
LIHC ¢ BCOR ITD: K1CTbl pa3nMuYHOro pasmepa M nanu-
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caflHble HeKposbl. B BonblUMHCTBE CllyyaeB MOHO
BCTPETUTb MUKPOKWUCTO3HbIE MOMOCTU PA3fIMYHOMO
pa3Mepa, MpoCBeT KOTOpbix CBOBOAEH MW 3anofHeH
FOMOMEHHbLIM 303VHOUIIBHBIM COAEPKUMBIM C MPU3Ha-
kamu pesopbumnn (pucyHok 16). Takske BO MHOIMX
Cny4yasix onpepenanucb «reorpaduyeckue» 30Hbl
HEKpPO30B pPa3fIMYHOro pasMepa C nNanucafoobpasHbiM
PacronOKEHNEM KIETOK U MHOrOUYMCIIEHHBIMI anonTOTH-
ueckuMu Tenblammn (pucyHok 1B) — npusHak, Hanbonee
4acTo BCTpevaloLLmiics npu rnmobnacrome.

Bo Bcex cnyuyasx 6bina BbiiBNeHa XOpoLUasi Backy-
napusaums TKaHu onyxonu (pucyHok 1M—E), npocMatpu-
BaNMCb MHOMOYMCIEHHbIE TOHKOCTEHHbIE, BETBALLMECS
COCylbl, B PEAKUX Cryyasx Bblin 0BHapymeHbl NPU3HaKK
r1oMepyfiongHon TpaHcopMaummn cocynoB, «Haby-
xaHus» 1 nponudpepaunn sHpotenus (pucyHok 14).
MoryT BCTpeyaTbCs NMPU3HaKK rManmMHo3a CoCyaucTon
CTEHKM (prcyHoK 1XK), uTo NpuUaOAeT OMyXOomnM CXOMECTb
€ acTpobrnacTomoi.

Bo Bcex cryyasx onpenensanach pasnnyHon CTeneHm
BbIPAXKEHHOCTM TEHAEHLIMA K NepuUBaCKYsSPHOMY pacrno-
NOSKEHMIO KINETOYHBIX 3/1EMEHTOB, BMOTb O NCEBAOPO-
3eTOUHbIX CTPYKTYP (pucyHok 1M—E) ¢ dhopMupoBaHuem
Be3bsnepHON 30HbI MPOCBETIIEHUS], COCTOSILLIEN U3 BbITS-
HYTbIX OTPOCTKOB, PacrnpoOCTPaHSIOLMXCA NO Hanpas-
NEHMIO K COCYLaM, KaK Npu 3neHAMMOME.

MuToTMYECKas aKTMBHOCTb BapbupoBana oT 3 Lo
10 douryp muto3os Ha 10 nonei 3peHns Npu yBenuueHum
Mukpockona x 400.

MMMyHodeHoTUN

Mpu UMX-uccneposaHum (pucyHok 2) Bo Beex npeg-
CTaBIEHHbIX Cryyasx Bbina oTMeuyeHa Apkas LMTO-
nnasMaTnyeckas akcnpeccus Vimentin, BbipaxkeHHas
snepHas akcnpeccusi BCOR, TLE-1, pasnuyHon cteneHu
BbIPAXXEHHOCTW ToTanbHasa MeMbpaHHas aKcrnpeccus
CD99, a Take afepHas akcnpeccua Satb2, creneHb
MHTEHCMBHOCTU KOTOPOW TaKsKe BapbMpoBana oT cny4as
K cnyyaio. lMpu peakummn ¢ aHTn-0lig2 B BonblKHCTBE
Cnyyaes OTMeYanach afaepHas 3KCNpeccus eaMHNYHbIMM
KIieTkaMu, KOTOpble pacnonaranucb NPenMyLLeCTBEHHO
BOKpYr kucT. kcnpeccus INI-1 Beina coxpaHeHa, oTMe-
yanacb MeMbpaHHO-LMTOMNa3MaTMYecKas 3KCMpeccus
B-catenin, oTaenbHble KNeTKK cnabo akcnpeccrpoBany
p53, KOHLEeHTpaumMs p53-N03MTUBHbLIX KETOK bbina Bbille
BOKPYI 30H HEKPO3OB.

