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KJACCUDPUKAIIAA ONTYXOJEN MATKUX TKAHEX
BCEMUWPHOM OPTAHU3AIIUU 3IPABOOXPAHEHHU A

2020 TOJIA. OMTYXOJHW HEONPEJIEJEHHOM

JNPPEPEHIIMPOBKU
JlodpokayecTBeHHbIE
Muxcoma nHecnenuduimposannas (b{Y) 8840/0
KiterouHast MEKCOMa
ArpeccuBHasi aHTHOMUKCOMA 8841/0
ITneomopuas ruaaMHU3NPYOIIAst AHTUIKTATHYECKAst Oy XO0JIb 8802/1
Docdaryprueckas Me3eHXUMabHAs OMyXonb Hecrenudunuposansas (b1Y) 8990/0
IepuBacKysipHast SIUTEITHOHIHAS OITyXO0JIb, JI00pOKAaYeCTBEHHAS 8714/0
AHTHOMHOIHUIIOMA 8860/0
IIpoMesxyTouHbI€e (JJOKAJILHO arpecCHBHBbIC / MECTHOMHBA3HBHBIE)
I'emocuaepoTnueckas GuOpoIMIOMATO3HAS Oy XOJIb 8811/1
AHTHOMHUOJIMIIOMA, STTUTEIIMOUTHAS 8860/1
IIpomeikyTouHbIE (PEIKO MeTACTa3HPYIOIINE)
ArunmaHas GpuOpoKcaHTOMA 8830/1
Anrunomaronnas GuOpo3Hasi THCTHOLUTOMA 8836/1
Occudumupyrorast HuOpOMUKCOUIHAS OMyX0ib Hecnerduimponanuas (bJ{Y) 8842/0
CwmemanHas ormyxons HecneruimposanHas (1Y) 8940/0
CMeIanHas OIyXoub, 3J0Ka4ecTBeHHas1, HecrenuuuupoBanHas (BAY) 8940/3
Muosnurennoma Hecnienuduuuposantas (bJ1Y) 8982/0
3/10Ka4ecTBEHHBIE
Docdarypudeckas ME3eHXUMAIbHAS OIyX0JIb, 37I0Ka4eCTBEHHAS 8990/3
BeperenoknerouHoe HoBoobOpaszoBanne ¢ NTRK-peaparxuposkoit
CuHoBHanbHas capkoMa Hecriennuuuposansas (BY) 9040/3
CuHOBHANBHAS CapKOMa, BEPETCHOKJICTOUHAS 9041/3
CuHOBHaNpHas capkoma, ondasHas 9043/3
CuHOBHaJIBHAS capKoMa, HU3Koau b pepeHInpoBaHHas
DNUTENTNOUIHAS CapKoMa 8804/3
IIpokcumanbHas WK KPYITHOKJICTOUHAS SITUTEIIMOUIHAS CapKOMa
Kiaccnueckas snutennonHas capkoma
AnbBeosipHast capKkoMa MSTKUX TKaHel 9581/3
CaeTsokeToqHas capkoMa Hecriermpunuposansas (BY) 9044/3
BHeckeneTHas MUKCOHMIHAS XOHAPOCapKoMa 9231/3
JlecmorutactTiuyeckasi MEJIKOKPYIJIOKIETOYHAS OIYXO0Ib 8806/3
Pabnonnnas omyxons HecneruumposanHas (B1Y) 8963/3
[epuBacKyssIpHast SIUTEITHOHUIHAS OITyXO0JIb, 3JI0KaUYeCTBCHHAS 8714/3
WHTuManbHas capkoMa 9137/3
Occudunupyromast GuOPOMUKCOUAHAS OITYXONb, 3I0Ka4eCTBEHHAS 8842/3
MuosnurenuanbHas KapIHHOMa 8982/3




HemuddepenunpoBannas capkoma 8805/3

BeperenokierouHas capkoma, HeanddepeHunpoBaHHast 8801/3
ITneomopdras capkoma, HemudhepeHIpoBaHHas 8802/3
Kpymiokierounast capkoma, HenuddepeHunpoBaHHas 8803/3
HenuddepenunpoBaHHbie MeJKOKPYIIOKJICTOYHbIC CAPKOMBI KOCTel U MATKUX TKaHeH
Capkoma FOwunra 9364/3
Kpyrnoxnerounsie capkomsl co cnustausiMu EWSR1-ne-ETS 9366/3
CIC-peapamkupoBaHHAs capkoMa 9367/3
Capkoma ¢ reHeTHaeckuMu m3MeneHussmu BCOR 9368/3

BHYTPUMBIIIEYHAS MUKCOMA

Omnpenesienne

BHyTpuMmbImedHass MHKCOMa — JOOpOKadeCTBEHHAs THIIOLEIUTIONIpHAsT
OIyXOJIb MSTKUX TKaHEH, coCTosImas U3 «OE3JIMKUX» BEPETEHOBUJIHBIX KIIETOK,
PacCIONIOKEHHBIX B 00BIYHO OOMIIbHOW MUKCOMTHOM M THIIOBACKYJISIPHOM CTpOME.

Komnposanue no MKB-O

8840/0 Mukcoma necnienuduimposannas (bAY).

Konuposanue no MKb-11

2E84.7Z u XH6Q84 JloOpokavyecTBeHHas GpuOporeHHas uiu MuoduoporeH-
Has OITyXOJIb HEyCTAHOBJICHHOW JIOKanM3auuu 1 Mukcoma HecnenuduuupoBaH-
nas (B1Y).

Cpsi3aHHas TEPMHUHOJIOTUS

Jomyctumo yrnorpedieHre TEpMIHA KIeMmoyHdas MUKCOMA.

oaTun(sr)

Knerounas mukcoma.

Jlokanu3zanus

Hawubonee pacipocTpaHeHHBIME MECTAMH JIOKAIN3AINH SBISIOTCS KPYITHBIE
MBI Oeapa, 1ye4a, ITOAULBI U BEPXHEH 4acTH PyKH.

Kiaunnveckue ocodeHHOCTH

BHyTpHMbIIIIeUHass MUKCOMA — MEIJIEHHO pacTyias 0e3001e3HeHHAst Oy XO0JIb.
Ha MPT ona sipkast Ha T2-B3BEIICHHBIX H300paXKCHHUIX U UMEET 0oJiee HU3KYIO
MHTEHCUBHOCTb CUTHAJIA [10 CPABHEHHIO CO CKEJICTHBIMU MBIILIAMU Ha U300paxe-
HuX T1. BHyTprMBIIIEYHbIE MUKCOMBI B OCHOBHOM SIBJISIIOTCS CIIOPaINYECKIMH,
HO MOT'YT BO3HUKATh B COUETaHUU ¢ (GUOPO3HON NUCIIIa3Hell, KOTopas yale BCEro
HOCHT TIOJIMOCCANIBHBII XapaKTep, — COCTOSHUE, Ha3bIBAEMOE CHHApOMOM Ma3zabpo.
IIpu cunnpome Ma3zabpo MUKCOMBI 4aCTO OBIBAIOT MHOXKECTBEHHBIMHU.

DnuaeMHOJIOTUs

BHyTpuMmbliieuHass MUKCOMa OOBIYHO MOPAXKAET JIFOJCH CpPEeAHEro Bo3pacra
(40-70 net) u yare KEHIIMH (COOTHOILICHNE MY>KYHHBI : yKeHIuHbI 0,3 @ 1).
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ITHoNOrUA

HenzsgectHa.

ITaTorenes

AxruBupyromas toueunast Mmytauus B GNAS (9k30HbI 8 1 9) o0HapyxKUBa-
ercst ipu Oonee ueM 90 % cropaandeckux BHYTPHMBIIICUHBIX M KIETOUYHBIX MUK-
COM, a TaKke B ciiy4yae cuHapoma Masadpo. Myratuu B GNAS npuBoasT K nocie-
nyromeit aktuBarun FOS (c-FOS).

Maxkpockonu4ecKuii BUX

Pasmep omyxosnu kosebnercs ot 5 1o 10 cM, ofHaKO OBUTH 33 JOKyMEHTHPOBA-
HbI 00pa3oBaHus pazmMepoM J1o 20 cM. bosee KpymTHbIME OOBIYHO SBJISIOTCS KIETOY-
HBIE MUKCOMBI. XOTS 3TH OIyXOJIH Ka)KyTCsl XOPOLIO OuepUeHHBIMH, ITPU ONvKai-
LIeM PaCCMOTPEHHMU MOTYT OBbITh OOHApY)KEHbl HEUETKHE I'PAHMIIbI, TJIE OITyXOIlb
CIIMBAETCSl C OKPY’KaloIIel ckeineTHo Mprmieil. [loBepXxHOCTH pa3zpes3a cTyaeHn-
cTasi, JI0JIk4aTas, ¢ KUCTO3HBIMU Y4aCTKaMH, 3all0JIHEHHBIMU XKHJIKOCTBIO (pHc. 1).

1’ 2
-

5

Puc. 1. BHyTpuMBIIIeuHas MEKCOMa, COCTOSIIAs U3 PO30BO-CEPOIi CTYACHUCTOH MacChl C BHYT-
PEHHUMHU HEKXHBIMH (pUOPO3HBIMU TIPOCIONKAMH, C HEOONBIIMMH KHCTO3HBIMU yYacTKaMH,
3aIIOJIHEHHBIMU CIIM3HCTON JKUIKOCTEHIO

I'mcromaroorust

Knaccuueckass BHyTpUMBIIICUHAss MUKCOMA TPEACTABISIET COOOM IMTOJNO-
THYECKH OZHOOOpa3Hoe («Oe3JIMKOe») TMITOLEIUIIONIIPHOE 00pa3oBaHUe, COCTOsI-
ee U3 MOHOMOP(HBIX KJIECTOK BEPETEHOBUIHOW WJIM 3BE3A4aroil POPMBI C OJI-
HOPOIHBIMU MEJIKAMH OBAJbHBIMU SIIPAMH U HEUETKOH ONeIHO-203UHOPUIBHON
LUTOIIA3MOM, PACTIONIOKEHHBIX B OOMILHOM MUKCOUIHOM cTpome (puc. 2). BuaHbl
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TOJIBKO PEIKHE KPOBEHOCHBIE COCYNBI KAMJUILIPHOTO TUMA. B cTpoMe BO3MOXXHBI
KHCTO3HBIC U3MEHEHUs M Bakyonu3anus. Hekpo3sl u MutoTuueckue Gurypsl He
HaOmonatoTes. [1o kparo mopaxeHHUs 4acTo OTMEUAeTCsl OIyXoJeBasi HHOUIBTpa-
LUST MEXKJLy OTJEJIbHBIMHM KJIETKAMU CKEJICTHBIX MBI M BOKPYT HUX. [lonTurmbt
OITyXOJIM UMEIOT TUTIEPKIIETOUHbIe 00nacTH, 3anumaronme 10-90 % HoBooOpaso-
BaHMS. DTH OIYyXOJH XapaKTEPU3YIOTCsl YBEJIMYCHHBIM KOJINYECTBOM KJIETOK U 3a-
METHO BBIPa)KEHHBIM COCYITUCTBIM PUCYHKOM C COCYIaMH KallHJULIPHBIX Pa3sMepOB,
MHOT/Ia TOJICTOCTEHHBIMH, MECTaMHU B 0OJiee KOJUIAareHU3MPOBAHHOM OKPYKCHHUH.
MHWUTO3BI OY€Hb PEIKH, a TIIEOMOP(H3M HIIH HEKPO3BI OTCYTCTBYIOT.
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Puc. 2. BepeTeHOBHIHbIC 1 3BE319aTON (POPMBI KICTKH OIYXOJIH B MUKCOHHOW CTPOME

Wuorna MoxeT HaOmonaTsCst MOP(OIOrHIECKOe CXOACTBO MEXKIY KIETOUHOM
MHUKCOMOH ¥ MUKCO(UOPOCAPKOMOM HU3KOW CTETIEHH 3JI0Ka4eCTBEHHOCTH (TaKKe
MPY HIMMYHOTHCTOXUMHUYECKOM HCCIIEIOBAHHN ), XOTS sIIepHAst aTHITUS U THITEPXPO-
Ma3usi OOBIYHO MOMOTAIOT WCKIIOYHUThH OJIHY M3 HUX. MIMMYHOTHCTOXMMHMYECKH
ormyxoneBbie KIeTKH 00b1dHO CD34-1m0I0KHUTENbHBI U PEIKO OKPAIIUBAKOTCS Ha
SMA. Okpacka Ha Desmin n S100 naeT orpunarensHblil pesynsrar. Yacto BcTpe-
YarTCS MYJIBTH(QOKAIBHO pacCesiHHbIC MyI(aru, UMMyHoIo3uTHBHBIC K CD163.

uronorus

He nmeeT KIMHIYECKOTO 3HAYCHUSL.



MouaekyJisipHasi AMarHOCTHKA

Amnanus myrtauuii GNAS MoxeT ObITh MOJE3HBIM METOJOM JUist TU(epeH-
LUPOBKU KJIETOYHOH MUKCOMBI 1 MEKCO(HOPOCAPKOMBI HU3KOH CTENEHH 3JI0Kade-
CTBEHHOCTHU B IMAarHOCTUYECKHU CJIOKHBIX CIIydasX WIN IPU OIPAHUYCHHOM KOJIU-
4YeCcTBE OMOINICUITHOTO Marepuania.

OcHoBHBIE U KeJIaTeJIbHbIE JUATHOCTHYECKHE KPUTePUHU

OcHognvle: BHYTPUMBIIIEUHOE 00pa30BaHKE y B3POCIBIX JIIONSH CPEIHETO
BO3pacTa, MPEUMYIIECTBEHHO Y JKCHIIMH; TUIOLEIUTIONApHAas MUKCOUHAS OIly-
XOJIb, COCTOSIIAsI U3 OJHOOOPA3HBIX BEPETEHOOOPA3HBIX KJIETOK; HEMPHMETHBIC
COCy/IbI; OYaroBasi HEJECTPYKTUBHAs WHQUIBTPALUS TPUIETAIOUIMX CKEJIETHBIX
MBIIIL; OTCYTCTBUE SJCPHON aTUIMU, MHUTO30B U HEKPO30B; KICTOYHBIA TTOATHII
“MeeT OOJBLIYI0 KOHIEHTPALHUIO KJIETOK M YYaCTKHU C BBIPAXKEHHON KOJIJIareHu3a-
yei CTPOMBI M YBETHUEHHON BaCKYISIpHU3aliueH.

JKenamenvuvie: oOHapyxenue mytauuit GNAS (B OTHeNbHBIX CiIydasx).

CraaupoBanue

He nmeer kIMHUYECKOTO 3HAYCHUSL.

IIporuos

Knaccuueckast BHyTpUMBIIIIEUHAsE MUKCOMA, KaK ITPABUJI0, HE PELUINBUPYET,
B TO BpeMs KaK KJIETOYHBIH MOITHII MMEeT HEOONBIION PUCK JIOKAIBHOTO Hele-
CTPYKTUBHOT'O pELM/IMBA. 3I0Ka4€CTBEHHOH TpaHC(OpPMALIMK HE IPOUCXOIUT.

OKOJIOCYCTABHASI MUKCOMA

Omnpenenenue

OxonocycTaBHasi MUKCOMa — pezikast 100poKayeCcTBeHHast MUKCOMHAS OITy-
XOJIb MSITKUX TKaHEeH, MOP(POIOTHUECKH CXOIHASI C BHY TPHMBIIICYHOH/KIETOUHON
MukcoMoii (Ho 6e3 mytamuu GNAS), 0ObIYHO BO3HUKAOLIAs BOIM3U KPYIHBIX
CYCTaBOB.

Komnposanue no MKB-O

8840/0 Mukcoma Hecnieuudunmposannas (BAY).

