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CapKoMa ¢ anbTepauusMm reHa

BCOR (BCOR-ITD) ¢ nsonupoBaHHbIM
nopaxeHueM L3-no3BoHKa y Manbumka
8 nert

W.B. Cupopos!, A.C. ®epoposa?, H.M. Makapoea?, E.N. Kononnesa?, A.C. LLlapnait?,
A.B. Nandpeposal, A.E. Opyitt, [.M. KoHosanos!

1PIbY «HaumoHarnbHbIi MEAUUMHCKUI UCCIEN0BATENbCKUIA LIEHTP AETCKOM reMaTosiorum,
OHKOSIOr NN U MMyHOROrm uM. [imutpus Porayesa» MuH3apasa Poccumn, Mocksa
2'60Y BO «MocKoBckuii rocyaapCcTBeHHbIN yHuBepeuTeT uM. M.B. JlomoHocoBa», Mocksa

B knaccudmkaumm BcemmnpHol opranusaummn sgpasooxpaHenns 2020 r. Bnepsble bbinv chopManmsoBaHsbl
TPU HOBble TPYNMbl OMYXOJEN, BbIAENEHHbIE NEPBOHAYANbHO M3 rpynnbl HeandepeHLMPOBaHHbIX
KPYrNIOKMETOYHbIX CapKOM, Tak Ha3blBaeMble IOMHIonofobHbIe CapKOMbl, @ MMEHHO CapKoMa ¢
anbTepauusmMu reHa BCOR, capkoMa ¢ nepecTpolikoii reHa CIC u capkoMbl ¢ nepecTpolikoi reHa EWSR1
C HETUMNYHBIMM (He NpuHapreskalLMMmM K ceMencTey ETS) reHamu-napTHepamu. B jaHHOM 0630pe peub
nomaeT o0 capkoMe ¢ anbTepaunamu reHa BCOR, koTopas ByfeT npounniocTpupoBaHa OfHVMM HaLLUM
KITMHUYECKUM HabniofeHNeM, xapaKTeprayIoLLMMCS OTHOCUTENBHO TUMUYHBIMU NPU3HAKaMM1 B OTHOLLEHWM
Kak MOphonornyeckomn KapTuHbl U UMMYHOCPEHOTUMNA, TaK U BUOMOrMyecKoro NoBeaeHust M OTBeTa
OMyXO0ny Ha Tepanuio. PoguTenu naumeHTa ganum cornacue Ha ucnosb3oBaHue MHhopMaLmu, B TOM unce
dhoTorpadomit pebeHka, B HayuYHbIX MCCMEfoBaHWAX 1 Nybnvkaumsx.

KnioueBbie cnoBa: BCOR, capkoma c¢ anbTtepaumsamu reHa BCOR, touHronogobHeie capkomel,
HeanchgbepeHLUMPOBaHHas KPYTTIOKIIETOYHas CapKoma
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Sarcoma with BCOR gene alterations (BCOR-ITD) of the L3 vertebra in
an 8-year-old boy

I.V. Sidorov!, A.S. Fedorova?, N.P. Makaroval, E.| Konopleva?, A.S. Sharlait, A.V. Panferova?, A.E. Druy?,
D.M. Konovalov*

IDmitry Rogachev National Medical Research Center of Pediatric Hematology, Oncology and Immunology of Ministry of Healthcare of the Russian
Federation, Moscow
2Lomonosov Moscow State University, Moscow

In the 2020 World Health Organization classification, for the first time, three new groups of tumors were formalized, initially
isolated from the group of undifferentiated round cell sarcomas, the so-called Ewing-like sarcomas, namely sarcoma with BCOR
genetic alterations, C/C-rearranged sarcoma and sarcomas with EWSRI gene rearrangement with atypical (non-ETS family)
partner genes. This review will focus on sarcoma with BCOR genetic alterations, which will be illustrated by one of our clinical
case, characterized by relatively typical features, both in terms of morphological presentation and immunophenotype, and in
terms of biological behavior and response to tumor therapy. The patient's parents gave their consent to the use of their child's
data, including photographs, for research purposes and in publications.
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2020 r. B knaccudmkaumio BceMupHon opraHu-