Okcnpeccua rnvanbHbix Mapkepos GFAP, S100,
Olig2 Bbima oTMeyeHa NMPEVMYLLIECTBEHHO B KIeTKax,
PacMOSOMEHHBIX BOKPYT MUKpOKUCT. OTMevyanach Heop-
HOpOJHas 3KCNPEeCCUs HEMPOHarbHbIX MapKepoB. KneTku
BbINn TOTanbHO MO3UTUBHBLI K aHTU-CD56, B yacTu
CryyaeB OTMeyvanacb pasfiMyHON CTENEHW BbipaXKeH-
HocTu akcnpeccua MAP2 ¢ ycuneHneM B 4acTv cnydyaeB
BOKPYI MMWKPOKWUCT, B €OMHWYHBIX CIy4asax KIeTKM
dokanbHO BbIMM NO3WMTUBHBI K aHTU-Synaptophysin,

NF, ogHaKko HM B OQHOM W3 MPenCTaBfIeHHbIX Cly4YaeB
He 6bI0 oTMeuyeHo akcnpeccun Chromogranin A.
3kcnpeccus NF onpepenanach Takske B pesunayarnbHbiX
akcoHax no nepudepun HeONIacTUUECKOW TKaHU, YTo
MOAYEPKMBANO OTIPaHNYEHHBIN POCT OMYyXONy.

Bo Bcex cnyuasx bbina BoisiBneHa audpdoy3Has sipkas
AnepHas akcnpeccusi BCOR.

bbina BbisiBNeHa HeratnBHaa peakumsa npu UIMX-uc-
cnenoBaHun K aHTU-PCK, EMA, CD34, OTX2. B yacTu
cny4yaeB Takxe bbino BoinonHeHo UIMX-uccneposanue
K aHTU-SALL4, Desmin, Melan A, HMBA45, akcnpeccus
KOTOPbIX HE OMnpefensnach.

YpoBeHb akcnpeccum Ki-67 Bapbuposan ot 15 go
50% (rabnuua 2).

Mp1HUMas BO BHUMaHWe OMMUCaHHble Bbllle Mopdo-
noruueckue n UMX-ocobeHHOCTH, 3anoa03puUThb OMyxXosb
LUHC c BCOR ITD MOsHO Ha 3Tane rucTonornyeckoro
UCCrnenoBaHus.

OBCYXXIAEHUE PE3YJIbTATOB MCCINE[LOBAHUA

B HacTosilen cTatbe Bbinn paccMoTpeHbl ocobeH-
HOCTW FMCTONMOMMYECKOW KapTUHbI M UMMyHOIEHOTHNa
8 reHeTMUYECKM NOATBEPKAEHHBIX Cryyaes onyxonu LIHC
c BCOR ITD. lNpencTaBrieHHblE K PAaCCMOTPEHUIO Crlyyam
UMEeNN CXOXMEe KIMHUYeCKne, Mopdonornyeckme u
NI X-npusHaku.

Onyxonb UHC ¢ BCOR ITD npenMyLLIECTBEHHO BO3HU-
KaeT y AeTein B Bo3pacTe fo S net, B pabote Ferris u
coaBT. BbIMM paccMoTpeHbl Bce paHee onybnuko-
BaHHble Crlyyaun, MefvaHa Bo3pacTa cocTaBuia 3 roga,
y 22 (68,75%) 13 32 nauneHToB 3abonesaHue pa3Buoch
B BO3pacTe Ao 5 net. CTouT Takke 0TMETUTb, uTo 31 13
32 naumeHToB bbinn MnagLe 15 net, Torna Kak B 0OfHOM
cnyuae 3abonesaHne passuriock B BospacTe 22 ner [7,
11]. B Haweit paboTe 7 u3 8 meTeil Ha MOMEHT nocra-
HOBKW AuarHo3a bbinv MnapLle 5 nert, MeguaHa Bo3pacTa
cocTasuna 3,5 roaa.