Konuposanue no MKB-11

2E84.7Z n XH6Q84 JloOpokauecTBeHHass pUOpOreHHass Wik MHOGUOpOreHHas
OITyXOJIb HEYCTAHOBJICHHOM JIoKaiM3auuu 1 Mukcoma Hecriennduimposannas (BY).

Cpsi3aHHasi TEPMUHOJIOTUSI

Jlomyctumo ynorpebiaeHne TepMUHa nepuapmuKyIapHas MUKCOMA.

MoaTumn(n)

Her.

Jlokaau3zanus

OxkoJsocycTaBHast MUKCOMa OOBIYHO BO3ZHHKAET PSJIOM C KPYIHBIMH CyCTa-
BaMH, NpPUYEM KOJIEHHBIH CycTaB SBIseTCS Haubojee YacTo MOpakaeMbIM
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yaacTkoM (Oomee 85 %). [lpyrue mecra JOKaaM3aluu: IUIEUO, JIOKOTh, Oenpo u
JIO/IBKKA, & B PEIKUX CIIydasx — BHCOYHO-HMIKHEUESITIOCTHOM CycTaB.

Kiaunnveckue ocodeHHOCTH

VY nanueHToB 00bIYHO B HEMOCPEACTBEHHOM OMU30CTH OT KPYITHBIX CYCTaBOB
HAOJIOIACTCs MIPUITYXJIOCTh WIIM HOBOOOPA30BaHUE, KOTOPOE MOXKET OBITh 4yB-
CTBUTEIBHBIM HJIM OONE3HEHHBIM. [IPOIOIKUTETBHOCT CUMIITOMOB KOJSOIETCSI
OT HECKOJBKHX HeIelb J0 HECKOJBKHX JIeT. Busyanmsupyronme HcciaeJoBaHus
AHAJIOTUYHBI TAKOBBIM [IPU BHYTPUMBIIIIEYHOH MUKCOME.

DNuAeMHOJIOT U

OTH MOpPaKESHUsI BCTPEUAIOTCS B IIMPOKOM BO3PACTHOM JMAMA30HE, B TOM
qHCIIe U3peska y AeTel, HO OOBIYHO Y MAlEHTOB HA IISITOM M LIECTOM JECSTHIIC-
THUSIX JKH3HH, C MPEOOIaJaHueM Y MYKUHH.

dTHoN0THSA

Y GonbUIMHCTBA MAIIMEHTOB THOIOTHSI HEU3BECTHA. Y MEHBIIISH YacTH malu-
€HTOB B aHaMHe3€e OBUTH TPaBMBI WITH OCTEO0APTPHT, YTO MOKET OBITH COBIIAJICHUEM.

IIaTorene3

Hewussecren.

Maxpockonu4yecKkuii BUJ

Pasmep omyxomnu 00bIuHO KoOsIebeTcs oT 2 10 6 ¢M, HO ObUIM ONHCAHBI CITY-
4au, Koraa onyxosb gocturana 13 cm. [ToBepXHOCTh pa3pesa CTyIeHUCTast U MHK-
coupnas. OObIYHO HAOIOIACTCS KUCTO3HAs iereHeparus (puc. 3).

Puc. 3. OxonocycraBHasi MUKCOMa

I'mcTomarosorust

OnyxoJib, KaK MPaBHUJIO, THUIOLEIUTIONSIPHAS U COCTOMT M3 OXHOOOPa3HBIX
BEPETCHOBUIHBIX KJIETOK C OJHOPOJHBIMM OBOUIHBIMHU sIpaMH, HE3aMETHBI-
MH SZIPBIIIKAMH M OJICZIHO-303MHO(DMIBHOW HUTOIUIA3MON, PACTIOIIOKESHHBIX
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B T'MITOBACKYJISIPHON MUKCOUAHOM cTpoMe (puc. 4). MOXKHO HAOIOaTh TOBBIIICH-
HYIO KJIETOYHOCTH (aHAJOTHMYHO KJICTOYHOII MHKCOME), OJJHAKO MHTO3BI PEIKU.
B GonbmmHCTBE ciyyaeB MOXKHO YBUJETH KHCTOIOIOOHBIE MPOCTPAHCTBA, BBICT-
JIAHHBIC TOHKUM cJioeM (GuOpuHa mim 6osee TOJICTHIM cI0eM KoyutareHa. Omyxoib
IUIOXO OYepUeHa, YTO MPOSBISETCS MHOUIBTpanueld B OKPYKAIOIIYIO KHPOBYIO
WM CYyXOKHJIBHYIO TKaHb. B psne ciydaeB MOryT HaOIOAAThCs KPOBOTCUCHUS,
XPOHHUYECKOE BOCIMAJICHNE U OTIIOKEHUE TeMocHIepuHa/pubpuHa, BeposiTHO, 00y-
CJIOBJICHHBIC TPaBMOH. DTH PEAKTUBHBIC N3MEHEHHMS TAKKE BOSMOXKHBI TIPH PELIU-
JUBUPYIOLMINX OIyXOJsX. IMMYHOTHCTOXMMHYECKH MOPaKEHHBIE KIETKH MOTYT
skcnpeccupoBars CD34 n/umn SMA. Peakuust Ha S100 orpunarensHa. Moryt
npucytcTBoBarh CD163-1103uTHBHBIC MyIU(aru.

uToJorust

He nmeeT KITMHUYECKOTO 3HAUCHUSL.

MonekyJsipHasi JMarHOCTHKA

B oTinume oT BHYTPHMBIIIEUHBIX MHKCOM, OKOJIOCYCTaBHBIE MHKCOMBI He
nmeror myrtanuit GNAS.

Puc. 4. BepeTeHOBHIHbIE KJIIETKH B TMIIOBACKYIISIPHON MUKCOUIHON CTpoMe



OCHOBHBIE U KeJIaTeJIbHbIe AHATHOCTHYECKHE KPUTEePHH

Ocnognble: OpaXaeT MArKHE TKaHU BOKPYT KPYITHBIX CYCTaBOB, Yallle BCETO
KOJICHHOTO cycTaBa (CBbIIIE 85 %); THITOLEIUTIONIpHAST MUKCOUIHAS IUTOJIOTHYe-
CKH 0JJHOOOpa3Hasl OIlyX0Jjb; HH(UIBTPATUBHBII XapakTep pocTa.

Kenamenvhvie: orcyrcTBue MmyTtanuii GNAS (B OTIETBHBIX CIydasix).

CragupoBaHue

He nmeeT KIMHIYECKOTO 3HAYCHUS.

IIpornos

MecTHBII penuaAnB BO3HHKAET Y TPETH MAllEeHTOB, HHOTAA Yalle OIHOTO
pa3a. 3110kaueCTBEHHON TpaHC(HOPMALIUY HE TIPOUCXOAUT.

IMTYBOKAS (ATPECCUBHAS) AHTHOMHNKCOMA

Onpenesienue

I'myGoxas (arpeccuBHasi) aHTHOMUKCOMa — MHGUIBTPATUBHOE J0OpOKade-
CTBEHHOE MUKCOHMJHOE HOBOOOPa30BaHHE M3 BEPETEHOBUIHBIX KIETOK, KOTOPOE
BO3HHKACT B NIyOOKMX MSTKUX TKAaHSIX Ta30BOIO JHA.

KonupoBanue no MKB-O

8841/0 I'myboxast (arpeccuBHast) aHTHOMHKCOMA.

KomnupoBanue no MKb-11

2F7C n XH9HK9 HoBooOpa3oBaHUsl HEOIPEIEICHHOIO MOBEICHUS COEAU-
HUTEJBHOMN WITH IPYTO MSTKOM TKaHU M AHTHOMHKCOMA.

Cesi3aHHAs TEPMHHOJIOTHUS

JomycTtumo ynoTrpeOieHne TEPMUHOB 27Y00KAs AHSUOMUKCOMA, A2PecCUBHAS.
AH2UOMUKCOMA.

MMoarumn(sr)

Her.

Jlokaau3zanus

I'myOokasi aHTHOMHKCOMa OOBIYHO BO3HHKACT B IIyOOKMX MSTKHX TKaHSIX
Ta3a ¥ 00JIaCTH MPOMEKHOCTH, B TOM YHUCIIE B BYJIbBOBaIHAIBHBIX MATKHX TKAHIX
y *KCHIIUH ¥ ITaXOBO-MOIIOHOYHBIX — Y MYXYHH.

Kiaunnveckue ocodeHHOCTH

VY nanueHToB 0OBIYHO HAOIIOAACTCS MEIUICHHO pacTyliee, NIyOoKo 3ajera-
roiee O6e30o0ne3HeHHOEe 00pa3oBaHue. [lopaeHusT HHOTIA MOTYT OBITh CBSI3aHBI
C HEOIpEeJeIeHHbIM AUCKOM(OPTOM, OOJIBI0 WU COMYTCTBYIOIIUMU CUMIITOMA-
MU BCJICICTBUE TaBJIEHHS OIYXOJIH Ha cocenHue opransl. MPT MoxeT BBLIBHTH
BHYTPEHHIOIO CJIIOUCTYIO CTPYKTYPy HOBOOOpPa30BaHHUs (TaK Ha3bIBAEMbIH IPU3HAK
3aBUXPCHUS).
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NHUIeMHOIOT Ul

I'myGoxasi aHrMOMHUKCOMa HAOJIIOJAETCsl y MAllUEHTOB B IIMPOKOM BO3pacT-
HOM JIMara3oHe, ¢ IIMKOM Ha YeTBEPTOM-TIATOM JIECSTHUIICTHH JKU3HHU, ropasno 00-
JIE€ 4ACTO BCTPEUACTCS Y HKEHILUH.

ITHOJI0THSA

HewussectHa.

ITaTorenes

B arpeccuBHOl aHTHOMHMKCOME ITPeo0iIajatoT KapuoTUIIMYeCcKue abeppaluy,
3arparuBaroime oomacte xpomocomsr 12q13-ql5. Tlepecrpoiiku mokyca HMGA2
(12q14.3) Obn unentupunuposansl MetonoM FISH ¢ coorBercTByromeit ycu-
JIeHHO# perynsiiuedt Tpanckpuriun HMGA2 n abeppaHTHOM SKCIpeccHei, moj-
TBep>kAeHHOH ¢ momoiplo RT-PCR 1 MMMyHOOKpalIMBaHUSL B HEKOTOPBIX HC-
ciefioBaHusAX. BBUIO MOKa3aHo, YTO TeHOM-MHUIIeHbIO siBisercss HMGA2 (panee
o6o3HaueHHbli kak HMGIC) — crpyxkrypaslii anement JJHK, BaxkHbli 715 pery-
JISIIAU TPAHCKPUIILUH, KOTOPBIN OOBIYHO HE DKCHPECCHPYETCS B HEOIyXOJIEBBIX
TKaHsIX B3pOCIIOro uenoseka. AGeppanTtHas sxkcnpeccus oenka HMGA?2 Taxoke Ha-
Oxroaercst B Ipyrux ME3eHXMMAaJbHBIX OITYyXOJSIX, TAKUX KaK JIMTIOMA, JIETOYHAsT
XOHJPOUHAsA raMapToMa U JielloMuoMa MaTK|, ¢ aHAJIOTHYHBIMU XPOMOCOMHBIMU
abeppanussMu. MoJIEKyJISIpHBIH MEXaHU3M a0eppaHTHOM SKCIPECCHU MPE/ICTaB-
JISieTCsE MHOTO()AKTOPHBIM ¥ 3aBUCSIIMM OT OITyXOJIM; B HEKOTOPBIX CIy4asx IITy-
Ookasi (arpeccHMBHAas) aHTHOMHKCOMAa BO3HMKACT M3-3a MPOAYKIIMH TPAHCKPUIITA
CIIUSIHUS, TOTZA KaK B JIPYIHX CllydyasX FeH MHTAKTeH, HO JEMOHCTPHUPYET Hepe-
TYITHPYEMYIO SKCIIPECCHIO MOCPEICTBOM M3MEHEHHH, 3aTPAaruBaOMINX 5'-peryis-
TOPHYIO0 0071acTb WM 3'-HeTpaHCIupyeMylo o0aacTb. HesicHo, kak skcnpeccust
HMGA?2 npuBoauT K pa3BUTHIO OMYXOJIH, HO, TPEATIONIOKNATEIHHO, H3MEHEHHAS
TPAHCKPHUIIIUS TCHOB-MUILIEHEH SBJISCTCS MOTEHIIMAIBHBIM MEXaHU3MOM.

Makpockonuveckuii BUjg

I'myOokue aHrMOMMKCOMBI OIMCBIBAIOTCS IO-Pa3HOMY: KaK KOpUUYHEBa-
TO-)KENThIe MSTKHE WM CTYICHHCTBIE MAacChl C IIOXO OYEPUYECHHBIMH KpPasSMH.
Omyxony UMEIOT pa3Hble pa3Mepbl, HO OOJBIIMHCTBO U3 HUX HpeBbiacT 10 cm.
VY peluIuBUpYIOLIMX OMYXOJeH BO3MOKEH 00JIee BOJIOKHUCTBIA BUJI, TTOCKOJIBKY
OHHU MOT'YT OBITh aCCOLMHMPOBAHbBI C PyOLIOBOI TKaHbBIO (pHUC. 5).

I'mcronarosiorus

I'myGoxasi aHTMOMHKCOMa COCTOMT M3 BEPETEHOBUIHBIX CTPOMAJIbHBIX KIle-
TOK U BBIP@)KEHHOTO COCYIHCTOTO KOMITOHEHTA, PAcIIONOKEHHOTO BHYTPH OOHIIb-
HOT'O MUKCOUIHOTO MaTpukca (puc. 6). [Ipu ucciaenoBanuy Ha MajioM yBEJIUYEHUU
OHa OTHOCHTEJIBHO TMIOLEIUTIONSPHAS, & COCYIBI, 0OBIYHO CPETHETO WIIN KPYITHOTO
pa3Mepa, yalle BCEro paBHOMEPHO pacIpeelie bl 110 Beeil omyxouu. OmyxoieBble
BEPETEHOBUIHBIE KJIETKH UMEIOT TOHKHE J03MHO(PMIbHBIC OUITOISIPHBIE OTPOCT-
KH, s1{pa 0IHOOOpa3Hble, OBOUAHBIE I OKpYIIble. CTEHKU COCYJ0B MOT'YT ObITh
THaJIMHU3APOBAHBI M HIMETh NEPUBACKYJSIPHYIO KOHIICHTPUYECKYIO KOHCHCAIUIO
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KOJUTAareHOBBIX BOJIOKOH. Kpome Toro, rpymrbl 0osee 303UHOQHIBHBIX IJ1a]IKO-
MBILICYHBIX KJIETOK (TaK Ha3bIBAEMbIE MUOM/IHbBIC MYyYKH) OOBIYHO HAOIIONAIOTCS
B CTPOME BOKPYT COCY/IOB.