3aUuMK 30paBoOOXpaHeHns Bbinv gobaBneHbl Tpu

HOBbIE TPYMMbl OMYyXOSeN, KOTOPbIE paHee xapak-
TEpW30Banu1Cb Kak IoMHronofobHble 1 BbiNK BblgeneHb!
13 rpynnbl HeamddhepeHUMPOBaHHBIX KPYTTOKIETOUHbIX
capkoM. OfHOW M3 rpynn 3TUX OMyxofien ABNAeTCS
capkoMa c anbTepauuamu redHa BCOR. CrnoBo «anbte-
pauuu> B Ha3BaHUM OMyxofim 060CHOBaHO KpalHew reTe-
POrEHHOCTbIO U3MEHEHUI AAHHOMO FeHa. Tak, CapKoMbl,
OTHOCALLMECA K 3TOM rpynne, MOryT XapaKTepu30BaThbCs
He TOSTbKO PEKYPPEHTHLIMU XUMEPHbIMU OHKOreHamu (K
npumepy, BCOR-CCNB3, BCOR-MAMLS3), Ho Takske w
BHYTPEHHeN TaHOEMHOW OynfvKaumuei B 3k30He 15 reHa
BCOR (BCOR-ITD, ot aHrn. internal tandem duplication),

NepecTPOVKOW, NPUBOAALLEN K (DYHKLMOHAMIBHON aKTu-
Bauun BCOR — YWHAE-NUTM2B.

B KoHTekcTe oBCysaeHNUsA IOMHIONOA0BHbLIX CapkoM
HEmNb3s He OCTAHOBUTLCS Ha AaHHOM TepMuHe. C HayyHOM
TOYKM 3PEeHUS B CBETE HOBbIX @HHbIX, @ TaKXe aKTy-
anbHOM Knaccudukaumm BceMupHow opraHusauuu
30paBOOXPaHEHNUS OMYXOMen KOCTEN U MATKUX TKaHewn
TEPMWH He ABMAETCH BEPHbIM UM UCMOMb3YETCH B HACTO-
AWMKA MOMEHT, ckopee, ona ynobctea obosHaueHus
Tpex rpynn BbiLeynoMsAHYTbIX onyxonei. Ha cerop-
HALLHWIA AeHb NOMYYEeHO AOCTATOYHO [aHHbIX O TOM, 4TO
OMyXomnu KpaiHe BapuaTuBHbI N0 CBOEN Mopdhonorunye-
CKOW KapTWHE, UMMYHODEHOTUMY U KIIMHUYECKOMY NOBEe-
LeHMI0.
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KITMHWYECKUU CITYYAN

Manbuwk, 8 net, B Havane asrycta 2020 r. nonyuun
TpaBMy CnuHbl. [locnie 3TOro Hauyan sKanoBaTbCs Ha
6onu B cnuHe, NnepepHen NOBEPXHOCTM NeBoro benpa.
Pooutenu naumeHTa panu corfacue Ha MCMonb30BaHWUe
nHcpopMaumm, B TOM uncne dotorpaduin pebexka, B
HaYYHbIX UCCMENOBaHUAX 1 NyBnnKaumsx.

BbinonHeHa MarHUTHO-pe3oHaHCHas ToMorpadums
(MPT) 6e3 KoHTpacTHOro ycwneHus: B L3-nosBoHke
BbIsIBNIeHO 06beMHoe 0bpa3oBaHue, 3aHUMaloLLIEe NEBYIO
MOMOBMHY Tesa, Ly’KKy NO3BOHKA M CyCTaBHbIe OTPOCTKU
cnesa, obwummn pasmepamn 5,4 x 3,6 x 3,3 cMm. Obpa-
30BaHWe pacnpocTpaHaeTCst B NPOCBET MNO3BOHOYHOMO
KaHana, OTTeCHSeT AypasbHblii MELOK W KOPEeLLKM
KOHCKOro xBocTa BrnpaBo. Obpa3oBaHune pacnpocTpaHs-
eTcs napaseptebpanbHo (prcyHok 1A).