B 7 (87,5%) 13 8 criyuaes onyxorb npu NpoBefeHnH
MarHMTHO-pe30HaHCHOM ToMorpadomm bbina BbisBEHa
B 3afHeNn yepenHom sAMke, B 6 cnyyasax obpasoBaHue
Onpenenanocb B 0OAHOM W3 NOMyLUApPUA MO3KEYKa, B
1 cniyyae — B 0bnacT MOCTOMO3)KEUKOBOr 0 yrna. lopa-
KEHME NonyLlapus KOHEYHOr0 MO3ra 0TMEeYasioch MuLlb
B 1 cniyyae — y 0eBOYKM 2 feT N0 AaHHbIM MarHUTHO-pe-
30HaHCHON ToMorpadun onpepensanach ruraHTckas
Onyxofb TEMEHHOW [0MKn crneBsa. [MofyyYeHHble faHHbIe
COOTHOCATCH C AaHHbIMK, ONyBIMKOBaHHLIMU paHee,
B 6OMbLUMHCTBE Cry4yaeB MopajaloTca Nonylwapus
MO3KEUKa WM KOHeYHoro Mosra. B pabote Ferris u
COaBT. MOPasKeHWe MO3KeUKa MK NoslyLapuin ronos-
HOro MO3ra oTMeyvasnioch B nofgasnsioLemM 6onblMHCTBE
cnyyaes — 30 n3 33, cpeou penkux nokanusauui boiam
npeacTaBfieHbl BasanbHble FraHrnK, CTBOS FOJIOBHOMO
MO3ra U MOCTOMO3euKoBblit yrom [11].
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OPUTUHAJIbHBIE CTATbMU

PucyHok 1

Mopdhonoruueckue npusHaku onyxonu LIHC ¢ BCOR ITD, okpacka reMaTOKCUITMHOM U 303MHOM

A — 0TMeuaeTCst MUHMMASIbHbIN MHBA3MBHBIN POCT OMYXONW B MPUMEXKaLLyIo TKaHb MO3euKa, x 40; b — nceBROKMCTbI pasnnyHoro
pa3Mepa C roOMOreHHbIM 303MHOUIBHBIM COREPKUMBIM, KUCTbI HE UMEIOT BbICTUAKK, x 200; B — nanucapHble Hekposbl, x 100;
'—E — TKaHb OMyX0M1 XOPOLUO BaCKyNAPU3NpOBaHa, 0TMeYaeTCsl TEHASHLUMS K MePUBACKYNAPHOMY PacrnosnoeHnio ¢ dopMmupo-
BaHWeM MCEBAOPO3ETOUHbIX CTPYKTYP, KIETKU OTHOCUTESTbBHO MOHOMOPCOHbIE, UMEIOT OKPYrfible fLpa CO CBETIIbIM XPOMATUHOM,
AOPBILLKM HE3aMETHbI, LIMTOMMa3Ma YeTKo He onpeaensetca. KneTku pacnonox)eHsl CPeAn TOHKOBOSIOKHUCTOrO, 303MHOOUNBEHOrO
MaTpukca, x 600, x 600, x 400 cooTBeTCTBEHHO; YK — rManuHo3 cocyaucton cteHku, x 200; 3 — rmanMHO3 COCYAMCTON CTEHKM U
MIOTHOE PacrosioKeHne KeTOK C rMnepXpoMHbiMu sapamu, x 200; W — cocyabl ¢ «Habyxwmm>» 3HOOTENMeM, 0TMeYaeTCsa NoBbl-
LUEHHast MUTOTMYECKAst aKTUBHOCTb CPeay KNeTOK HEONacTMYeCcKon TkaHu, x 400

Figure 1

Morphological features of CNS tumor with BCOR ITD, hematoxylin/eosin staining

A — minimal invasive growth of the tumor into the adjacent cerebellar tissue, x 40; b — pseudocysts of various sizes with homogeneous eosin-
ophilic contents, the cysts have no lining, x 200; B — palisading necrosis, x 100; -E — the tumor tissue is well vascularized; there is a tenden-
cy for perivascular arrangement with the formation of pseudorosettes. The cells are relatively monomorphic, have rounded nuclei with light
chromatin, nucleoli are not visible, the cytoplasm is ill defined. The cells are located within a fibrillary eosinophilic matrix, x 600, x 600, x 400,
respectively; X — hyalinosis of the vascular wall, x 200; 3 — hyalinosis of the vascular wall and a dense arrangement of cells with hyperchro-

mic nuclei, x 200; U - vessels with a “swollen” endothelium; there is an increased mitotic activity in the neoplastic cells, x 400