Puc. 5. I'myGokas (arpeccuBHasl) aHTHOMHKCOMA: IUIOXO OYepUeHHOE 0Opa3oBaHME C Tpy0oit
nH(UIBTpaIeil OKPYKarOMIUX MATKUX TKaHel. [IoBepXHOCTE pa3pesa 1onbdaTas, Cepo-KOpHI-
HEBasl, CTYACHHCTAs

Puc. 6. MukcouaHas CTpoMa, pasHOKaJIUOEPHbIE TOHKOCTEHHBIE M TOJCTOCTEHHBIE COCY/IBI,
MHOHU/IHBIE ITy4YKH BOKPYT COCY/IOB
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Omnyxons nHGUIBTPaTHBHAS, ¥ OBIBACT TPYAHO ONPENETUTH TPAHUILY C OKPY-
JKAIOIIMMH HEOITyXOJIEBBIMU MSTKMMHU TKaHSIMHU. BepeTeHOBUIHBIC KIETKH 00bIY-
HO MOJIOKUTENIbHBI Ha Desmin (vame auddysHo, yem GokaibHO), U OHU MOTYT
ObITh nonokuTeabHbIMUA Ha CD34 u SMA; nonoxutenbHas peakuust K SMA vare
BCETO HAaOIIONAeTCsl B MHOHMIHBIX ITydKax. BepeTeHOBUIHBIE KIIETKH TaKKe YacTo
SIBIISIFOTCS TIOJIOXKHUTEIBHBIMU ITpu OKpacke Ha ER u PR (00b14HO € 3Kcnipeccueii ot
YMEpPEHHOH 110 BeIpakeHHOH, 6onee 50 % simep). HMGA?2 siBisieTcst 4yBCTBUTEINb-
HBIM, HO HE COBCEM CHEelHU(UUHBIM MapKEPOM IITyOOKOH aHrMOMUKCOMBI (puc. 7).
brina ommcana momoxkutensHas peakius Ha CDK4, nHo ne na MDM2; cnenyer
orMeTHTh, yTo CDK4 Haxoaurcs B Toii ke obnactu, uto 1 HMGA2 Ha 12q.
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Puc. 7. Ummynorucroxumuueckoe okparmanue ¢ HMGA?2 (simepHoe): BbIACICHHbBIC HHPUITb-
TPaTUBHBIC BEPETCHOOOPA3HbIC KICTKU

urosnorus

He umeeT KIMHHUYECKOTO 3HAYCHUSL.

MouaekyJisipHasi AMarHOCTHKA

He umeeT KIMHUYECKOTO 3HAYCHUSL.

OcHOBHBIE H KeJIaTeJIbHbIe JUATHOCTHYECKHEe KPUTEPUHU

Ocnognple: cnabo OTTpaHMYEHHOE HOBOOOPA30BaHUE, OTHOCUTENIBHO THIIO-
LEIUTIOISIPHOE ¢ OOMIIBHBIM MHMKCOHMIHBIM MaTPHKCOM; OJHOOOpa3HBIE BEPETEHO-
BU/IHBIE CTPOMAJIbHBIC KIIETKH C 03MHO(QMILHBIMU OTPOCTKAMHU; COCY/IbI CPETHETO
1 KPYyITHOTO KaJauOpa, 9acTo ¢ THATMHU3UPOBAHHBIMY CTEHKAMH; CKOTICHHS TJ1a KO-
MBIIIEYHBIX KJIETOK (MHOMIHBIX MYYKOB) BOIHM3U COCYI0B; Desmin-mo3uTUBHOCTb.

KenamenvHule: acTo nonokutenbHas peakus Ha HMGA2.
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CraaupoBanue

He uMeeT KIMHUYECKOrO 3HAYCHUSI.

IIporuos

MoxeT BO3HUKHYTb MHBAa3UBHBIA MECTHBIH PEIMIUB, XOTS 3TO MPOUCXOAUT
ropaszio pexe, 4eM NepBOHAYIBLHO MTPEATIONArasoch, 4TO OTPAKEHO B M3MEHEHHU
TEPMHUHOJIOTHH C «arpeCCUBHOW» Ha «TIIyOOKYI0» aHTMOMHKCOMY, IPUYEM T10-
cieqHee 0003HAUYCHUE BBIOPAHO JIJIsl OTpaKeHHs TI1yOuHBI mopaxenus. Yacrora
peuuauBoB Bapbupyercs oT 9 1o 50 %. DTOT WMPOKUI Juana3oH OoTpaxaeT
HEONPEIEIEHHOCTh B OTHOIICHUH COCTOSHHUSI Kpasi OIMYXOJH, IMOCKOJIBKY T'pa-
HUIY OIYXOJHu ObIBae€T TPYAHO onpeaeiauThb. boiee omxHOro peuuauBa BCTpe-
yaeTcsi o4eHb penko. OxpamuBanue HMGA2 moxeT ObITH MOJE3HBIM TIPH
onpeieseHUH rpaHull. PenunBupyomume ommyXoiH, 3KCIPeCCUpYOIne peLer-
TOPBI TOPMOHOB, YCTICIITHO JEYHIINCh XUPYPIrUUECKUM ITYTEM U aJbIOBAHTHBIMU
ananoramu GnRH.

ATUTINYHAS ®PUBPOKCAHTOMA

Onpenesienue

Arunnunas ¢pudpoxcanroma (ADK) npeacrapisieT co00i KOXKHOE ME3CHXU-
MaJIbHO€ HOBOOOpa3oBaHUE ¢ HeompeaeieHHoN auddepeHIMPOBKO, pa3BUBaO-
I1€€Csl B MIOBPEXKACHHBIX COJHIIEM Yy4acTKaX KOXHM, KaK U INIEOMOpGHas KOXKHas
capkoma. OIyxoJH, KOTOpbIEe COOTBETCTBYIOT CTPOTUM JANArHOCTHYECKUM KpHUTe-
pUsAM, KaK IPaBUIIO, BEAYT ce0sl JOOPOKAYECTBEHHO.

KomnupoBanue no MKB-O

8830/1 Arunuunas ¢pubpokcaHToMa.

KonupoBanue no MKb-11

2F72.Y [lpyrue yTrouHEeHHbIE HOBOOOPA30BaHUs KOXKU HEOIPEIEICHHOTO HO-
BezieHus (arnnuyuHast GuOpPOKCaHTOMA).

Casi3aHHas1 TEPMUHOJIOTHSI

Her.

HoaTun(sr)

Her.

Jlokanu3zanus

A®DK Bo3HMKAET MPENMYIIECTBEHHO B TMTOBPEXKJICHHOMN COIHIIEM KOXKE€ TOJIO-
BBl U 11I€Y, B TO BPeMsI KaK KOHEUHOCTU IOPAXKAIOTCSI PEAKO.

Kiaunnveckue ocodeHHOCTH

AOK npencrasisier coO0l OIMHOUHBIN ObICTpOpacTyIIuil SK30(UTHBIH Ky-
M0JI000pa3HbIN Y3€JI0K, OOBIYHO B JMAMETPE MEHEE 2 CM, YacTO U3bSI3BICHHBIN.
HoBooOpa3zoBaHus KpacCHOTO, TEIECHOIO WU FOIy0OBAaTO-KOPUUHEBOTO 1IBETA.
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NuIeMHOI0T s

AO®K mnpencrasiser co00il pekoe Me3eHXMMaJIbHOE HOBOOOpa30BaHUE, KO-
TOPOE Yalle BCETo BCTPEYaeTCsl B TOBPEKIAECHHOM COTHIIEM KOYKE ITIOYKHIIBIX ITaIlHeH-
TOB 0€J10H pachl; My>KUUHBI IOPAKAIOTCA Yallle, YEM XKEHIUHBL. VICKIIOUUTENbEHO
penko coobranock 0 ADOK y MOJIO/IBIX MAIMEHTOB C MyTAILIUEH 3apOIbIIICBO JIH-
Huu TP53 niu ¢ nurMeHTHOH KCepoaepMoii.

ITHOJI0THSA

VnbTpaduoneToBoe U3Iy4YeHHE HIpaeT BEAYLIyI0 poib B pa3Butun ADK,
ObUTH OOHApYKEHBI CBsA3aHHbIC ¢ HUM MyTauuu B TPS53. Penko A®K nHabnromaer-
Csl B y4acTKaX KOXKH, paHee MOJBEpPraBIIMXCs Jy4eBOH Tepaluu, U y NalueHTOB
C UMMYHOCYTIPECCHEH.

IlaTorenes

Cuwuraercst, yto myTaius TPS53, BeI3BaHHAs yabTpadroIeTOBBIM 00IyUCHHU-
€M, SIBJIETCS MaTOreHeTHYecKu BakHoi. B ADK BeIsBIsIeTCs aHOMalIbHOE HAKO-
menne pS3 u xapaktepHsli martepH mytannu TP53. Muorne AOK umeror nene-
LIUH, HO B HUX OTCYTCTBYIOT MyTanuii B renax HFTAS, KRAS u NFIAS, B otiuuune
ot HeauddepeHIPOoBaHHOH TIeOMOPHHOIN capkOMbL. B 0CTaIbHOM aKTHBHPYIO-
e MyTtanuu B rpomotopHoi obnactu reHa TERT, wacteie mytanuun NOTCHI1
u FAT1 u cxonnbrit npoduis metunuposanus JJHK npu ADK u muieomopdHOi
CapKoMe KOXH IPEIoIaraoT TECHyI0 B3aUMOCBS3b.

Maxkpockonnueckuii Bujg

A®K — X0poIIOo OuepUEHHBIE Y3JI0BbIE MM MOIUIOBUAHBIE OIIYXOIH JEp-
MBI. YacThIM IPU3HAKOM SIBISIETCSI M3BSI3BICHHE dITHIepMuca (puc. 8).

a 0

Puc. 8. Arunmunbie GHOPOKCAHTOMBI C N3bA3BICHHEM JIIHACPMHICA!
a — y3710Basi; 6 — MOIMITOBHU/IHAS

T'uctonarosiorus

I'ucromaronormueckue xkpurepun st nuaraoctukn A®K momkHbBI cTporo
BBITOJIHATHCS, U JIMArHO3 HUKOTJA HE JOJDKEH CTABUTHCS TOJIBKO Ha OCHOBAHUU
Onornicuy wiaM 0e3 WCIONb30BaHMS MaHEeTH WMMYHOTHCTOXHMHUYECKUX AHTHTEIL.
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A®K mnpencrapisier cobol MHTpaJAepMaIbHOE, OOBIYHO CHMMETPHYHOE U XOPO-
110 OYEPUEHHOE KJIETOUHOE HOBOOOpa30BaHKE O€3 BOBICUEHMUS OIKOKHON KIIeT-
yarku (puc. 9). YacTbl U3b3BICHHUS U 00pa30BaHHE «BOPOTHUYKOBY» M3 THIIEP-
I1a3UPOBAHHOIO SMUAEPMHUCA. DTU KIIETOYHblE HOBOOOPA30BaHUS COCTOST U3
IUTACTOB U ITyYKOB, Yallle BCErO MOJUTOHAIBHBIX MM THCTHOLMTOUIHBIX KIETOK
C BBIPOKCHHBIM TJICOMOP(PU3MOM, YBETHMYCHHBIX U ATUITMYHBIX BEPETCHOBHIHBIX
W JIUTENHOUIHBIX KIETOK, a TaKKe BapHaOEeNbHOTO KOMMYECTBA aTUITHYHBIX
OIYXOJIEBBIX MHOTOSEPHBIX TMTaHTCKUX KieTok (puc. 10). Heomnactuyeckue
KJIETKH COAEP)KaT YBEIMUYCHHbIE aTHUITMYHBIC, BE3UKYJISIPHBIE WIIH THIIEPXPOM-
HBIC SJpa, MPHUCYTCTBYIOT MHOTOYHCIICHHBIC MHUTO3bl (BKJIIOYAs aTUIIHYHBIC
(dhopmpi). o onpeneneHN0 HEKPO3 OMyXO0JH, TUM(OBACKYIISIpHAS H/HIIH TICPH-
HeBpajbHas, a TaKXKe MOAKOXKHAs MHBAa3Usl OTCYTCTBYIOT. MOI'YyT IPUCYTCTBO-
BaTh pacCessHHbIE BOCTIAJIIUTENIbHBIC KIETKH, MHOTOYHCICHHBIE COCY/BI U y4acT-
KU KPOBOM3JIUSHUS.

Crenududecknii MMMyHOTHCTOXMMHuUeckui Mapkep ADK HeusBecTeH,
M JUIS UCKJIFOYEHHMS JPYTUX HOBOOOpa30BaHHH HEOOXOIMMO HCIIONB30BATh IIU-
pokyto maHenb aHtuTen. Onyxosnerbie KiaeTku npu ADK 0OBIYHO MOJIOKHUTEIb-
HO OoKpamuBatorcst Ha BumeHTuH, CD10, p53 u yacto Ha SMA, HO 3TU MapKepbl
necnerduunbl. AOK HensMmeHHO oTpuiarenbHa K keparuHam, S100, SOX10,
CD34, ERG u Desmin. AOK unorxa, o kpaiiHeit Mepe (pokaabHO, MOTYT JIaBaTh
MOJIOKHUTEIIbHYIO Hecreuduueckyro skcnpeccuto ¢ Melan-A, HMB45, EMA,
p63, CD99, CD68 u CD31.

Puc. 9. HHTpa,I[CpMaJ'IBHOC KJIE€TOYHOE H03006pa303aHne cieBa 0e3 CBs3M C SNUAECPMHUCOM.
CoJHEYHBIH 371aCTO3 JCPMBI ClipaBa
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Puc. 10. Knetkn ¢ 0OUIbHON 03UHOPUIBHON UTOIIA3MOI, BRIPOKSHHBIM IIIEOMOP(HU3MOM
110 pa3mepy U (hopMe, aTHIIMYHbIC OITyXOJIEBbIE MHOTOSIICPHbIE TUTAHTCKUE KIETKH, MHOTOYHC-
JIHHBbIE (PUT'yPbl MHTO3a, BKIIOYAs! aTUIINYHBIE (JOPMBI

Bepemenoxnemounan nenneomoppnans A@K. Vimeer 0ObIUHBIC TIPU3HAKU
ADK, HO COCTOUT U3 OTHOCHUTEILHO MOHOMOP(HBIX, 303MHOPHIBHBIX, BEPETCHO-
BHUJTHBIX OITYyXOJICBBIX KJICTOK, (POPMUPYIOMINX CBSA3KH U Iyuku (puc. 11, 12).
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Puc. 11. BepereHokietoyHas arunu4Has GpuOpokcanToma. BepereHooOpasHble kieTkH, Gop-
Mupyomue nydku. O6unue MUTO30B
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Puc. 12. BepeTreHOOOpa3HbIE U SMUTEIHOUAHBIC KICTKH

Ceemnoknemounas ADK. BerpedaeTes pefiko U COCTOUT U3 TICOMOPHHBIX
OIyXOJIEBBIX KJIETOK C MEHUCTOH WM MPO3pauyHON LUTOILIA3MOH U THIEPXPOM-
HbIMU siipaMu (puc. 13); ee cieayer oTIHYaTh OT OANJIOHHOKJICTOYHON MeaHo-
MBI, ceOareliHOW MM CBETIOKJIETOYHOH KapLUHOMBI U TIEPCTHEBUIHOKICTOUHON
AQHTHOCAPKOMBI.
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Puc. 13. IIneomopdHbIe OITyX0JIEBbIC KICTOKU C CHUCTON LUTOILIA3MOM
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Iuzmenmuposannaa (zemocudepomuueckasn) A@K. Moxer HanmoMuHATH
MEJIaHOMY M XapaKTepH3yeTcs OOWJIBHBIMH BHYTPHOITYXOJEBBIMH KpPOBOHU3JIH-
SIHUSIMA C 3aIlOJTHEHHBIMH KPOBBIO TICEBIOBACKYJSIPHBIMU IIPOCTPAHCTBAMH.
[IpucyrcTByer BapuabenbHOE KOJIMYECTBO OCTEOKJIACTONMOMOOHBIX THTaHTCKHX
KJIETOK ¥ OTMEUaeTcsi O0MIbHOE OTIOKEHHE TeMocuieprHa (puc. 14).
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Puc. 14. OGunbHBIE BHYTPHUOITYXOJIEBBIC KPOBOUIJIUAHUSA, OCTeOKJ'IaCTOHO,I[06HI:IC TUTAHTCKHE
KIIETKH, 0OMJIBHOE OTIIOKCHHE reMocuiepruHa

Muxkcouonan ADK. BripaxkeHHblE MUKCOUJHBIE CTPOMAJIbHBIE U3MEHEHUS
(puc. 15) ouens penko Hadbmonarorces npu ADK. Takue mopaxeHus cieayeT OTiIu-
4aTh OT MUKCO(PUOPOCAPKOMBI U MUKCOUHOM JIEHOMUOCAPKOMBI.