Take BbIMOJIHEHA KOMMbloTepHas ToMorpadwms
(KT) 6e3 koHTpacTa: obpasoBaHie NeBOI MOMOBMHBI
Tena L3-no3BoHKa C ero naTofiorMyeckum nepesioMoM u
MPpU3HaKaMmn ECTPYKLMM QyKEK, NMOMNepeyHoro oTpocTKa
L3 (pucyHok 16).

boina npoBepneHa 6uoncusi HoBooBpasoBaHUS.
Mpu Mopdpbonormyeckom nccneaoBaHun Habmopancs
POCT reTeporeHHOM OMyxonu, KoTopas cocTosifia u3
KNETOK OKPYrNoW U BepeTeHOBMAHOW hOpPMbl C MHBA-
3MBHbBIM POCTOM B KOCTHYIO U MbILLEYHYIO TKaHb. KneTku
“Menu cpepHee SILEPHO-LMUTONIa3MaTMYeCKoe COOT-
HOLLeHWe, SiApa C BaKyONM3MPOBaHHbIM XPOMAaTUHOM.
Lutonnasma 6e3 yeTkMx KOHTypoB, aMdudunbHas.
OTMeuarncs BbIpaeHHbIN aHTMOLEHTPU3M HeonnacTun-
YeCKMX KNeTOoK, GhOKamnbHO BbISBNANUCH Hebonblive
30HbI MMKCOMaTO3a M Hekposa (prcyHok 2A). Ha ocHo-
BaHWM ONMUCaHHOM MOPONOrMYecKon KapTuHbl Bbin
cchopmupoBaH audpchepeHumanbHO-ANarHoOCTUYECKMI
psa. pabonoMuocapkoMma, capkoma lOvHra ¢ atunnyHom

PucyHok 1
BI/I3yaJ'IVI3aLIMﬂ WMHULIMATBHOWN onyxonu

MOPdHONIOrMen, CNEKTP OMHIOMOAOBHbIX CapKOM, CUHO-
BManbHas capkoma, MUO3NUTENManbHas KapuuHOMa.
CdhopMupoBaHa nepBoHavyanbHaa naHenb aHTUTEN:
CD99, vimentin, Flil, PanCK, EMA, Desmin, Myogenin,
SMA, p63, NKX2.2, TLE1. Beisnena skcnpeccusa CD99,
TLE1, vimentin, peakuun ¢ ocTanbHbIMU aHTUTENAMWU
BbInM HEraTMBHBIMU, UTO MMMYHOJIOTMYECKU UCKITI0YAso
pabpnomMuocapkoMy, capkoMy IOuHra, MMoanuTenuansHyto
KapumHoMy. [1Ns OKOHYATENbHOr0 UCKITIOYEHNUS CapKOMBI
lOnHra, cMHOBManNbHON CapKOMbl MU MUO3MUTENWANBLHON
KapuuMHOMbI BblfTIO NMPOBEAEHO LUWMTOreHeTUveckoe
nccnenosarune (FISH), no gaHHbIM KOTOPOrO He BbisiB-
neHo nepectpoek reHoB EWSR1, SYT, TpaHcnokauui
ERG/EWSRI1 v FLI1/EWSR. B panbHeilweM BbIMosHeH
BTOPOW 3Tan UMMYHOTMCTOXUMUYECKOTO UCCIIER0BAHNS C
anTutenamu npotus BCOR, ETV4, WT1, SATB2, peakuuu
¢ SATB2, BCOR, WT1 (dbokasbHo) 6bifiv NO3UTUBHBIMM.
TakvuMm obpasoMm, No pesynbTaTaM AByX 3TanoB UMMy-
HOFMCTOXMMMUYECKOr0 UCCrefoBaHns bbina BbifBEHa
KO3KCnpeccus knetkamu onyxonu CD99/BCOR/SATB2/
TLE1/cyclin D1 (pucyHok 3), 4ToO UMMYHOIOTMYECKM Mpu
COMocTaBneHnn ¢ MOpdONOrMYecKom KapTMHON CooT-
BETCTBOBAJIO CapkoMe € anbTepauusamu reHa BCOR.
MaTepuan bbin nepepnaH B nabopaTopuio Momneky-
NISIPHOV OHKOJOM WK, rAe METOLOM MOSIMMEPA3HOW LIEMHOWM
peakLuum BbisiBfIeHa BHYTPEHHAS TaHAEMHas Aynivkaums
B 9K30He 15 reHa BCOR.