3anopo3puTb onyxonb LUHC ¢ nepectpoiikoin BCOR
BO3MOXHO Y€ Ha 3Tane pPYTUHHOW OKpacku rema-
TOKCUJIMHOM M 303MHOM BBUAY Hanunuus [OCTaATOYHO
XapaKTepHbIX MOPOIOrMyecKnx NPM3HAKOB, KOTOPbIE
OTNINYAIOT ee 0T Apyrux aMbpuoHanbHbIx onyxonei LIHC.
Cioaa MOXHO OTHECTU COSIMAHbIN POCT, CBET/bIA BUA Ha
MasfioM YBEIMYEHWM 38 CYUET AUCKOre3WBHOrO pacmno-
NOKEHNS KNETOK C MENIKOAWUCMNEPCHbIM XPOMaTUHOM
M CKYLHON 303MHOUIIBHON LMTOMNIa3MOMN, KOTOpble
pacnosioMeHbl CPean TOHKOBOJIOKHUCTOro, conbpun-
NAPHOro MaTpMKca C MHOFOYMCIIEHHBIMU TOHKOCTEH-
HbIMW COCYAaMW, MUKPOKMCTaMU C 303UHOIUIbHBIM
COJEPKMMBIM U HEKPO3aMM C NanucapHbIM pacnono-
eHueM knetok. C yueToM npeacTaBneHHOM rMCcTono-
FMYECKOM KapTWHbI, BO3pPAcTa M YacTOM JIoKanm3aumm
B 3afHel YyepernHoW SMKe W MOSyLlapusaX rOfI0BHOMO

I
P R
i

Mo3ra B andpdpepeHunanbHO-AMarHOCTUYECKUIA P
BXOLAT aTUNUYHasa TepaTouaHo-paboonaHas onyxornb,
3neHauMoMa, nHdaHTUNbHasa reMucdepHas rnmoma,
rmmobnactoma, actpobnacToMa u aHannacTuyeckas/
Knaccuueckas MegynnobnactoMa, KoTopasi BfseTcs
CaMbIM YaCTbIM BXOASALLMM AWArHO30M NpU HanpaBneHum
Ha nepecMoTp B pediepeHC-LIeHTP.

KpoMe ocobeHHOCTEW MMCTOMOrMYECKON KapTUHbI
onyxonb LUHC ¢ BCOR ITD nmeeT xapaKTepHbIi UMMy~
HodpeHoTMN. Tak, HanpuMep, B HalIEM UCCEA0BaHUM
BO BCEX MPEeLCTaBfIeHHbIX Clyyasx Obifa BbisiBMeHa
ApKasi MeMbpaHHas akcnpeccua CD99, Vimentin, CD56,
BblpaskeHHasa AnepHasa akcnpeccus TLE-1 n cnabas
AanepHas akcnpeccusa SATB2, Neun, a Takxe Bapua-
BenbHas akcnpeccusi OTAeNbHbIMU KneTkamn MAP2,
GFAP, S100, Olig2. Takxe BO Bcex cryyasx bbina BbisiB-
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OHKONoOrwus

Tabnuua 2

NI X-npu3Haku

Table 2

Immunohistochemical features

MauMewT GEap $100 Olig2 Chrom Synap CD56 NF NSE SATB2 CD99 TLE-1 Neun  MAP2  Ki-67,%

Nel - - - - —/+1 + - +2 +2 + + + + 50

No2 - - +2 + - + - - + + + + - 30

No3 - - +3 - - + - - +2 + + + + 20

No4 —/+1 —/+! —/+! - - + - - +2 + + + +2 15
Hens- Hens- Hens- Hens- Hewns-

Nob = - BECTHO - - BECTHO = +2 + BECTHO + BECTHO BECTHO 30-60
Unknown Unknown Unknown Unknown  Unknown

Noé —/+1 /4! —/+! - —/+1 + - —/+3 + + + +2 + 20

No7 —/+1 /4! —/+3 - - + - + + + +2 + 40

No8 —/+3 —/+3 - - + —/+3 - +2 + + + +2 15

ﬂpnmeanMe 1 — nosuTuBHas peakuyuns npenMyLLeCTBeHHO B KIIeTKax, OKpysarLnx MMKpOKMCTbI 2— cnaéaﬂ ﬂquLt)yBHaﬂ peakuums; 3 oTtgerbHble kneTku — 5-10%.