PRI
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Puc. 15. Atunmanas puOpoKcaHTOMa, MHKCOUIHBIH TOATHIT

19



bozamaa ocmeoxknacmonoooonvimu 2uzanmckumu kiemxamu ADK.
AODK MoxkeT copepkarh MHOKECTBO OCTEOKJIACTONOA0OHBIX TMIAHTCKUX KJIETOK
(puc. 16), u ee crnenyeT OTAMYATh OT THTAHTOKJICTOYHOW OIMYXOJIM MATKUX TKaHEH,
a TaKkXkKe OT JICHOMHUOCAPKOMBI C OCTEOKIIACTONOA00HBIMU I'MTAaHTCKUMH KIIETKAMHU.

Puc. 16. MHOTOYHCIIEHHBIC THTAHTCKUE KIJIETKH, ITIOX0KHE Ha OCTCOKJIACThI

Kenouonas A@K. B AOK uspesika MOTyT HaOJIFOATHCSI TOJICTHIC MTyYKH THa-
JMHU3UPOBAHHOTO KOJUIAr€HA, MACKHPYIOLIHE SIIEPHYIO aTUITUIO U UMUTHPYIOLINE
KEeJIOU/1 UK KEeJIOUIHY0 nepmatodudpomy (puc. 17).

Puc. 17. Toacrteie MYYKH T’MaJIMHU3UPOBAHHOTO KOJUIareHa, MaCKUPYIOILIKUE AACPHYI0 aTUITUIO

20



3epnucmoxnemounas ADK. B penkux cnydasx ADK cocront u3 arnnmd-
HBIX U [UICOMOP(HBIX OMyXOJEBBIX KIETOK ¢ OOMIBHON 3€PHHUCTOH IUTOMIa3MOM
(puc. 18), nonoxkutenbHo okpamuBatomierics Ha CD68 u NKI/C3. Dror noarun
HEOOXOMMO OTIHYaTh OT 3€PHUCTOKJICTOYHOI OIMYyXOJH, HEHEBPAIbHOH 3epHH-
CTOKJICTOYHOH OITyXOJIM M IPYTUX HOBOOOPA30BaHHH C BHIPRKCHHBIMH 3€PHUCTO-
KJIETOYHBIMH OCOOCHHOCTSIMH.

Puc. 18. OnyxoneBble KICTKH ¢ OOMIBHOI 3¢pHUCTOH IIUTOILIA3MOI ¥ YBEIMYCHHBIMU SAPAMI

Iuronorus

He nmeeT KITMHUYECKOTO 3HAUCHUSL.

MoJiekynsipHasi JTHATHOCTHKA

He nmeeT KITMHUYECKOTO 3HAUCHUSL.

OCHOBHbBIE U 3KeJIaTeJIbHbIe THATHOCTHYECKHEe KPUTEPUHU

OcHosHple: 00bI1HO T1IeOMOp(dHAast (HO 3TO BapradeIbHO ) MOP(OIIOTHS, CTPO-

roe orpaHU4eHHe JIEPMOil; IMMYHOHETaTUBHOCTH K keparunam, S100 u SOX10.

JKenamenvivie: OTCYTCTBYIOT.

CragupoBanue

He umeer KIMHUYECKOIO 3HAYECHMS.

IIpornos

Ilpy TmpUMEHEHHWH CTPOTUX JUATHOCTHYECKUX KPHUTEPHUEB IOMABIISIO-

mee OonpmnHCTBO ADK MMEIOT 100pOKaYeCTBEHHOE TEYEHHUE 0CIIE MOJIHO-
0 XHPYPTHUECKOrO yAaleHUs. MeCTHbIe pelUANBBl PEIKH, a OTAaJICHHBIC
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MeTtacTa3bl — uckiodeHue. Ciydan ¢ HEKpO30M OIyXOJIH, MHBA3UEH B IOJKOXK-
HYIO KJIETYaTKy /WM JIMMQOBACKYJISPHOM MHBa3MEH MMEIOT METacTaTHYECKUI
MOTEHIHAN U TI03TOMY JIOJDKHBI PACCMATPHUBATHCS KaK IIIEOMOpQHas 1epMaIbHas
capKoMa.

AHT'HOMATOUJHAS ®UBPO3HAA TUCTUOLUTOMA

Onpenesienue

AnrnomarougHas ¢puobposHas ructuornuroma (API) mpencrapnsier coboi
peaxoe HOBOOOPA30BaHUE C MPOMEXKYTOUHBIM 37I0KAYE€CTBEHHBIM MOTEHIMAIOM
(u3peaka MeTacTazupyer), B OCHOBHOM BO3HHUKAIOIEE B IOJKOKHOM CJIO€ U Xa-
paKTepu3yloIeecs: pa3IudHON /o€l SMUTEIHONIHBIX, OBOMIHBIX WJIM BepeTe-
HOBHMJHBIX KJICTOK, HMCIOIIUX y3J'IOBOI71 1 4acCTo CI/IHI_II/ITI/IaJ'ILHbII\/’I MaTtTeépH pocTa,
C FeMOpPParu4eCcKUMHU IICEBIOCOCYAUCTEIMU MPOCTPAHCTBAMU U 4acTO ¢ nepude-
prdeckoit GuOpo3HOIt MCeBIOKAINCYIOH ¢ BBIPaKEHHBIM JIMM(OIITa3MOIUTAPHBIM
000/IKOM.

Komuposanue no MKB-O

8836/1 Anruomarousnnas GuOpO3Hask TUCTHOLUTOMA.

Komuposanue no MKb-11

2F7C n XH9362 HoBooOpa3zoBaHHsl HEONPEICICHHOTO XapaKTepa COCANHH-
TEIbHON WM IPYTrod MATKOH TKaHU 1 AHTHOMaTonHasi GuOpo3Hasi THCTHOLUTOMA.

Cpsi3aHHas TEPMUHOJIOTUS

JlonyctuMo ynorpebieHne TepMUHA aHeUOMAMOUOHAS 3710KAYeCmeeHHAas
@ubposnas cucmuoyumoma.

HoaTun(sr)

Her.

Jloxkanm3anus

Onyxosin BO3HMKAIOT B BUJE MOJKOKHBIX MOPAXKEHUH, Yallle BCEro Ha Ko-
HEYHOCTSIX, TYJOBHIIE, Toj0Be U 1ee. [louTu ABe TpeTH ciydaeB OOHapyKHBa-
I0TCS B 00JIAcTsX, IZI€ B HOPME HaXOAATCs IMM(pATUYeCKue y3ibl (Hampumep,
JIOKTEBas sSIMKa, MOAKOJICHHAs sIMKa, IMOJMBIIIEYHAsl BIIAJMHA, 11axoBas 001acTh
U 11es). DTH OIyXOJIM BCE Yallle CTAJN BBISIBIATHCS B TAKUX JIOKAIM3AIMAX, KaK
SIMYHUKY, BYJIbBA, JIETKUE, TOJIOBHON MO3T, KOCTH, CPEAOCTEHHE U 3a0pIOIIMHHOE
IPOCTPAHCTBO.

Kiaununyeckue ocodeHHOCTH

[MareHTh 00BIYHO MMEIOT MEIUIEHHO pacTyliee, TOBEPXHOCTHOE, Oe300I1e3-
HCHHOC HOBOO6pa3OBaHI/IC B MATKUX TKaHAX, KOTOPOE€ MOXKET CUMYJINPOBAThL I'eMa-
TOMY WJIM TeMaHruoMy. M3penka y HMalUeHTOB OTMEYAIOTCs JIMXOpaJiKa, aHeMHUs,
HEJIOMOTaHMe U MoTeps Beca.
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SNHUIeMHOIOTHSI

A®DI" — penxoe HOBOOOpa3oBaHHME MATKUX TKaHe, cocrapistomiee 0,3 %
BCEX OIYXOJIEH MATKUX TKaHEeW. 3HAYUMOH MOJIOBOW MPEAPACIIONIOKEHHOCTH HET.
Coo01aercs o IHPOKOM BO3PACTHOM JTHANA30HE MAIIMEHTOB, OT POKACHUS JI0 JIEBSITO-
TO JIECATUIICTHUS )KM3HH, C TIMKOM 3a00JI€BaEMOCTH B TIEPBBIE IBA IECATIICTUS KH3HH.

ITHOJI0THSA

HenzecrHa.

IMaTorene3

Haubonee yacToii reHEeTHUECKON aHOMAJTHEH SIBIsIeTCsl TpaHcmokanus t(2;22)
(933;q12), mpuBomsmas x ciusauo EWSR1-CREBI1 B 6onee uem 90 % ciryuaes.
Pexxe oGHapyxuBaercs Tpanciokanus t(12;22)(q12;q12), npuBoasmas K cius-
Huro EWSR1-ATF1. Coobmanock o Heckonbkux ciydasx ciusHust FUS-ATFI1.
EWSRI-ATF1 game accouunpyetcst ¢ ADI" skcTpacoMaTnieckux MITKHX TKa-
Hell. HemaBHo cooOmanock o cnusinny reHoB cemeiictBa EWSRI1-CREB B mog-
MHOXECTBE BHYTPHUYEPEITHBIX MHUKCOUTHBIX ME3EHXUMAIIbHBIX OIYXOJIeH, B KOTO-
PBIX OTCYTCTBYIOT IpU3HAKH, TUIHYHbIE 411 ADI, 1 103TOMY OCTAeTCsl HESICHBIM,
TIPEICTABIISIIOT JTX OHU MUKCOUAHBIN moaTunt ADI” uinm HOBYIO HO30JIOTHIO.

Makpockonnyeckuii BUJ

OTH OIYXOJIU BBINISAIAT KaK MaJICHbKHUE, TUIOTHBIE, Y3JIOBBIC WIIM KUCTO3HBIE
00pa30BaHusl, ¢ IUPOKUM AnanazoHoM pazmepos (0,7-12 cm), B cpeaHeM — 2 cM.
Ha moBepxHOCTH pa3pe3a yacTo BUAHBI MHOTOKaMEPHBIE TeMOPPAarnIecKue yqaacT-
KW, UMHTHPYIOIHE TeMaToMy, OT JKeJITOBATO-KOPUYHEBBIX O OEJBIX MSCHCTBIX
YYacTKOB.

I'mcronarosorus

OnyxoJi OrpaHUuYeHHBIC, A0JIBYaThie (pHC. 19) U XapaKTepU3yrTCs YeThIPh-
M1 KITFOY€BBIME MOP(HOITOTHUECKIMHU KOMITOHEHTAMH, 00OHAPYKEHHBIMHU B Pa3JIny-
HBIX MPOMOPIIHAX:

1) conuaHBIMU y3JIaMH U3 KJIETOK OT 3MUTEIMOUJIHON 10 BEPETEHOOOPa3HOM
(OPMBI, C CHHIIMTHAIBEHBIM XapaKTepOM POCTa, YMEPEHHBIM KOJTHYECTBOM D03WHO-
(GWITHHOM IIMTOTIIA3MBI M CJIETKA aTHITMYHBIMU BE3UKYIISIPHBIMH SIIPAMH;

2) IICEeBJ0AHTMOMATO3HBIMH MPOCTPAHCTBAMH, COACPIKAIINMHU KPOBb M OKPY-
JKCHHBIMHU OITYXOJIEBBIMH KJICTKaMH,

3) ToscToit prOPO3HOIT MCEBIOKATICYIION C OTIIOKCHUEM TeMOCH ICPUHA,

4) mepHKarCcyIsIpHBIM 000IKOM JTHM(OIIa3MOIUTAPHBIX KIETOK C 3apOJIbl-
LIEBBIMH IIEHTPaMH, UIMUTHPYIOLIMM METAaCTa3UpPOBAaHHE B JIUM(PATUIECKHUE Y3IIbI
(puc. 20).

OKollo TpeTH Omyxojeld He HMMEIOT KHCTO3HO-TEMOPparduecKux IMpo-
CTPAHCTB M XapaKTEPU3YIOTCS MOTHOCTHIO CONUIHBIM BUJIOM. B HEKOTOPBIX ciry-
YasiX OTCYTCTBYET KaKOH-1100 BOCIIATUTEIbHBII KOMIOHEHT. MUTOTHYECKHX (-
ryp O6LI‘{HO HEMHOTO, XOTsA MOT'YT INPUCYTCTBOBATb aTUIMMYHBIC MHUTOTHYECKHC
¢burypsl. B HEKOTOPBIX CIydasX MOKHO OTMETHUTHh BapHaOEIbHOE KOJIMYECTBO
IIEOMOP(HBIX KIETOK.
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Puc. 19. IlOJIL‘-IaTa}I OIIyXO0JIb, OKPY’KE€HHAas BOCIAJUTENbHON <(MaH)K€TKOI71», TOX0XKEeH Ha TKaHb
J'II/IM(baTH‘{BCKOFO y31a, ¢ KUCTO3HBIMHU IIPOCTPAHCTBAMU B LIEHTPAJIbHBIX OTACIaX

e s
T e e
et sy

Puc. 20. YeTko odepUeHHas OIyXoJb ¢ GUOPOTHCTHONNTAPHON Mponudepanueii, nepudepnde-
CKHUM 0007KOM JTUM(OUIHON TKAaHU, UMUTHPYIOIINM JTUM(MATUUCSCKHIT y3el ¢ MeTacTa3oM



TTontun A®T xapakTepusyeTcst HEOOIBIIUMH TOTyOBIMU KPYTIIBIMH KIICTKA-
MH C TUIICPXPOMHBIMH SIPAMHU U CKYIHOIl 203MHO(MIEHON IUTOILIa3MOIi, KOTO-
pBle MOTYT UMUTHPOBATh Heau(hHepeHINPOBAHHYIO KPYIIIOKIETOUHYIO CAPKOMY
WY SIHUTEITHOUHYI0 capkoMy. ONHCaHbl TaKKe MUKCOUIHBIE (DOPMBI, ComepxKa-
IIMe 09aroBO KOMIIOHEHTHI Ki1accuyeckoir ADI.

IIpubnuzutensHo 50 % ciayuaes sBISIOTCS IMMYHOPEAKTUBHBIMU K Desmin,
OKpacka MoxeT ObITh (pokanbHON uiau Auddy3Hoi. OHAKO OMyXOJIEBbIC KICTKU
Becerna orpunarensbasl K MYOD1 u muorenuny. EMA, CD99 u CD68 Bapuabens-
HO UIMMYHOTIOJIOXKHTENBHBI B 50 % ciry4aes (puc. 21).

Puc. 21. UmmyHOTHCTOXHMIYECKas peakiust ¢ CD99

uToJorust

Heunmeercs otnmnuutenbHbIX ITrTOMOpdonornyeckux npuzHakoB AL B masz-
KaxX OOHapyKHMBAIOTCS KJIETKH OT OBOMIHBIX JI0 BEPETCHOBUIHBIX C YMEPEHHBIM
IIEOMOPHU3MOM SIEP, PACHIONIOKEHHBIE PHIXJIBIMU CKOIUICHHUSMHE, COAEpIKAIINe
LUTOILIA3MY OT YMEPEHHOH 10 00mibHOI. OHU YepeayloTcs ¢ 31eMEHTaMU KPOBU
1 pa3INYHBIM KOJIMYECTBOM BOCIIAIUTEIBHBIX KIETOK.

MonekyJsipHasi JMarHOCTHKA

Jlast muarHoCTHKUA MOKeT ObITh mone3Ho Hammuue EWSRI-CREBI wioun
QJIbTEPHATHBHBIX CIUSHUI T'€HOB.