Taknm obpasoM, Ha OCHOBaHWM MPOBEAEHHOrO
KOMMneKkcHoro obcnenoBaHua pebeHKy yCTaHOBIEH
OMarHo3: capkoma c anbTepauuein BCOR L3-no-
3BoHKa T4aNOMO. MHuummnpoBaHa Tepanus B paMkax
npotokona EuroEwing-2012. Mocne npoBepeHus
9 npenonepaLmoHHbIX anbTEPHUPYIOLLIMX KYPCOB XMMUO-
Tepanuu onyxoflb cokpaTunacb Ha 60%. B pamkax
MTOKaNbHOr0 KOHTPOSS BbIMOMTHEHO paAnKanbHoe
yOaneHne onyxonu ¢ pesekunen v nNpoTesnmpoBaHMeM
MO3BOHKA.

A —MPT (T2) n b — KT-kapTvHa onyxonu L3-no3soHKa (onucaHve B TeKcTe)

Figure 1
Visualization of the initial tumor

A —-MRI (T2) and b — CT of the tumor of the L3 (description in the text)
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KIMIWHUWYECKWE HABNIOAEHNA

Mpu rmctonornyeckom MccnepgoBaHWM onepa-
LMOHHOrO MaTepuana nocfie NpoBefeHHON nonu-
xumuoTepanuu (MXT) 6Gbin BbiABNIEH TOTambHbIN,
TepaneBTUYECKN MHAYLMPOBAHHbIA HEKPO3 OMyX0mnu
(pucyrok 26).

B pamkax apbloBaHTHOrO 3aTana neyeHust pebeHky
nposefeHo 5 Kypcos [NXT ¢ napannensbHbIM BbIMOSHE-

PucyHok 2

HWEM OUCTaHUMOHHOM NyyeBOW Tepanuu Ha obnacTb
MHULMANbHOIO pacnpoCTpaHeHns OMyxosnu: pasoBas
ovaroeas posa 1,8 'p, cyMMapHasa ouyaroBas josa
54 p. B HacTosAWwmn MoMeHT, cnycTa 10 Mec OT OKOH-
YyaHus neyeHns, pebeHok xmB. Ha ocHOBaHUM KOMMNEKC-
Horo obcnepoBaHWs MOATBEPKAEHaA PeMUCCUA MO
OCHOBHOMY 3ab0neBaHuio.

Mopdponoruueckasn kapTuHa capkombl ¢ BCOR-ITD po v nocne neuvexns

A — 0nyXorb C BbpaKEHHO reTeporeHHOCTbI0 MOPPOSIOrMUECKON KapTHHbI. B BepxHelt yacT MukpodboTorpacoum KNeTku
CpenHero pasMmepa, BEpeTEHOBUAHON hOPMbl, OpraHW30BaHbl B My4YkK. B HsKHe yacTv MukpodhoTorpadomm Knetku umelot bonee
KPYMHbIA pa3Mep, OKpYrnyio unv oBougHylo dopMy, pacnonaralotcs conuaHo. OKpacka reMaToKCUIIMHOM U 303uHoM, x 200;

b — 30Ha npeacyLuecTsyioLLel onyxomv nocne [MXT: obwmpHble 30HbI hrbposa ¢ MHdWUNbTPaLMeR rMcTMoLMTaMn U reMocuaepo-

charamun. OKpacka reMaTOKCMITMHOM M 3031HOM, x 40
Figure 2

Morphology of BCOR-ITD sarcoma before and after treatment

A - the tumor with a pronounced heterogeneity. In the upper part of the micrograph, cells of medium size are spindle-shaped and
organized into bundles. In the lower part of the micrograph, the cells have a larger size, rounded or ovoid shape and located solidly.
Hematoxylin and eosin staining, x 200; b — the zone of a pre-existing tumor after chemotherapy: extensive fibrosis zones with

infiltration by histiocytes and hemosiderophages. Hematoxylin and eosin staining, x 40

PucyHok 3

MMmyHodpeHoTUn capkoMbl ¢ BCOR-ITD. IMMyHOrMCTOXMMUYECKOE UCCnefoBaHme, x 40

A — pndbdbysHaa MembpaHHas akcnpeccua CD99; b — apepras akcnpeccus BCOR; B — apepHas akcnpeccus SATB2; [ — ApnepHas
akcnpeccusa TLEL
Figure 3