Note. ! — positive reaction mainly in cells surrounding microcysts;

PucyHok 2
NI X-npusnaku onyxonu LUHC c nepe- A
cTpovikon BCOR

A — KNeTKM Onyxonu ToTasnbHO NO3UTUBHbI
K aHTK-Vimentin, TKaHb ONyXonu XopoLLo
OTrpaHuyeHa OT NpuIexaLLei TKaHu
Mo3xeuka, x 40; b, B — pudocpysHas Mem-
BpaHHas akcnpeccua CD99, CD56 cooT-
BeTCTBeHHO, x 100; I' — eanHUYHbIE KNET-
K1 no3nTuBHbl K aHTU-0lig2, oTmMeyaeTcs
CrYLLIEHNE MO3UTUBHbIX KIETOK BOKPYI
kuct, x 100; 1 — oTMeuyaeTcs Bapmabenb-
Has akcnpeccus knetkammn Neun, 6onee
cnabas B CpaBHEHUM C KIeTKaMu 3ep-
HUCTOro cnos Moseuka, x 100; E — npu
peakumu k aHTu-Neurofilament moryT
OMpPenenaTbCA eAMHNYHbIE MO3UTUBHbIE
KNeTku; X — ToTanbHas spKas aKkcnpec-
cus TLE-1, x 100; 3 — oTMeuaeTca cnabas
fepHas 3KCNpeccus KeTkamm ornyxosm
Npu peakumnmn K aHTu-Satb2, x 200; N -
ToTanbHasa akcnpeccus knetkamu BCOR,

— weak diffuse reaction;

—individual cells — 5-10

o ¥ g K -.“t;}

B B RS

x 200; K-M — dhokanbHas akcnpeccus
kneTtkamun S100, Map2, GFAP, x 100

Figure 2

Immunohistochemical features of CNS
tumor with BCOR rearrangement

A — the tumor cells are diffusely positive for
vimentin; the tumor tissue is well delineated
from the adjacent cerebellar tissue, x 40; b,
B - diffuse membrane expression of CD99
and CD56, respectively, x 100; ' — some cells

are positive for Olig2; the Olig2-positive cells
tend to concentrate around the cysts, x 100;
[ — the expression of NeuN is variable; it is
weaker than that in cerebellar granule cells, x
100; E = immunohistochemically, some cells
stained positive for neurofilament (NF); % —
diffuse strong expression of TLE-1, x 100; 3 —
the tumor cells show weak nuclear staining
for SATB2, x 200; U — diffuse expression of
BCOR, x 200; K-M — focal expression of S100,
Map2, GFAP, x 100

neHa Apkas spepHasa akcnpeccus BCOR. HecMoTps Ha
BbICOKYIO CMeLMdMYHOCTb U YyBCTBUTESIBHOCTb Mpea-
CTaBfIEHHOr0 aHTWUTena B paboTax, onybnuKoBaHHbIX
paHee, BbINW ONKUCaHbI CyYaun C FEHETUYECKUN MOATBEPIK-
LeHHon anbTepaumen BCOR npu 0TCYTCTBUM NO3UTUBHOWM
peakumn K aHTU-BCOR npu UIMX-uccnenosanum [11]. B
OaHHOW CUTyaLMu Mpu NOoCTaHOBKe AMarHo3a fo 3Tana
MOJTEKYAPHO-TEHETUYECKOr0 UCCIefOBaHNSA KpoMe
KIMHWUKO-MHCTPYMEHTasbHbIX AaHHbIX U Mopdonornye-

Bornpock! reMaTonorin/OHKONOM M 1 MMMYHONATOMOM VM B NeanaTpim
2023 | Tom 22 | No 4 | 16-22

CKOM KapTuHbl MOXeT BbiTb nonesHbiM UIMX-uccnepno-
BaHWe C OPYrvMUW, MeHee CrneunguryHbIMA aHTUTenamm
(CD99, SATB2, TLE-1, CD56, Neun, Olig2).

CTouT 0TMeTUTb 1 0bpaTHylo CUTyaumio, Hanuuve
akcnpeccun BCOR He no3sonseT [OCTOBEPHO NOATBEP-
onTb anarHos «onyxons LUHC BCOR ITD», B uccnenoBaHmnm
Torre n coaBT. bbiNK NpencTaBneHsl 3 cynpaTeHTopU-
anbHble onyxomnu ¢ Apkor akcnpeccuen BCOR m cxoxumm
FMCTONOrMYeCcKMMM npusHakamu ¢ onyxonbio LHC ¢




OPUTUHAJNbHBIE CTATbU

BCOR ITD. OpHako npu NpoBefeHWy MOEKYSIIPHO-TeHe-
TUYECKOro uccriefoBaHus bblf1 BbIIBMEH XUMEPHbIN TeH
EP300::BCOR. Mpu nccneposaHum npodounsas MeETUNMPO-
BaHusA [JHK ogHa 13 onyxonen He coenana ¢ npodpunem
MeTUNMMPOBaHWS, xapakTepHbiM ans onyxonen UHC BCOR
ITD. Ha ocHOBaHUM BbISIBAIEHHbIX JaHHbIX 3 npencTaB-
MEHHBIX CMyyas OTHECNU K NMeAnaTPUYECKnUM rmomMam
HW3KMM MOTEHLMANoM 3nokayecTseHHocTH [12].