OcHOBHBIE H KeJIaTeJIbHbIe JUATHOCTHYECKHEe KPUTEPUHU

OcHosHble: KITMHUYECKas KapTHHA B BUJIE HEOOJIBLIOTO TOAKOKHOIO 0e300-
JIE3HEHHOTO y3J1a; Y3€JIKH dMHUTEIHONIHBIX I OBOUAHBIX KJIETOK, PACIOJIOKEH-
HBIX CHHIIMTHAJIBHOMOAOOHBIMU IACTAMH; MCEBIOAHTMOMATOM/IHBIC TPOCTPaH-
cTBa; nepudepuyeckue 0001KH U3 TUM(POIIIA3MOIIMTAPHBIX KIETOK, BKIFOUAIOIINE
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TepMHUHATHUBHBIC IICHTPBI; BapuadenbHas IMMYHOpeakTUuBHOCTh ¢ Desmin, CD99
u EMA.

JKenamenvuvie (B OTIENBHBIX CIIy4asiK): MOJICKYJISIPHbIE UCCIIEJOBAHUS, 1O/
TBeprkIaromme nepectpoiiky rerka EWSR1.

IIporuos

BonbIIMHCTBO OMyX0JIeH HMEIOT MEIJICHHOE TEUEHHE C MECTHBIM PELUIUBOM
noutH B 15 % ciaydaeB U MeTacTa3upoOBaHHEM B MeHee ueM 2—5 % ciydaes, mpe-
UMYILECTBEHHO B MECTHOPETHOHAPHBIE TUM(ATUIECKUE Y3/Ibl U PEIKO B JIErKUE,
He4YeHb U ToI0BHOU MO3I. Coo011anoch 00 OTAENbHBIX CIIydasX CMEPTH OT MeTac-
Ta30B, XOTS B HEKOTOPHIX HAOMIONEHUSX 32 MAMEHTaMHU C METacTa3aMu coo0ma-
€TCsl O JIOJITOCPOYHON BBEDKMBAEMOCTH TOCIIE Pe3eKInn. HeT KIMHUKO-TIaToIoru-
4ecKuX (aKkTOpOB, TOCTOBEPHO KOPPETHPYIOIIMX ¢ KIMHUYECKUM HCXOAOM. Tem
HE MEHEE B CIJIy4asiX HEMOJIHOTO XUPYPrU4eCKOro yAajaeHus U npu Oosee TiryOoKuX
U HKCTPACOMATUUECKUX JIOKAIU3ALUAX OIyX0el oTMeueHa Ooee BhICOKast 4acTo-
Ta MX PELUIUBOB U METacTa3upOBaHHUSI.

OCCHOPUIUPYIOINASA PUBPOMUKCONIHASA OITYXOJIb

Omnpenesienne

Occudunupytomas pudpomuxcounHas onyxoias (OPMO) npeacraBiser co-
00i1 penkoe Me3eHXMMaJIbHOE HOBOOOpa3oBaHHE HeoNpeaeTeHHOl tuddepeHn-
POBKH C TSDKaMH U TpabeKyTaMi OBOUIHBIX KIETOK, IIOTPYKEHHBIX B (HOPOMHK-
COMJIHBIM MaTPUKC, YaCTO OKPYKECHHOE MOJHOM WIIM HETOJHOW neprdepryecKoit
000J1049KO} U3 IIACTUHYATON KOCTH, C TOTCHLAJIOM MECTHOTO PELUIUBUPOBAHUS
U METACTa3upoBaHusl (0COOEHHO IIPU HAIMUUH 37I0Ka4e€CTBEHHBIX IPU3HAKOB).

Konuposanue no MKb-O

8842/0 Occudummpyromast HUOPOMUKCOUIHAS OITyXOJb HECTeH(UIMPO-
BanHas (BY).

Komnuposanue no MKb-11

2F7C n XH1DA7 HoBooOpa3oBaHMs HEOTPEIETICHHOTO XapaKTepa COSIMHUTEIIb-
HOI nimu fpyroit Msrkoii Tkanu u Occuduuupyrommas GuOPOMUKCOUIHAS OITYXOIb.

Cpsi3aHHas TEPMHUHOJIOTUS

Her.

MMoaTumn(s)

Occudunupyromiasi GuOPOMUKCOUIHAS OTYX0JIb, 37I0KAYECTBEHHAS.

Jlokaau3zanus

HoBooOpa3oBaHus Jallie BCEro BOSHUKAIOT B IIOJKOXKHOM KileT4aTke, HO He-
PEIKO U B CKEJIETHBIX MbIIINAX KoHeuHocTeld. OmyXxonu MOryT oOHapy>KUBaTbCs
BO BCEX YaCTSX TeJa, OHAKO OTHOCHTENIFHO YaCTBIMH MECTaMH JIOKAJIH3aLUH SIB-
JSTFOTCST Oezipa, ToJIoBa M IIesl, a TaKkKe CTeHKH TynoBuma. bomee 40 % ciydaen
BO3HHUKAIOT HA HI)KHUX KOHEYHOCTSIX.
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Kiunnyeckune ocodeHHOCTH

Onyxoib 00BIYHO MPEACTABISIET CO00H 0e3007e3HEHHOE, MEIJICHHO PacTy-
1iee, MACTUYHOE TI0THOE oOpa3oBanue. Pentrenonornyecku OPMO uyarte BbI-
IJISIIAT XOPOIIO OYEPUYCHHBIM J0JIBYaThIM HOBOOOpAa30BaHHEM, WHOTIA OKpPYKEH-
HBIM YaCTUYHBIM Nepu(epruIecKUM KaIbIIUHO30M. B HEKOTOPBIX CIy4asx MOXKET
MIPUCYTCTBOBATH BHYTPUOYATOBAsI MHHEPAIN3AIINS.

SNHUIeMHOIOT Ul

Onyxoiy BCTPEYAIOTCS B IIMPOKOM BO3PAaCTHOM auanazoHe (5—88 mer),
cpeaHuil Bo3pacT — okoso 50 JIeT; reHAepHOe COOTHOLIEHHE MY>KUMHBI : KEHIIH-
HBI cocTaBisieT 1,5 : 1. 31moka4ecTBEHHBIH MOJTHIT UMEET TAKUE )K€ AIHEMUOIIO-
THYCCKHE 0COOCHHOCTH, Kak TunnyHass ODPMO.

ITHOJIOTHSA

HewussectHa.

ITaTorenes

ITo xpaiineit mepe, 85 % ODMO, BxiO4Yas TUIIMYHbIE, ATUITUYHbIE U 3JI0Ka-
YECTBEHHbIE [TOPAKEHHS, UMEIOT CIIMSTHUE TeHOB, Yallle BCETO C BOBJICYCHNEM I'eHa
PHF1 (mpumepno B 50 % ciyuaeB); Haubosee pacrpocTpaHEeHHbBIMU BapuaHTaMU
sisiioress EP400-PHF1, MEAF6-PHF1, EPC1-PHF1 u PHF1-TFE3. Kpome Toro,
obutn onrcanbl peakue cinusiaus ¢ yyactuem BCOFI BCORL1, CREBBP w/unu
KDM2A, ocobenHo mpu 3mokadectBeHHOM Bapuante ODPMO. Benku, xonupye-
Mbl€ 3TUMU reHamu, pasnessitor ¢ PHF1 npsMoe uian HenocpencTBeHHOE y4acTHe
B TIpoLieccax, BIUAIONUIMX Ha MOJU(HUKAIIUIO THCTOHOB. MaJio 4To U3BECTHO O ApY-
IMX TeHETUYECKUX M3MEHEHUSX, BIUSIOINX Ha KIMHUYeckoe noseaenue OPMO,
Ho uccienoBanust FISH mokazamm, 4ro morepsi Marepraia XpoMOCOMBI 22 MOXKET
OBITH OOJIee pacTpoCTpaHeHa B TIOATPYIIE 3JI0KAY€CTBEHHBIX HOBOOOPa30BaHHH.

Maxkpockonudeckuii BUjg

Makpockonuuecku nopaxenus koneonores ot 0,5 10 21 cM B HanbosbIeM
quamerpe, B cpenHeM okoio 4 cM. OOMO 06bIUHO XOPOILIO OYEPUEHBI, Y3I0BbIE
WJIM MHOTOY3JIOBBIE 1, KaK IPABUIIO, TIOKPBITHI TOJICTOH (HHOPO3HOM IICEBIOKAIICY-
JIOW ¢ KOCTHOM 000s10ukoi mitn 6e3 Hee (puc. 22). [ToBepXHOCTh pa3pesa omyXoiu
9acTo ¢ OIeCKOM, OT Oeoro 10 KOPUYHEBOTO IBETa; KOHCUCTEHLUS TBEPAAs WU
9NIaCTHYHAS.

Puc. 22. Yetko ouepucHHas occuduiupyomias huOPOMUKCOUIHAS OMyXOidb B MOIKOKHOMN
KJIeT4arke, GenoBaTast i MoIyIpo3padHas Ha BUJ
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I'mcronarosiorus

Mukpockonryecku OPMO 00BIYHO XOPOILIO OYEPUYEHBI, C TOJCTONH HUOPO3-
HOW KarcyJaod WM nceBaokancyiaoi. [lnotHbie GUOpO3HbIE MEPEropoOAKH 4acTo
MPOHUKAIOT B OIMYXOJb, CO3/[aBasi MHOTOY3JI0BOW BHJ. BO MHOTHX ciydasix mpu-
CYTCTBYET IIOJIHAsl MJIM HENoJIHas nepudepuueckas 000J09ka U3 MeTaruiacTuie-
CKO ryOuaToil WM riacTUH4YaToi koctH. KOCTh Takke MOXKET MPUCYTCTBOBATH
B (GuOpO3HBIX Teperopoakax. HecMoTpst Ha KaKyIIyrocs OTpaHHYEHHOCTh HPH
MaJIOM YBEIMYCHUH, OITyXOJIb MOXKET IIPOPACcTaTh Yyepe3 Karcyiny U 00pa3oBbIBATH
9KCTPAKAIICYIISIPHBIE Y3€JIKM B MPHIIETAIOMNX TKaHAX. OIyX0Jlb COCTOHUT M3 JI0-
JIEK OJHOPOIHBIX KJIETOK OKPYIIOH MM BepeTeH00O0pa3HOil GopMbl ¢ OOBIYHBI-
MH OKPYIJIBIMH WJIM OBOWAHBIMH SIIPAaMH M CKYIHOW ONemHOM 303MHO(UIBEHO
muroriazmMoi (puc. 23, 24). OmyxoseBble KJIETKH Yalle pacrojararoTcs B BHIE
TSDKEH, THE3/l WM TUIACTOB, OKPYKCHHBIX BapHadeabHO (PHOPO3HON MM MUKCO-
UAHOM cTpomoii (puc. 25). KietouHocTh KoseOeTcst OT HU3KOM 10 YMEPEHHOH 1
BBICOKOH. MuTOTHUECKas! aKTUBHOCTh B TUITHYHBIX ODMO 00bIYHO HHU3KAS.

Okxono asyx tpereit OPMO nonoxurenbsl kK S100, X0T IMMYHOPEaKTHB-
HOCTB pesiko ObiBaeT auddy3Hoit. Dxcrnpeccus Desmin HAOIFOAACTCS TOYTH B TIO-
nosuHe OOMO (puc. 26).

- oA - v

Puc. 23. OnHOpOIHBEIE OKPYTVIBIE MIIM OBOMIHBIC KIETKH C SIIPAMH OT OKPYIVIBIX JI0 OBAJIbHBIX,
HE3aMETHBIMH SIPBILKAMH U CKYIHOI 503MHOPUILHON LIUTOILIA3MOIT ¢ OCCH(UKALIMEeH KaTCyIIbl
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Puc. 25. XapakTepHble apXUTCKTYPHBIC M LUTOJIOTHYECKHE OCOOCHHOCTH OCCH(UIMPYIONICH
(hHUOPOMUKCONTHOMN OIyXONHU: TPAOCKYISPHBIH H COIUAHBINA MAaTTEPHbI, CTPYKTYpa SaAep



Puc. 26. BeipaxxerHast axkcnpeccnst Desmin B HEOIITACTHIECKUX KJICTKAX

HoBooOpasoBanust MoryT Takxke 3kcrpeccupoBatb MUC4, EMA, kepatuHbl 1
SMA. Dkcpeccust SMARCBI1 (INI1) yrpaunBaeTcs 10 MO3aU4HOMY THILy IIPUMEPHO
B Tpex ueTBepTssx ODMO. HekoropsiMu aBropamu ObIJIO TIPEAJIOKEHO BBIACISATH
3JI0Ka4€CTBEHHBII MMOTHII, XapaKTEPU3YIOLIHICS CIIydasiMH C BBICOKHM SIIEPHBIM
TPEWIOM HIJIH BBICOKOM KJIIETOYHOCTBIO U Oosiee yem 2 muto3zamu Ha 10 Mm? (4TO
COOTBETCTBYET NPUOIM3UTENbHO 50 HOAM HpU OOJIBLIOM YBEIMUEHUH, IIPU KOTOPOM
JrameTp oHoro noss paseH 0,5 M, momans — 0,2 Mm?). [lpu KIMHUYECKH 3710Ka-
YECTBEHHBIX MOPAKEHHUAX TAKIKE MOTYT ObITh BBISBJICHBI KOCTHBIC WJIM OCTEOUHBIC
CTPYKTYPHI B y371aX oIryXoneBbiX Ki1eTok. OOMO ¢ THCTONOTnIecKIMHA XapaKTepu-
CTUKaMH, HEMHOT'O OTJIMYAIOLIMMHUCS OT TUIIMYHBIX, HO HE OTBEUAIOIIMMHU KPUTEPUIM
3JI0Ka9€CTBEHHOTO MOTHIIA, MOTYT OBITh KJIaCCH(UIUPOBAHBI KAK aTHITHYHbIE.

uronorus

He nmeeT KIMHIYECKOTO 3HAYCHUSL.

MousekyasipHasi JMaTHOCTHKA

MoskeT ObITh 10JIe3HOH BhIsiBICHUE peapanxupoBku reda PHF 1 w/umu TFE3.

OcHOBHBIE U :KeJlaTeJIbHbIe JHATHOCTHYECKHE KPUTePHH

OcHogHble: TONBYATHIN XapaKTep pocTa ¢ 4acToil occuduKaIen Karcybl,
0OBIYHO OYEHBb «OE3JIMKas» IUTOJIOTHA C OAHOPOAHBIMU SAPAMH OT KPYINIBIX JI0
OBOMIHBIX; YacTble (HO HE ITOCTOSHHBIC) TTOJIOKUTEIbHBIE PE3YIbTaThl HMMYHOTH-
cToxumuueckoi okpacku Ha S100 u Desmin.

JKenamenvuvie: peaparwkupoBka rena PHF1 (B oTnenbHbIX ciiydasx).

CragupoBaHue

Cragus TNM AMepHKaHCKOTO OOBEAMHEHHOTO KOMHTETa [0 paKy |
Cor03a 10 MEXIYHapOIHOMY KOHTPOJIIO Paka MOXET ObIThb IPUMEHEHa K 3JI0-
Ka4eCTBEHHOMY ITOATHITY.
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IIporuos

JlaHHBIE JUIMTENILHOTO HAONIOACHUS MOKA3bIBAIOT, YTO K€ THUIWYHAsS
OOMO wumeer HempeacKasyeMblil MOTEHIMAT PEeNUINBA U METAaCTa3upPOBAHUSI.
OHu 4acTo MPOUCXOMAT C 3aJEP>KKOM U MOTYT BO3HHMKHYThH depe3 10-20 seT u
Oonee mocie NePBUYHOTO UCCeUeHMs. YacToTa MECTHBIX PELUINBOB ISl THITHY-
HbIXx ODOMO cocraisier 0—12 %, arunuaabix — 0—13 % ¥ 3710Kka4eCTBEHHBIX —
0-60 %. Hambornee pacripocTpaHEeHHBIMH MECTaMH METACTa3HuPOBAHUS SIBISTFOTCSI
JIETKHE U MSTKUe TKaHu. YacToTa MeTacTasupOBaHUs JJIsl TUITIHYHBIX, aTUITHYHBIX
u 35okadecTBeHHBIX ODPMO cocrapmsier 0—4, 0-6 u 20—60 % cOOTBETCTBEHHO.