Immunophenotype of BCOR-ITD sarcoma. Immunohistochemistry, x 40
A — diffuse membrane expression of CD99; b — nuclear expression of BCOR; B

h. T ]
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OBCYXXIOEHUE PE3YJIbTATOB UCCJIELOBAHUSA

AnupeMuonorus n nokanmsaums

Capkoma c anbTepauussmMu reHa BCOR BcTpeva-
eTCs NPeuMyLLEeCTBEHHO Y LeTel U NoapoCTKOB. Tak, B
Crnyyae Ofyxosiei, HeCyLLMX CaMblii pacipOCTPaHEHHbIN
BapuaHT xuMepHoro reHa (BCOR-CCNB3), cpenHwuii
BO3pacT nauneHToB cocTasnset 11,7 ropa [1], a HoBo-
obpasoBaHus, copepallime BHYTPEHHUE TaHLEMHbIe
nosTopbl reHa (BCOR-ITD), BcTpeyaloTcs y NauMeHToB
nepsoro roaa skmsku [2, 3]. [ipyrve reHetnueckue sapu-
aHTbl CapKoMbl C NepecTpoikon reHa BCOR nopaskaioT
nauveHToB 13 bonee pasHoobpasHbix BO3PaCTHbIX FPyNM.
Cpeln nuL, MY)XCKOro nofia capkoMa C anbTepauusamm
reHa BCOR BcTpeyvaetcs B 3—4 pasa yvauwle [1]. Ctout
OTMETUTb, YTO CIlyYaeB CapKOMbl C anbTepaLusaMu reHa
BCOR Ha ceropHsiLLHWA [EeHb OMMCaHO BCEro HECKOJIbKO
pecsitkos [4].

CapKoMbl, cofiepyaLlme XMMEpPHbIE MeHbl C y4acTueM
BCOR (BCOR-CCNB3 v np.), pacnonaraioTcs B KOCTAX
B 1,5 pasa valle, ueM B MArkux TKaHax. Hambonee
4acTbiMM BapuMaHTaMu CKeNleTHOW NoKanusaumm sBns-
toTca MeTachu3bl BegpeHHon 1 bonbLuebepLioBon KocTen,
kpecTel [1, 5, 6]. B peakux crnyyasx onyxornb MOMeT
pacnonaraTbCs B 0bnacTv ronoBbl U LUen, a Takxe
BO BHYTpeHHWX opraHax [6, 7]. CapkoMbl, Hecylume
BCOR-ITD, obbluHO pacnonarailoTcs B MArKMX TKaHAX
TyfoBWLLa, FOMOBbI U LeK, 3abpIOLLIMHHOM NPOCTpaH-
CTBe, HO He B KoHeuHocTsix [3].

Mopdronoruyeckas kapTuHa

CapkoMebl ¢ anbTepaumamu reHa BCOR Bkmovanu B
cebs cnekTp onyxonew, a uMeHHo BCOR-nepecTpoeHHyio
capkoMy, MHPaHTUNbHYI HeaMddPepeHLMPOBaHHYIO
KPYTTIOKIETOYHYIO CapKOMY, MPUMUTUBHYIO MUKCOUAHYIO
ME3EHXMMarbHYI0 OMyX0fb MiafeHUeB. ITW OMyXonu Ha
OCHOBaHWK CBOEro MopdosIorMyeckoro, MMMyHodheHo-
TUMWUYECKOrO U FEHETUYECKOro CXOACTBa Bbinn 0bbeamn-
HEHbI B OOHY rpynny.