Ha MOMeHT HanucaHus cTaTby CTaHAAPTOB Tepanuu
naumenToB ¢ onyxonbto LIHC ¢ BCOR ITD He cywiecTsyerT.
epBbIM 3TanoM neyveHns 0bbIYHO ABNAETCS XMPYpryye-
ckuit. [locne pagyKanbHOro yaaneHust onyxonum B 4yacTu
ueHtpos npuMersT JIT u/unu XT TeMO30M0MULOM
n 6esaunsyMaboM B COOTBETCTBMM C NPOTOKOMAMM
NEeYeHNst BbICOKOArpPeCCUBHbIX MNIMOM, UM NPOTOKObI,
UCnonb3yeMble Npu neveHnrn IM6pUoHanbHbIX OMyXonen,
nofnpasyMeBaloLLiMe NMPUMEHEHWE NpenapaToB NNaTuHbI
[11].

IOns onyxonu LUHC c BCOR ITD xapaktepeH Hebna-
FOMPUATHBIA NPOrHO3, MEAMAHA BbIXKMBAEMOCTU COCTaB-
NSIET OKOMO 6 NEeT, OAHAKO ONWUCaHbl eAMHUYHBIE CITyYaun C
LSIMTENbHBIM NepUOLOM HabnioaeHWs, KOTOpPbI COCTaBUI
14 neT c MoMeHTa NOCTaHOBKM anarHosa [11].

3AKITIOMEHUE

B HacTosLen cTaTbe Bbinn paccMOTpeHbl 8 reHeTu-
YeCKM NoATBepsKAEHHbIX cryyaes onyxonu LUHC ¢ BCOR
ITD, Ha ocHoBaHUM KOTOPbIX BbINK BbioeneHbl 1 0606-
LLeHbl 0COBEHHOCTU KITMHMKO-3MMOEMUONIOrMYECKON

KapTuHbl, Mopdponorum M MMMyHodoeHoTuna. Pegkas
BCTPEYaeMOCTb M HU3Kast 0CBEAOMIIEHHOCTb 06 0cobeH-
HOCTSIX TMCTONOrNYECKON KapTWHbI ABMSIOTCA OCHOB-
HbIMW MPUYNMHAMM YaCTbIX AMArHOCTUYECKMX OLIMBOK. B
HacTosLLEN CTaTbe BbINM M3MNOMEHbI OCHOBHbIE XapaK-
TEepHble TUCTONIOFMYECKNe U MMMYHOdIEeHOTMNnYe-
Cke 0cobeHHOCTU, KOTopble MOFYT BbITb MOME3HbI MpK
nocTaHoBKe AuarHosa «onyxonb LIHC ¢ BCOR ITD>» npu
OTCYTCTBMM BO3MOHOCTW NPOBELEHUA MOIEKYIIAPHO-TE-
HeTMYeCcKoro uccrnepoBaHus. HeobxogmMmo pganbHenLlee
U3yyeHne U HaKOMMeHNe 3HaHUW O NpPeLCTaBEeHHOM
OMyXOfn B LieNIAX BbIBNIEHUS 0CODEHHOCTeN TeueHus,
nporHo3a, nogbopa NpaBuIIbHON Tepanum, a TaKKe BbisiB-
NeHUs B3anMOCBA3M NPeCcTaBNeHHON HO3010rMYeCcKon
chopMbl U APYrUX OMyXOonen MArKUX TKaHEen U MOYKM C
BCOR ITD.

NCTOYHUK PUHAHCUPOBAHUA
He ykasaH.

KOH®JIUKT UHTEPECOB
ABTOpbI CTaTbW MOATBEPAUNM OTCYTCTBUE KOHC(DNIMKTA WHTEPECOB, O
KOTOPOM HeobxoanMo CoobLLNTb.
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