MHUODIMUTEINOMA, MUOSIIUTE/INAJTIBHASA KAPIITUHOMA
N CMEIIAHHAS OITYXOJIb

Omnpenenenue

MuosnurenuomMa, MUOSMIUTENNANIbHAS KApIUHOMAa U CMEIIaHHAs OIyXOjb
IIPEICTABISIOT COOOH MHOIITUTENNATBHBIE OITyXOJIH MATKHAX TKaHEH — IpyIILy He-
OOBIUHBIX HOBOOOPA30BaHUM, KOTOPbIE UMEIOT 001IHE MOPHOIOrHIECKUE, UIMMY-
HO(EHOTUITINYIECKUE U TeHETHIECKIE OCOOCHHOCTH CO CBOMMHE aHAJIOTaMH B CITFOH-
HBIX KeJle3ax U koxe. JloOpoKaueCcTBEHHbIE MUOIIUTEINAIbHBIE OITYyXOIH MITKUX
TKaHEeHl BKJIIOYAIOT MHODIUTEINOMY M CMEIIAHHYIO OITyXOJIb. 3JI0KaueCTBEHHBIC
MHOBUTENNAIBHBIE OIMYXOIU MATKUX TKaHEH 0003HAuaroTCsl KaK MUOSIUTEIH-
QJIbHBIC KapLIMHOMEI.

Komnposanue no MKB-O

8982/0 Muosnutenroma HecnieruduuupoanHas (bJ1Y)

8982/3 MuosnurenuanbHas KapLUUHOMA

8940/0 Cmemannas onyxoib Hecnenuuimposanuas (BAY).

Konuposanue no MKB-11

2F7C u XH3CQ8 HoBooOpa3zoBaHuUsI HEONPEICICHHOTO XapaKTepa COSTMHU-
TEJIbHOW WJIM IPYrod MATKOM TKaHM U Muosnurennoma.

Casi3aHHAsI TEPMUHOJIOTHSI

He pexomendyemcsa ynorpebiieHHe TEpMUHA napaxopoomd.

MoaTumn(n)

MuosnurenuanbHasi KaplUHOMA; CMEIIAHHAs OIyXOJlb, 3JI0KaueCTBEHHAs,
nHecnenuuuposanHas (BY).

Jlokanm3amus

BonbIIMHCTBO MHOSIMTENHAIBHBIX OMyX0Jiel MATKHX TKaHed (75 %) Bo3-
HUKAIOT Ha KOHEUHOCTAX ¥ B 00JACTH IOSICOB KOHEUHOCTEH (Yallle HUKHUX, YEM
BEPXHUX), Ipyrue o0pa3yloTcst Ha TYJIOBHILE M peKe Ha royioe u mee. M3penka
OILyXOJIM BO3HUKAIOT B KOCTAX WM BHYTPEHHUX opranax. OIyXoJId TaKkkKe MOI'YT
TIOSIBIISITBCS IEPBUYHO B KOXKE.
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Kiaunnveckue ocodeHHOCTH

VY OonbIIMHCTBA MALMEHTOB HAOMIOAeTCs NalbIUpyeMoe o0pa3oBaHUE,
00b19HO Oe3005e3HeHHOE. OIMyXO0JIM BO3HUKAIOT B ITOJIKOKHON KIIETYATKE HECKOIIb-
KO Yallie, 4eM B ITYOOKUX MSTKUX TKaHsX.

DNuAeMHOJIOT U

MuosnuTenuanbHble OMYXOIU MSATKHX TKaHEH MMEIOT OJIMHAKOBOE paciipe-
JIeTIeHue MEX/y NOJIaMH U IIMPOKHUH BO3PACTHOM JHaNa3oH, ¢ MHKOM 3a0oieBae-
MOCTH y B3POCIIBIX AIIUEHTOB MOJIOAOIO U CPEIHET0 BO3pacTa (CpeaHuil Bo3pacT
40 net). Oxomno 20 % omyxosei, OONBIINHCTBO M3 KOTOPBIX MPEACTABISIIOT COOOH
MHOSIHUTEINAIBHBIE KAPIUHOMBI, BO3HUKAIOT Y JIETEH.

dTHoN0THSA

Hen3spectHa.

IlaTorenes

Iepecrpoiiku rena EWSRI pacnpocTpaHeHbl B MHOIMUTEINAIBHBIX OILy-
XOJISIX MATKHAX TKaHeH (a Takke KOXXH U KocTed). Kpymnneiimee uccriegoBanue Ha
cerofiHg coodmmio o peapamxupoBkax rena EWSR1 B monoBuHe Takux mpore-
CTHPOBAHHBIX MOPAKEHUH MATKHAX TKaHEH, IPH 3TOM OOIINE MapTHEPHI CIMSHUS
POUSF1 u PBX1 Obuiu unentuduuuposansl B 16 % ciaydae kaxnablid. Penxue
napTHepsl o caustanio Bkimrodaror ZNF444, KLF17, ATF1 u PBX3, a B otnens-
HBIX Cllydasix OOHapyKUBAIOTCs ajbTEpPHATUBHBbIC peaparKupoBku reHoB FUS
C aHAJIOTMYHBIMU T€HAMHU-TIAPTHEPAMH. DTH UCCIIEIOBaHUs MPETONAraloT HeKo-
TOPYIO CBSI3b MEXIY reHoTHunoM u penorunom. bonsmmucreo EWSR1-POUSF1-
MO3UTHBHBIX OIYXOJICH JIOKAIHU3YIOTCS B IIyOOKNX MATKHX TKAaHSIX KOHEYHOCTEH
Y MOJIOJIBIX TMAIIMEHTOB U COCTOST M3 THE3]| SMUTEIHOUIHBIX KIETOK CO CBETION
muroriazmoit; moarpynna EWSFH-PBX1-no3utuBHBIX omyxonei umeer 00-
MaH4YMBO HeCNeUUPHUUECKUH U CKIepoTHYecKuid BUI. [loarpynmna MHOAIHUTENH-
aJTbHBIX KApPIIMHOM XapaKTepH3yeTcsi ToMO3UToTHhIMH Aenerusimu SMARCBI.
CwMmernianHble OMyxoiiu ¢ AupGepeHIIMPOBKONH MPOTOKOB UMEIOT PeapaHkKUPOBKY
rena PLAGTI (unorna ¢ LIFR B kauecTBe mapTHepa 1o ciusHuto). Hamuuue nepe-
ctpoek PLAGI B muieomop¢HO#i aneHome ciroHHBIX kene3 1 EWSFI1 B Muosmnu-
TENNATbHON KapIMHOME ITOJYEPKUBAET, YTO MHOIIHUTEINAIbHBIE HOBOOOpa30Ba-
HUS MATKUX TKaHEH FeHeTHUYECKHU CBA3aHBI C MX aHAJIOTaMH B CIIFOHHBIX XKeJe3ax.

Maxkpockonuyeckuii BUjg

BonbmmHCTBO 10OPOKaYE€CTBEHHBIX MHOJIUTEINAIBHBIX OIYXOJIeH XOpo-
II0 OYEePUYEHBI U Y3JI0BAThI, TOT/IA KaK 3JI0Ka4€CTBEHHBIE OITyXOIH OOBIYHO UMEIOT
uHQUIBTpaTUBHBIE Kpas. [loBepXHOCTH paspe3a BapbUpPYyeTCsl OT KeneoOpa3Hoit
U OnecTsIeit 10 TBepIoi Win MSICUCTOM. [lMana3oH pa3MepoB OMyXOJH MIHPOKUE
(o 20 cm B HauOoOBLIEM U3MEPEHHH), CPEAHUE pazmep — 4—6 cM.

I'mcronarosiorus

B MuosnuTenuanibHbIX OMyXoJsiX HaOMOIaeTcs IUPOKUI MOP(OIOrHYECKUI
CIEKTP apXUTEKTYPHOH U IIUTOJIOTMYECKON TeTepOreHHOCTH, KaK U y UX aHaJIOrOB
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B CIIOHHBIX JKeJe3ax M Koke. MHOTHE XapaKTepU3YyIOTCsS HPEHMYIIEeCTBEHHO
PETUKYISIPHBIM KT TPAOEKYIIIPHBIM XapaKTepOM POCTa C 3aMETHON MUKCOMIHON
CTPOMOIf; 0OBIYHO HAOIIONAKOTCS W MHOTIA MpeodiasaroT obnactu OGosiee THe3 -
HOTO WJIK COJIMIHOTO POCTA U THATMHU3UPOBAHHON CTPOMBI. OMyXOJIeBbIC KIETKU
BapbUPYIOT OT BEPETEHOOOPA3HBIX JI0 SIMHUTEIHONIHBIX ¢ MOHOMOP(GHBIMH SIpaMu
1 303MHO(UIBHOI UK Ipo3pauHoi nuTomIa3Moi (puc. 27). MceaenoBanus noa-
TBEP)KIAIOT HEKOTOPBIE ACCOLMALINK MEX Ty TeHOTHIIOM 1 (peHoTroM. OmHY oIy~
XOJIM UMEIOT KPYIHbBIC SMUTETHOU/HBIC KIIETKH C 3aMETHOM [UTOIIa3MaTHIESCKON
BaKyoJu3aluei (B MpoInioM KiacCu(QUIIMPOBAIMCH KaK MapaxopoMbl), B TO Bpe-
Ml KaK Pyrue MOTYT UMETh MPEHUMYIIECTBEHHO BEPETEHOBHIHYIO MOP(OIOTHIO,
BKJIFOYAasl KO)KHO-CHHIUTHAIBHBIA MTOATUI. MOTYT OBITH BBIPayKEHBI ILIIA3MAIIHTO-
UJIHBIE KIETKU C THATMHOBBIMH I[UTOIUIA3MATHYSCKUMHU BKIIOUeHUsIMU. KocTHas
nnn xpsimeast T depeHipoBka Haomogaetcs B 10-15 % cimydaes, peske BCTpe-
YaeTCs MIOCKOKICTOUHAS HIIH aUIOIUTapHas MeTariasus. CMeIaHHbIe OMyX0-
JIM UIMEIOT NTPOTOKOBBIA KOMIIOHEHT M COCTaBJISIOT puMepHo 10 % Bcex MHOIIIH-
TeJIHMaIbHBIX MOopaxkeHui (puc. 28).

MuosnuTenuanbHble KapIHOMBI ONPEAEISIOTCS KaK MMEIOLNe SICpPHYIO
aTUIHIO C JIETKO PAa3TMYMMBIMK SIAPBIIIKAMHU, YACTO BMECTE C BBHICOKHM YHCIIOM
MHTO30B 1 Hekpo3am# (puc. 29). Hekotopbie Takue omyxosu (0COOCHHO y IeTei)
MOT'YT UMETh HeTH(D(HEPEHIIMPOBAHHYIO KPYTTIOKIETOYHYIO MOP(OIOTHIO.
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Puc. 27. Ilpommdepanuist MOHOMOPGHBIX METKUX OKPYIIIBIX KJICTOK B THATMHU3HPOBAHHON CTpOME
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Nmmynorucroxumust (puc. 30) HeoOXomuma [Uis MOATBEPKACHUS MHOAIIH-
TeauaibHOU AU HEepeHIIMPOBKH, XOTS IKCIIPECCUSI MUOSITUTEIHATIbHBIX MapPKEPOB
qacto BapradenpHa. bomee 90 % omyxosei sKCIpecCHpyIOT KepaTHHBI HIHPOKOTO
cnextpa 1 S100. JIpyrumu 4acTo MOJIOKUTEIBHBIMU Mapkepamu siBistorcst EMA
(70 %), GFAP (50 %), SOX10 (80 %, MeHbIIe B KapLUHHOMAX); p63 SBISIETCS
MOJIOKUTENILHBIM B 4acTH OMyxoliei. MuoreHHsle Mapkepsl Oosee Bapuabesnb-
HBI: Hanbolee 4acTo sKcnpeccupyercst kKaboHuH (90 %), 3a HuM crnenyer SMA
(60 %) u Desmin (020 %). PLAG]1 sBnsieTcsi MOJOXKHUTEIBHBIM B CMEIIAHHBIX
OIYXOJISIX, YTO KoppenupyeT ¢ nepectpoiikoii reHa PLAG1. B wacti Muosnurenn-
aJIbHBIX KapLUHOM Habmronaercs norepst sxcrnpeccun SMARCBI1 (INI1).

Puc. 30. CunpHast 5KCIIPECCHsI MUOJIIUTEIHATBHBIX 1 MHOTCHHBIX MApKEPOB B HEOIIaCTUYEC-
KHX KIICTKaX:
a— S100; 6 — KaJIbIIOHUH

urosnorus

Ma3sku acrnupara MHOSIUTENINAIbHBIX OIyXOJIel MATKUX TKaHel, CXOIHbIE
¢ Ma3KaMH H3 CITIOHHBIX JKENe3, TTOKA3bIBAIOT BapHaOCIbHO BEPETCHOOOPA3HBIC,
SMUTEIHOUHBIE U IUIA3MALUTOUIHBIE KIETKU, HOIPYKEHHbIE B (HUOPUILIIPHBIE
MHKCOHIHBIC CTpOMalbHBIE (pparMeHTHl. MHOrma MOXKHO YBHIETh pabIOMIHYIO
MOpP(}OJIOruIo, a B MUOIIUTEINAIBHBIX KapLIIUHOMAaX — 3aMETHYIO LIUTOJIOIHYE-
CKYIO aTHITHIO.

MouJieKy./1sipHAsi JMATHOCTHKA

MoryT ObITh 00HapY)eHbI TiepecTpoiiku EWSR1, FUS wiun PLAGI (B cme-
maHHbIX onyxoiix). Oxnoro FISH-ananuza EWSRI MoxeT ObITh HEJOCTATOUHO
IS TOTO, 9TOOBI OTAMYUTE MHOITINTENHATBHBIE HOBOOOPA30BaHMUS OT JPYTHUX OITy-
xonelt co cnustHusiMu EWSRI.

OcHOBHBIE H KeJaTeJbHbIe JHATHOCTHYECKHE KPUTePHH

Ocnognvle: TPaOEKyJSIPHbIH, PETUKYISAPHBINA, THE3IHBIM W/WIM COIMIHBIN
pPOCT BapHaOeNbHO BEPETCHOBHAHBIX HIHM SHHUTEIMOMIHBIX KIETOK C YacToif
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MUKCOWIHOW WJIM THAIWHU3UPOBAHHON CTPOMOM; CMEIIaHHBIE OMyXOJH, KpoMe
TOT0, XapaKTepHU3yIOTCsl MPOTOKOBOH MupdepeHIUpOBKON; MUOIMUTEINAIbHbIC
KapIMHOMBI HMEIOT MOBBIIICHHYIO IIMTOJIOTHYECKYIO aTHIUI0 U MUTOTHUYECKYIO
AKTUBHOCTb; IOJIOXKUTEIbHBIA pesynsrar okpacku Ha EMA/kepatun u S100,
SOX10 nmu GFAP.

Kenamenvuvie (B OTIECIBHBIX CTy4asix): MOXKET ObITh IIOJIE3HO ONpPEEIcHUE
nepectpoek EWSRI1.

CragupoBaHue

He nmeeT KIMHIYECKOTO 3HAYCHUSL.