BasKHO MOMHUTb, UTO MO CPaBHEHMIO C CapKOMOW
IOvHra nouTn BCE Tak HasbiBaeMble IOMHIONOA06HbIE
CapKOMbl — 3TO OMYXOSN C FeTEPOreHHOM MOPdONOrnen.
Tak, capkoMbl, HecyLme xuMepHbin reH BCOR-CCNBS,
MOryT BbITb NpeacTaBfieHbl OKPYribIMU, OBOUOHbBIMU,
BEPETEHOBUAHbIMA WK YrNOBaTbIMU K1€TKAMU CO
CKYLHON 303MHOIUMBHOM UM CBETION LMTOMNIa3Mon.
flopa cnerka aTunMyHble, C HEPOBHBIMW KOHTYpaMu,
BE3WKYJISPHbIE UNN TUMEPXPOMHbIE, C AWUCMEPCHbIM
XpOMaTUHOM. MoryT BCTpeYaTbCA XOPOLUO 3aMETHbIe
ALPbILWKK. MUTOTUYECKass aKTUBHOCTb Bapbupyer,
yacTo 6biBaeT BbICOKON. KneTkn MoryT BbiTb opraHuso-
BaHbl PasnunyHbIM 06pa3oM: MNacTbl C BbICOKOW KIETOY-
HOCTbIO, YYaCTKU YepeLOoBaHUS BbICOKON U HU3KOM
KNETOUHOCTM («MpaMOpHbIA» NaTTepH), MYUKK, TAMM,
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rHe3na, LUTOPMAPOPMHBIV, HOLYNAPHBIN, NCEBAOINAHAY-
NAPHbIN, TPabeKynApHbIA, MUKPOKUCTOSHbIA NaTTEPHbI.
MuKkcounHas CTPOMa BbIpaeHa B PasfiMyHOW CTEMEHM,
MHOrAa ¢ POPMUPOBAHMEM PETUKYNAPHOIro NaTTepHa.
Takxke BO3MOHa rmanuHunsaumsa ctpombl. Habniogaetcs
obunbHasa BacKynapu3auus, COCyAbl TOHKOCTEHHbIE,
yrnoeaTble, C pacLUMPEHHbIM NPOCBETOM. BO3MOXHDI
0bunbHbIE KPOBOM3NMSAHMS B OMYXOMEBYIO TKaHb. YacTo
BCTpPEYaloTCA HeKpo3bl. Bo3MOoKeH NoKanbHO MHMIb-
TpaTuBHbIiA pocT [7-13]. Onyxonu, Hecylume BCOR-ITD,
MPeACcTaBneHbl KPYribiMU, OBOMAHBIMU MO0 KOPOTKMMM
BEPETEHOBUAHBIMM KIETKaMKU CO CKYAHOW CBETN0-303M-
HOOMNBHOW LMTOMMa3MON 1 MOHOMOPHBIMU OKPYTTIbIMM
S0paMy C TOHKOAMCINEPCHBIM XpOMaTUHOM. KneTku opra-
HM30BaHbl B rHe3na, pasfenieHHble MBPO3HbIMM TSKaMK.
MoryT 0oTMeuaTbCs NepuBacKyNAPHbIE CKONMEHUSA OMyX0-
NEBbIX KIETOK W «MPaMOpPHbIN>» MaTTEPH, BbIPAKEHHbIE
MUKCOMOHbIE U3MEHEeHUs CTPOMbI. MUTOTUMYECKast aKTWB-
HOCTb B TKaHW OMyxosiM 0bbIYHO BbICOKAs, MOryT BCTpe-
yaTbCA «reorpaconyeckre» HeKposbl.

MMMyHormcToxmMmyeckas KapTuHa

B oTnuumne oT mpyrux onyxonen us rpynnbl IOUHIO-
nopnobHbIX B capkoMe c anbTepauuamu reHa BCOR
akcnpeccusa CD99 BcTtpeuaeTcs MeHee yeM B 50%
Crny4YyaeB U MOXeT ObiTb Bblpa)eHHOW unu crabon,
dokanbHoOn unu andpdysHon. Onyxonu, Hecywime
xuMepHblih reH BCOR-CCNB3, neMoHCTpUpYIoT Bbipa-
XeHHylo andpdpysHyio anepHyio akcnpeccuio CCNB3
[14], anepHyio akcnpeccuio TLE1 n BCOR. BosMoxHa
akcnpeccust EMA, WT1, CD117, bcl2, bel-6, B-catenin,
SATB2, Pax8, CD56, pb63, synaptophysin, c-kit, cyclin
D1, s100, NKX2.2 (4T0o MOMeT NpMBOANTbL K TPYOHOCTAM
aMdpcbepeHUManbHOM AMarHOCTUKRK C capkoMoii I0uHra),
a B CapKoMax, HecyLmnx xmmepHble reHsl BCOR-MAML3
n BCOR-ZC3H7B, Takxe akcnpeccust PanCK n desmin
[15]. B onyxonsx ¢ BCOR-ITD oTMeuaeTcs aKcnpeccus
BCOR, SATB2, cyclin D1, TLE1 [16]. Mo onbiTy auarHo-
CTUKM capKoMbl OuHra u 1MHronogobHbIX CapkoM
naTofnoroaHatoMuyeckoro otaeneHns HMUL OIOU
uM. Omutpusa Porauesa (n = 790) 6bina BbifBNEHa
npobrnemMa nepekpecTHOro UMMyHodpeHoTuna. Tak,
HanpuMep, B UyTb MEHEE OJHON TPETU CITy4YaeB CapKOMbl
c anbTepauuamMu reHa BCOR, koTopble Bblan guarHocTu-
POBaHbI B HalleM oTaeneHuu (4 cnyuas us 14), sbisens-
nacb koakcnpeccua CD99 n NKX2.2 — guarHoctuuecku
BaHas KOMByHaums ansa capkomsl l0uHra. B uenom, no
MHEHWIO aBTOpOB, Hanbonee LeHHbIM audrdepeHLmanb-
HO-AMarHOCTUYECKMUM MPU3HAKOM CapKoM C asnbTepa-
umamu reHa BCOR ABRSIETCS BbISIBNIEHWE KO3KCMPeccum
CD99, BCOR, TLE1 n SATB2.

FeHeTnueckue ocobeHHoCTH
Hanbonee pacnpocTpaHeHHOW reHeTUUECKON nepe-
CTPOWKOW cpenu onyxonew ¢ anbTepauuein reHa BCOR,




KJIMHUYECKWUE HABJIIOOEHUA

BcTpevatLenca B 60% cnyyaes, saBnsetca obpaso-
BaHWe xuMepHoro reHa BCOR-CCNB3 BcnencTeue napa-
LIeHTpUYecKoi MHeepcumn B X-xpomocoMe [17]. Takxke
MOryT BCTpeuyaTbca XuMepHble reHbl BCOR-MAMLS,
BCOR-ZC3H7B, BCOR-KMT2D, BCOR-CHD? [5, 7, 17,
18]. MoMnMO 0Bpa3oBaHNS XMMEPHbBIX KOHCTPYKLUMM,
naToreHeTUYeCcknM 1 anddpepeHLmnanbHO-aNarHocTu-
YECKMM MapKepoM [aHHOro Tumna onyxonew fBnseTcs
BHYTPEHHAA TaHAEMHas Qynnukaumusa B 3k3oHe 15 reHa
BCOR.

MporHos

Capkoma c nepecTtpoikoi reHa BCOR no cpas-
HeHuio ¢ capkoMoi lOuHra xapakTtepusyetcsa bonee
WHOOJMEHTHbIM TeYeHWeM. HecMOoTpS Ha TO, UTO Y MHOTUX
NauMeHTOB Ha MOMEHT MOCTAHOBKM [MArHO3a yxe
MMeloTCA MeTacTasbl, 5-NETHAS BbI)KMBAEMOCTb COCTaB-
nsaet 72-80%. OTMeuaeTcsa XOpOLUUIA OTBET HA PEMUMbI
MXT, npuMeHsieMble B NedyeHun capkoMsbl l0uxra [6, 7,
10], uTO 1 NPOAEMOHCTPMPOBAHO B HALLEM KIMHAYECKOM
HabnoaeHun.

CapkoMa c nepecTtpoukoi rena YWHAE

CapkoMbl ¢ nepecTpoikon reHa YWHAE oueHb
pelKku 1 xapakTepusylTcs obpas3oBaHWEM XMMEPHOMO
reHa YWHAE-NUTMZ2B. B pe3synbTaTe 3Kcnpeccuu
XMMEPHOr0 OHKOMPOTEWHa BO3HUKAET AWUCPErynaums
3KCMPECCUMOHHOro NpodinnA KNETKKU, CXOAHAsA C TaKOBOW
npu Hanuummn akTuBMpylowmx abeppaunn B reHe BCOR
(nepecTpoiika nnu ITD). Ha 0CHOBaHMM 3KCMPECCUOHHOr0
CXOACTBA OMyX0onu ¢ XuMepHbIM reHoMm YWHAE-NUTMZ2B
OTHOCATCA K rpynmne CapkoM C anbTepauuen reHa
BCOR. N3MeHeHUs TpaHCKPUNTOMa KIEeTKM CBOAATCA K
aKkTMBauum curHanbHbix nyten MAPK u Hippo, HesaBsu-
CMMO ApYr OT Apyra NpuBOAALLMMM K TMNEePIKCNpeccum
umknuHa D [19].