IIpornos

BoJIbIIMHCTBO MHOSTIMTEINABHBIX OITyXOJICH MSTKAX TKaHEiH UMEIOT 100po-
KaueCTBEHHOE WU BSUIOTEKylee TeueHue. ENMHCTBEHHBIM HAIEXKHBIM KPUTEPUEM
37I0Ka9€CTBEHHOCTH SIBJISICTCS] HAJIMYME YMEPEHHON WITH TSHKEJION SASPHON aTUITHI
C Pa3sIMUYMMBIMU SIPBIIKAMHU. [UCTOIOrMUECKH HOOPOKAUYECTBEHHBIE OILyXOJIU
umeroT 20%-Hblil pUCK PELUANBA, HO OHU PEIKO METAcTa3upyIOT, TOIAa KaK MH-
03MUTENNATIbHBIE KAPIIMHOMbI PELIUAUBUPYIOT U MeTacTazupytoT B 40-50 % ciy-
yaeB. Hanbonee yacTHBIC MeCTa MeTacTa3sMpPOBaHUS — JIETKHE, TUM(paTHIeCKue
y3J1bl, KOCTU U MATKHE TKaHU.

INJIEOMOP®HAS TMAJIMHU3UPYIOLIA S
AHTUDKTATHYECKASA ONMYXOJb MATKUX TKAHEW

Omnpenesienne

[Tneomop¢Has THaNMHU3MpYIOLIAas aHrHo3kraTuyeckas onyxoib (ITTAO)
MSTKUX TKaHel MpeACTaBiseT co00il 0ueHb PeAKoe, T0KAIbHO PELUIUBUPYIOLICE,
HEeMeTacTa3upyroliee HOBOOOPa3oBaHKe, XapaKTePH3YIOLIEeeCs SKTa3HPOBAHHBIMH,
3aMOJHEHHBIMY (PUOPUHOM KPOBEHOCHBIMH COCYaMU, OKPYKEHHBIMHU KJICTOYHON
nposirdepanneid mIeoMoppHBIX, HATPYKEHHBIX TEMOCHIEPUHOM KJIETOK C OYeHb
HEOOJBIINM YHUCJIOM MUTOTUUECKUX (QUTYD.

KomnupoBanue no MKB-O

8802/1 IlneomopdHas rHaaMHU3UPYIOLIAs aHTUIKTATUIECKAs! OILyXOIb.

KonupoBanue no MKb-11

2F7C u XH2193 HoBooOpa3oBaHHs HEONPENEICHHOIO XapaKTepa COeIUHNU-
TEJIHOW WJIM APYTO# Msrkod TkaHu U [TneoMop(Hasi rHalMHU3UPYONIAsi aHTHO-
9KTATUYECKAsl OITyXOJlb.

Casi3aHHAsI TEPMUHOJIOTHSI

Jormyctumo ynorpediieHue TEPMUHOB 2eMOCUOePUMULECcKast (pubporunomamos-
HA5l ONYXOb; PAHHAS NIEOMOPQHAS CUATUHUBUPYIOUASL AHSUOIKINAUYECKAS ONYXOTb.

oaTun(sr)

Her.
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Jlokaauszanus

[MI'AO yariie Bcero BO3HUKAET B MOAKOKHOM KJIETYATKE HIPKHUX KOHEUHOCTEH,
B OCHOBHOM B O0JIACTH JIOIBIKKH/CTOIIBI, M PEAIKO SIBISIETCS IIYOOKO PACIIOI0KEHHBIM
00pa3oBaHUeM MSTKHX TKaHEel B TAKHX MECTaX, KaK IIPOMEKHOCTB, SITOJMIIBI H pyKa.

Kiannundeckue oco0eHHOCTH

[N AO wyaie Bcero mpejcTaBiseT COOOH JUIMTENIBHO CYHIECTBYIOIIECE TOJI-
KOXHOE oOpasoBaHue. MHoOrue cilydyan KIMHUYECKH UMHTHUPYIOT COCYIUCTYIO
OITyX0JIb, TAKYIO KaK FeMaHrnomMa uim capkoma Kamnormm.

SnuIeMHOIOT U

Bospact namumentoB Bapeupyer oT 10 mo 79 ner (B cpemnem 51 rox).
Heckomnpko vaie BcTpedaeTcst y )KeHIHH.

ITHOJIOTHSA

HewussectHa.

ITaTorenes

[Mepudepuueckue 3061 MHOTHX [ITAO UMEIOT CTpOEHHE FEMOCHICPOTHYC-
ckoii ¢pubponumomarosHoit omyxomu (I'DJI0), a ouarn, Hanomunaromme [1IAO,
4acTo npucyTcTByIoT mpu I'DJIO, uro cBuneTenscTByeT 0 ToM, uTo IITAO 1 I'dJIO
MIPEJICTABIISIFOT COOOM Pa3HbIC MPOSBICHUSI OTHOW HO30JIOTHHU. DTa KOHIICTIINS TaK-
e MOJTBEPXKIACTCSI TeHETHUECKUMU JaHHbIMU ¢ niepecTpoiikamu TGFBR3 u/unu
OGA (MGEAS), o0HapyKeHHBIMHU B CYIIECTBEHHBIX MOAMHOKecTBax Kak [1TAO,
Ttak U ['DJIO. Coobmanock 00 OmyXonsx, AEMOHCTPUPYIOIINX THCTOJIOTHYECKOE
COBIIQJICHUE MEX/y MUKCOBOCHAIUTEIbHON QubOpodnacTHoil capkomoit u ['DJIO,
YTO TAKKEe YKa3bIBAaeT Ha CBS3b MEXIYy dTUMH JBYMsI THIIAMH OIyXOJei, HO 9TO
OCTaeTCsl He JI0 KOHI[A ITOHATBIM M TPOTUBOPEUUBBIM.

Makpockonuveckuii BUg

Makpockonuyecku 00abIMHCTBO [IIAO BBIIAAAT JONBYATHIMU, IIBET IO-
BEPXHOCTH pa3pe3a BapbUpyeT OT 0eI0BAaTO-KOPUYHEBOTO 0 TEMHO-OOPIOBOTO.
MoryT OBITh BUIHBI KHCTO3HBIE HJIM MUKCOHIHbIE YIaCTKU. BOIBITHMHCTBO OIMyX0-
neit umerot pasmep 5-10 cm.

I'mcronarosiorus

Ha manom ysennuenun III'AO HauGonee mpumeyarelibHa CKOIUICHUSMHU
TOHKOCTEHHBIX DKTA3MPOBAHHBIX KPOBEHOCHBIX COCYIOB PA3HOIO pasmepa, pas-
OpocaHHBIX IO BceMy oyary mopaxeHus (puc. 31). DTu 3KTaTHYECKHE COCYIbI
OKPYXEHBI TOJICTBIM O0OJIKOM aMOp(HOro 303MHOPHUIBHOTO MaTepHasa, 4acTo
C COIyTCTBYIOMMUM (prudpo3oM. MOryT IpHCYTCTBOBAaTh OPraHU3YIOIIUECS TPOM-
OBl C MANMJUIIPHOM SHIOTENNANBHON TUIiepIuiasueil. OmyxoeBble KICTKH pactio-
JIAraroTCsl IIacTaMU WM MyYKaMH M UMEIOT SIUTETHONIHYIO HIH BEPETCHOBH/I-
HYI0 MOP(OJIOTrHI0, BHYTPULIUTOIIA3MATHUECKUI TeMOCHIEPUHOBBIM MUTMEHT U
ieoMop(HBIE S/Ipa ¢ SACPHBIMU TICEBAOBKIOUeHUAMH (puc. 32). Hecmorpst Ha
oIMMOP(HU3M, MUTOTHUYECKAsT aKTHBHOCTh OYEHb HH3Kas. YacTo MpUCYTCTByeT
CMEIIAHHBINA BOCHAINTEIbHBIN HHPUIBTPAT, HHOTA HAOJIIONAI0TCSI ICAMMOMATO3-
Hele Kanpuubukanuu. Ha nepudepun IIITAO moxer HaOmonarbes BapualOeb-
Hasi MUKCOMJIHAs IpoJrdepanus Harpy>KeHHbBIX FeMOCHIEPUHOM IIUTOJIOTHYECKU

37



«OE3MUKUX» BEPETCHOBHIHBIX KIETOK C PEAKHMH SICPHBIMHU TICEBIOBKIIOUE-
HUSIMH, MHOQHUIBTPATUBHO PACTYIIUX CKBO3b JKHPOBYIO TKaHb — HM3MEHEHHS,
unentuunsle HaOmogaeMbiM npu [DJIO (pannsis [ITAO). UpesBbluaiiHo pen-
kue [ITAO, umerone cmemanny ['@JIO-nog00HY0 U KIACCHYECKYI0 MOPdO-
JIOTHIO, OOHAPYXWIH MOP(OIOrHIECKYI0 MPOTPECCHI0O B MHUTOTHYECKH AKTHB-
HYIO TUICOMOP(HYI0O MHUKCOMJIHYIO CcapkoMy (MogoOHyr MukcoduOpocapkome).
Mmmynorucroxumuuecku II'AO skcnpeccupyer CD34.
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Puc. 31. CKomieHruEe TOHKOCTEHHBIX OKTa3MPOBAHHBIX KPOBECHOCHBIX COCYZI0B pa3sHOIo pasMepa,

BBICTJIIAHHBIX d)PIGpI/IHOHOHOGHLIM TUAJIMHOBBIM MaTrc€puaioM, CBA3aHHOE C BepeTeHOOGp%HH-
MU KJICTKaMHu C BapI/IaGGJ'ILHLIM AACPHBIM HJ'IeOMOp(l)I/BMOM
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Puc. 32. TIneomopdHbIe KIETKN ¢ OOMIBHON IUTOIIA3MON M KPYITHBIMH SIPAMH HETIPaBHIIb-
HOH (DOPMEI C S/IPBIIIKAMH
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urosnorus

He umeeT KIMHUYECKOrO 3HAYCHUSL.

MouaekyJisipHasi AMarHOCTHKA

Hexoropsie IITAO ¢ nepudepudeckum komnonenroM I'AJIO oGHapyxkuBa-
ot nepectpoiiku ¢ yuactuem TGFBR3 w/unn OGA (MGEAS). Beio nokaszaso,
yro onuH citydaii [IIAO, nporpeccupoBaBIIMii B MUKCOUAHYIO CAPKOMY, UME Ie-
pectpoiiku TGFBR3 u OGA (MGEAYS). TIT'AO-nogo6HbIe mieoMopdHbIe capko-
MBI OOBIYHO HE UMEIOT ITUX MOJIEKYJISIPHO-TEHETUUECKUX U3MEHEHUH.

OcHoBHBIE U KeJIaTeJIbHbIe JUATHOCTHYECKHEe KPUTepuu

OcHognule: CKOIUIEHUs SKTaTUUECKUX COCYA0B, OKPY>KEHHBIX IICOMOP(hHbI-
MU KJIETKaMH, Harpy>KeHHbIMU T€MOCHIEPUHOM, C SIIEPHBIMHU TICEBIOBKIIIOUCHHUS-
MH; MUTOTHYECKAsl aKTUBHOCTh OY€Hb HU3Kasi WM OTCYTCTBYET; 4acTo HaOIoaa-
ercst nepudepudecknit komrnoneHT ['DJI0.

Kenamenvuvie: peapanxupoBku TGFBR3 w/umun OGA (MGEAS) (B otaens-
HBIX CITy4Yasix).

CragupoBanue

He umeer knHUYECKOrO 3HAYEHUS.

IIpornos

ITpumepno 50 % peseunpoBannbix [II'AO peruauBupyroT JIoKaabHO. Takue
JIOKQJIbHBIE PELUANUBBI OOBIYHO M3JIEUMBAIOTCS MYTEM I[OBTOPHOIO HMCCEUCHUSL.
Teuenue upe3Bbryaiino peakux [ITAO, umeronx MopQoIOrnIecKoe Mporpeccu-
POBaHUE B MUKCOUJIHYIO CAPKOMY, YETKO HE IIPOCIIEKEHO.

TFTEMOCHUJIEPOTHYECKAS
OUBPOJNUIIOMATO3HAS OITYXOJIb

Omnpenenenue

I'®JIO npencrapnsier co00i HEMHKATCYITMPOBAHHOE, JIOKAJILHO arpeCCUBHOE
HOBOOOpA30BaHUE, COCTOSIIEE M3 aIUMOLMTOB, HArPY)KEHHBIX I'€MOCHIECPUHOM
BEPETEHOOOPA3HBIX KIETOK M MaKpoQaros.

Komnposanue no MKB-O

8811/1 I'emocunepornueckas GruOPOTUTIOMATOZHAS OIYXOJIb.

Konuposanue no MKB-11

2F7C u XH9526 HoBooOpa3oBaHusi HEONPEICIICHHOTO XapaKTepa COCTMHU-
TEJILHOW MJIM APYTMX MATKUX TKaHei u [emocunepornyeckas GpuOpoaunomaros-
Hast OITyXOJIb.

CasizaHHast TEPMUHOJIOTHSI

JlomycTuMO yrnoTpeOieHre TepMUuHa 2eMoCcudepomuyeckoe huopocucmuo-
yumapHoe TUnomMamo3sHoe nopasicerue.
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MMoarumn(sr)

Her.

Jlokaau3zanus

HauGosee yacTo BCTpedyaeTcs Ha CTOINE, OCOOCHHO €€ ThUIbHOM IOBEPXHO-
CTH, U 00JIacTH BOKPYT JIOIBDKKH, Jajiee 10 YacTOTE BCTPEUAEMOCTH CIIEIYIOT
pyka, uKpa, 6eapo, 1eKa.

Kiaunnveckue ocodeHHOCTH

I'®JIO npencrapisier co00ii MEATICHHO pacTylliee, MHOTa O0JIE3HEHHOE TTOJI-
KOXKHOE (peke Oonee TiyOOKoe) MSTKOTKaHHOEe oOpaszoBanue. MPT ompenenser
UH(UIBTPATUBHOE JKUPOBOE 00Pa30BaHUE C OTJIOXKEHUEM I'eMOCHIEPHHA.

Nu1eMHOJI0T U

I'®JIO yamie HabIIOAACTCS Y KEHILUH, 001a1aeT IUPOKUM BO3PACTHBIM AU-
arma3oHOM, BKITIOYas JIeTel, HO HanboJee YacTo BCTPEUaeTCs Ha MATOM M IIECTOM
JICCATUICTUSIX XKU3HU.

ITHOJOTHA

HewnssectHa.

IlaTorenes

IMuroreHeTHUECKUi aHAIN3 IOKa3aJl OKOJIOIUILIION IHbIE KApUOTHUIIBI CO cOa-
JIAHCUPOBaHHBIM MM HecOamancupoBanHbIM t(1;10)(p22-p31;q24-q25), norepeit
Marepuaia ot 3p u ammuduxanueit 3pl1-p12. ITpu stom t(1;10) He npUBOAUT K cIU-
STHATO TPAHCKPHIITA, HO Beeraa HarenuBaercs Ha TGFBR3 B 1p22, nemonctpupyer
TOUKH pa3psiBa B win okosio OGA (panee MGEAS) B 10924 1 npuBOIUT K YCHIICHHIO
tparckpununn cocenuux FGF8 u NPM3. B 85 % I'®JIO 6sw1o obHapyxeHo t(1;10).
AwmmnukoH B 3p conepxxut VGLL3 u CHMP2B, skcnipeccust KOTOPBIX HOBBIIIEHA.
Tlono6ubie kapuoTuiel, peapankuporka TGFBR3 u OGA u ammmndukarms VGLL3
TaKKe HaOIIOIAINCH TIPU MUKCOBOCHAIMTEIBHON (GUOpOOIacTHUECKOM capKkome
u [II'AO msrKkux TKaHeH, 9To MpermonaraeT NaToreHeTHIECKYIO CBSI3b MEKIY STHMU
cocrosiausmu. CrnstHust BRAF npucyTCTBYIOT B HEKOTOPBIX MHKCOBOCIIATIUTEIEHBIX
(hubpobIacTUUIecKux capkoMax, Ho OHH He Ol 00HapyxeHbl B [ DJIO.