MN3BeCTHO, YTO YaCTb 3HLOMETPUANbHbIX CTPO-
ManbHbIX CapKOM XapaKTepu3yeTcA OaHHOW nepe-
CTPOVKOMN, OQHAKO HET UCCMeLOBaHWI, OOKa3bIBAKOLLMX
CYLLIECTBOBAHME 3TOM OMYXOSIN B KOCTAX U MAMKUX TKaHAX
[20]. KpoMe Toro, ans sHAOMETPUanbHON CTPOMaribHOM
CapKOMbl xapakTepHa nepectpoika YWHAE-FAM22, ve
onucaHHas cpenu nauneHToB ¢ YWHAE-nepecTpoeHHoM
CapKOMOW KOCTEMN U MAMKUX TKaHel.

CapkoMa ¢ TpaHcnokauvnen YWHAE-NUTM2B, no
AaHHbIM NITEPaTYpbl, BCTPEYAeTCA TONbKO Y MNajeHLEeB

¥ HOBOPOKAEHHbBIX U JTIOKANM3yeTCa B FPYAHON CTEHKe,
KOHEYHOCTSX, BpIoLWHOM nonocTu u noukax. Onyxonb
KpaviHe arpeccuBHa, C BbICOKMM MeTacTaTUYeCKUM
noTeHumanoM, yacto datansHa [21].

Mopdhonornyecku oHa cxoxa € Lpyrumy CapkoMamu
Cc anbTepauuamMu reHa BCOR, cocToMT U3 MOHOMOPHBIX
KIeTOK OKPYrfon OOPMbl C BbICOKMM SAEPHO-LMTOMNA3-
MaTUYECKUM COOTHOLLUEHMEM. XapaKTepHas W OTnu-
ynTenbHas uvepTta — koakcnpeccua PanTRK n BCOR,
nossonsiwan adhdeKTMBHO AnddepeHLMpoBaTb
AaHHbIA TUN OMYXONW MpW YCMOBKUM OTCYTCTBUA nepe-
cTpoviku BCOR no FISH.

3AKITIOYEHME

Hamu npencrtaBneHo knuHuuyeckoe HabniogeHue
capkoMbl ¢ BCOR-ITD y manbuunka 8 net c nopasxeHvem
MOSAACHUYHOrO MO3BOHKA. HecMoTps Ha TO, UTO Onyxosib
C BHYTpPEHHeWN TaHOeMHOW aynnukauuen reHa BCOR
(BCOR-ITD), no maHHbIM nMTepaTypbl, BCTpeuyaertcs
NPeVMyLLIECTBEHHO Y AETe NePBOro rofa }1sHu, 4aHHoe
KNuHUYyeckoe HabniofeHne LEMOHCTPUPYET KpaiHe
TUMUYHbIE MPU3HAKM CapKOMbI C anbTepaunsMu reHa
BCOR B OTHOLLEHUM Kak MOPHONOrnMYecKom KapTuHbI U1
MMMYHOPEHOTUMA, TaK U KIIMHWYECKOr0 NOBEEHUS U
OTBeTa Ha Teparmio.

TaksKe, B COOTBETCTBUM C JaHHbIMW NUTEPaTYpbI 1
MCX0AA M3 COBCTBEHHOMO OMbITa, MOXHO CAENaTh BbIBOA,
4TO B OOJILLLMHCTBE CIly4aeB CapKOMy C anbTepaunsamm
reHa BCOR MOXHO OnarHOCTUpOBaTb Ha JOreHETUYECKOM
3Tane npu ConocTaBneHM MOPdIOSIOrMYECKON KapTUHbI
W XapaKTepHOro MMMyHodheHoTHMNa.

MCTOYHUK PUHAHCUPOBAHUA
He ykasaH.

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