Maxpockonu4yeckuii BUJ

Pa3smep omyxomnu B cpenHeM coctaBisieT 7,7 ¢M, HO MOXKeET JocTurath 19 cm.
I'®JIO mnoxo ouepyeHa, TEMHOTIO JKeJITOBATO-KOPUUHEBOIO 1IBETA, PIXJIAs, C PEA-
KUMH KPOBOHM3IHSHUSIMU.

I'ncronarosiorust

I'®JIO cocrout u3 HONEK 3pEOro KUPa, CMEMIAHHBIX B PA3TUIHBIX TIPOTIOP-
X ¢ IIyukaMu (GuOpoOIaCTUUECKUX BEPETEHOOOPa3HbIX KIETOK, COAEPIKALIUX
TeMOCHJIEPUH, C HarPY>KeHHBIMH T€MOCHIEPHHOM MakpodaraMy M TUTaHTCKUMU
OCTEOKJIACTONOA0OHBIMHU KiIETKaMHU (puc. 33). MecTamu BepeTeHOOOpa3HbIE KIIET-
KU B MEHBIIIEM KOJIMYECTBE pacipeieieHbl 0osiee CBOOOIHO M YaCTO PACIIONIOKEHBI
MEXKy OTAEIbHBIMU aJUIOLUTAMU U BOKPYT cocynoB. MHorna Bcrpedarorces 60-
Jiee KPYITHbIE KIETKH C aTUIHYHBIMH SAPaMU.

40



Puc. 33. 3penble aauIOUUTapHBIC KICTKH, CMEIIAHHBIC C IMyYKaMH TeMOCHACPUHCOCPIKAIINX
(nOpobIIacTHUECKNX BEPETeHOOOPA3HBIX KICTOK U HArPY)KEHHBIMU TEMOCHACPUHOM Makpodaramu

MuroTrHueckasi akKTHBHOCTb HU3Kasi, HEKPO3bl OTCYTCTBYIOT (puc. 34). MHorna
MIPUCYTCTBYIOT SIJICPHBIC TICEBIOBKIIIOUCHHS U KPYITHbIC, SKTa3UPOBAaHHbIC, YACTUY-
HO TPOMOUPOBAHHBIE COCY/IBI C IEPUBACKYIIIPHON I'MaIMHU3AIUEH, YTO TIPUBOJUT
K Mopdonornaeckomy cxoncty ¢ [ITAO. Yyactku, Hanomunaronme ['OJIO, moryT
Habmonarbest o kpasim [1I'AO. Penkue cimygan I'®JIO moryT Henpenckazyemo
PELUINBUPOBATH B BU/IE MUKCOUIHON CApKOMBI C TUCTOJIOTHYECKUMH NTPU3HAKAMH
rubOpuHoit ['DJIO-MuKcOBOCTIANUTENLHON PHOPOOIACTHYECKOI CAPKOMBI.

Beperenoobpasubie kierku ['DJIO o0biyHO mnonmoxkutenbHbl Kk CD34
(puc. 35) u KaJIBIOHUHY.

==

Puc. 34. Temocunepurcoaepikarine Makpoharu 1 BepeTeHO0Opa3HbIe KICTKH. MUTOTHYEeCKast
aKTHBHOCTb HH3Kas, 63 HeKPO30B
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Puc. 35. Boipaxennas sxcnpeccusi CD34 B BepeTeHOOOpa3HBIX KIETKax

IuTonorust

B acnuparax oOb1uHO OOHapyKUBaeTcsi BapuadesbHasl KJIETOUHas CMECh U3
3penoi KUPOBOH TKAHHU M «OE3IMKHUX» BEPETEHOBUIHBIX KIIETOK, MOATPYIIIA KO-
TOPBIX COAEPIKUT FTeMOCHUACPUH BMECTE C MaKpOo(araMu, Harpy>KEHHbIMH T€MOCH-
JIEPHHOM.

MoJiekyasipHasi JHATHOCTHKA

Omnpenenenne nepectpoiiku t(1;10)(p22;q24) wnu OGA u TGFBF13 moryT
OBITH MOJIE3HBIMHU.

OCHOBHBIE U sKeJIaTeJIbHbIe JUATHOCTHYECKHEe KPUTEPUHU

Ocnognble: 3penas )KUPOBasi TKAHb € MPUMECHIO «OE3ITHKHX», 3arPYKCHHBIX
TeMOCH/IEPUHOM BEPETCHOBHIHBIX KJIETOK M Makpo(haros.

JKenamenvuwie: onpenenenne nepectpoiiku t(1;10)(p22;q24), OGA w/unu
TGFBR3 (B oTebHBIX ClTydasix).

CragupoBaHue

He nmeeT KIMHIYECKOTO 3HAYCHUS.

IIpornos

Yacrora MecTHBIX permamuBoB cocraBiuser 30-50 %, ocobGeHHO mpH
HEIOJIHOM HCCEYEHUH Omnyxoyu. YacToTa penuMBOB MOXKET ObITh CHIIKEHA ITy-
TeM TOTHON Xupyprudeckoil pezekunn. O metacrazax B unctoMm Buae ['OJIO we
CO00IIAJIOCH, HO PEIKHE OITYXOJH C TpaHC(opManueil B CapKOMy MOTYT IPUBECTH
K OT/IQJICHHBIM METacTa3aM.

42



DPOCPATYPUUYECKASA ME3ZEHXNMAJIBHAS OITY XOJIb

Omnpenenenue

Docdarypuueckue MezeHXxUManbHble omyxonu (PMO) mpeacTaBisioT co-
00if MOpP(OJIOTHYECKH OTIMYUTEIBbHBIC HOBOOOPA30BaHMsI, BBI3BIBAIOIIUE OITY-
XOJIb-MHAYLHpOBaHHY0 octeoMamsauuio (OMO) y OonbHIMHCTBA MOPa)KEHHBIX
MAIMEeHTOB, 00BIUHO 3a cyeT npoaykuun FGF23.

Komnposanue no MKB-O

8990/0 docdarypuueckas Me3eHXUMAaIbHASL OMYXO0Jb HeCHenn(UIMpOBaH-
Has (BAY)

8990/3 docdarypuueckasi Me3eHXUMAIIbHASI OITyXOJIb, 37I0KA4eCTBEHHAS.

Konuposanue no MKB-11

2F7C u XH9T96 HorooOpa3oBaHus HEONPEIEICHHOTO XapaKTepa COeIMHN-
TEJILHOW MJIM ApYroil Msrkod Tkanu u Docdarypudeckas Me3eHXUMaIbHAs OIy-
XO0ITb, TOOPOKAYECTBCHHAS

2F7C nu XH3B27 HoBooOpa3oBaHUsl HEOIIPEIEIICHHOIO XapaKTepa COeIUHNU-
TEJILHOW WJIM APYTOi Msirkod TkaHu U Docdarypudeckas Me3eHXUMaIbHAS OIy-
XOJ1b, 3]I0KaUECTBEHHASL.

Casi3aHHAsi TEPMUHOJIOTHSI

Jonycrumo ynorpebnenue tepmuna PMO, cmewiannviii coeOuHumens-
HOMKAHHBIL MUN.

HoaTun(sr)

DMO, 31m0KaYECTBECHHAS.

Jlokanm3amus

®OMO MoryT 3arparuBarh MPAKTHYECKH JHOOYH COMATHYCCKYHO JIOKAJIH-
3aIUI0 B MATKUX TKaHAX, YPE3BBIUAMHO PEIKO PacoiaralTcs B 3a0pIOIIMHHOM
IIPOCTPAHCTBE, BHYTPEHHUX OpraHax U CPEeJOCTeHHH. B cymiecTBeHHOW dYacTu
CJly4aeB IOPaXKatoTCsl KOCTHU.

Kiunnyeckue ocodeHHOCTH

BonbrmmactBo @MO mpezacraBisior co0ol HEOOJBIINE CKPBITHIE TOpa-
JKEHHs, KOTOpble MOTYT NOTpeOOBaTh OYEHb THIATEIBHOTO KIMHHUYECKOTO 00-
CIICZIOBAHUSL W PAJAMOHYKINUIAHOTO cKaHupoBaHus (mpeamnoururensHo [IDT-KT
¢ 68Ga-DOTATATE) nns onpenenenus sokanu3anuud. OObIYHO B aHAMHE3€ TPH-
CyTCTByeT aiurenbHas ocreomananus. MO OTBETCTBEHHBI 3a MOAABIISIOLIEE
OOJIBIIIMHCTBO paHee 3aperucTpupoBaHHbIX ciydacB OMO, acconMUpOBaHHBIX
C ME3EHXMMAJIbHBIMU OIyXOJISIMU, KOTOPbIE 4aCTO PErMCTPUPOBAIUCH MOJ APY-
TUMHU JnarHo3amu. Tspkenast runodocdareMuss v NMoBbIIICHHBIH ypoBeHb FGF23
B CBIBOPOTKE MOryT HaOmogarbes y nauueHtoB ¢ OMO. Tak HazpiBaeMble HedoOC-
¢darypuueckne ®MO B OOJBIIMHCTBE CIIyYacB MPEICTABISIOT COO0H HEOObIIINE
nosepxHoctHbie DMO, BhIsiBICHHBIE 10 Havaa pa3utus ONO.
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Snu1eMHOJI0T U

OMO BcTpeuaroTes kpaiiHe penko, BeposTHoO, cocTaisist MeHee 0,01 % Bcex
OTyXoJiel MATKMX TKaHel. Yalie Bcero oHM Mopa)karoT B3POCIIBIX JIIOIEH CPETHEro
BO3pacTa Jr00ro nosia (¢ MpUMEpHO PaBHBIM PACIPEAEICHUEM 10 MOJY), HO TaK-
K€ MOT'YT BO3HUKATh Y JICTCH U MOXKHIIBIX MAI[MEHTOB.

ITHOJOTHA

Oruonoruss ®PMO HensBecTHa. B yHHKaIbHOM Cllyyae XpOMOCOMHas repe-
CTpO¥iKa 3apOIBIIIICBON JIMHNH, BBI3bIBAOMIAs ycuiieHHe perysisiunu a-Klotho, Bo3-
MOXHO, Ipejpacrioyiarajia naueHTa K MocleayomeMy pa3BUTHIO MHOYKECTBEH-
HbIX ®MO.

IIaTorene3

[Mourn nonosuna Bcex ®MO coupepxkut nubo FNI1-FGFRI1, nubo, pexe,
cmustane FN1-FGF1. Dkenpeccust FGFR1 pacnpocrpanena 8 MO HeszaBucuMo
OT CTaTyca CIUSHUSA. DTU JaHHBIE CBUCTEIbCTBYIOT O TOM, YTO aKTUBHPOBAaHHbIE
pelenTopHble TUPO3WHKMHA3HbIEe curHanbHble myTh FGFR1 moryr ympasnsates
onxorenezom ®MO u akruBuposarb FGF23. M36wiTounas npomyknus FGF23,
(docdarypudaeckoro ropmoHa, KOTOpbI HHTHOMPYeT 0OpaTHBIN 3axBar (GocdaTos
B IPOKCHMAIIBHBIX KaHAIBIAX IT0YEK, B OONBIIMHCTBE CIydYacB SIBISETCS IPHU-
yuHoit OMO. Huskuil yposens sxcnpeccun FGF23 unorna Moxer ObITh MJIEH-
TUGUIMPOBAH TAaKKE W B JIpyrux omyxoisix (He ®MO), BKiIrOYas OTIENIbHBIC
cirydau (pUOpO3HON AMCIIA3UH, aHEBPU3MATHUECKOH KOCTHOM KHUCTBHI M XOHJIPO-
MmukconaHol ¢Gudpomsr koctu. Penxue caydan ®MO ¢ OUO ssstrorest FGF23-
OTPUIATETBHBIMH, YTO MPEANIONIOKHUTEIFHO OTPaXKaeT MPOIYKIHUIO JAPYTrux (oc-
(haTypu4ecKuX rOpPMOHOB.

Maxkpockonuyeckuii BUg

BonbmmucTBo @®MO npencTaBisiioT co60i Hecnenupuueckue 00pa3oBaHus
MSATKHMX TKaHel WM KocTel, 4acTo ¢ KOMIIOHEHTOM *kupa. HekoTopelie u3 HUX Mo-
TyT ObITh CHJIBHO KaJIbIAHUPOBAHBI.

I'mcronarosiorus

®OMO O00BIMHO COCTOST M3 «OE3TMKUX» BEPETEHOBHIHBIX WM 3BE3IUaTBIX
KJIETOK, KOTOPbIE MPOU3BOAAT HEOOBIYHBII MaTPUKC OT TMAMHU3UPOBAHHOIO JI0
MyTHOTO BHJa (puc. 36). OOBIYHO UMEETCSI OUCHB XOPOIIO Pa3BUTAs KAMJUISPHAs
CeTh, @ B HEKOTOPBIX CIy4asX Takxke oOHapyKHMBAarOTCs Ooliee KpYITHBIE COCYIbI,
¢ (hopMUpOBaHUEM NEPULIMTOMONOAOOHOTO MATTEpHA WM B BUJIE AaTTEpHA, HAIIO-
MHHAIOLIET0 KaBepHO3HYI0 reManruoMy. Marpuke ®MO 00bIYHO KanbIuUIUpY-
eTCst HEOOBIYHBIM IIIEPOXOBATHIMY MIIM XJIONILEBUIHBIM 00pa3zoM (puc. 37), MHorIa
00pasys IBETKOMOIOOHBIE CIAHILEBO-CEPhle KPUCTAIUIBI, @ B HEKOTOPBIX CIIydasx
OH MOXET COJIepKaTh O4Yark, OYeHb HANOMHHAIOIINE TPUMUTHBHBIA XS HIIH
ocreous (puc. 38). Moryt mpucCyTCTBOBaTh OCTEOKJIACTHI, (PUOPOTHCTHOIUTAP-
HBIE BEPETEHOOOpa3HbIe KIETKH, 3peiasi )KUpoBasi TKaHb, MUKPOKHUCTO3HbIE H3Me-
HeHus U nepudepuueckas 000I04Ka U3 ry0uaToil KOCTHOI TKaHU. MUTOTHYECKas!
AKTHBHOCTh M HEKPO3bl OOBIYHO OTCYTCTBYIOT. B uentocTsx onucansl ®MO c¢ npu-
MECBIO DNUTEIHATIBHBIX (OIOHTOI€HHBIX) 371€MEHTOB. HesiCHO, SIBISIOTCS JH 3TH
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SMUTEIHANIBHBIE 3JIEMEHThl HEOIJIACTUYECKHMHU MM 3aXBauCHHBIMU/HHIYLIUPO-
BanHbIMU coceqanMr OMO. 3nokagectBennas @MO uarie Bcero pa3BuBaeTcs B
MOpPaYKEHMSX, KOTOPBIC PEIUIUBUPYIOT JIOKAIEHO, 9acTo Oojiee OJHOTO pasa, a 3a-
TeM IPOSBIIAIOT OYEBHHBIC INPH3HAKHM 3JOKAYECTBEHHOCTH, BKIIIOYAs BBICOKYIO
SIEPHYIO aTHITHIO, BEIPKEHHBII IIIEOMOP(H3M, BEICOKYIO KIIETOYHOCTb, HEKPO3BI
U TIOBBIIIEHHYI0O MHTOTHYECKYIO aKTUBHOCTbH, HallOMUHAromue HeanddepeHnu-
poBaHHYyIO TIcOMOp(hHYIO capkomy uiu (ubpocapkomy (puc. 39). ITo naHHBIM
nMMyHorucroxumuu, 6onsmuHcTBo PMO skenpeccupytor CD56, ERG, FGFR1,
SATB2 w/unn SSTR2A. Dxcnpeccust 6enka FGF23 Obuia 3a10KyMEeHTHpOBaHA
B HEKOTOpbIX citydassx ®MO, xors uMeromuecs B npogaxe anrurena k FGF23
HMEIOT COMHHUTENIBHYIO CHEI(DHIHOCT U HE ABIIIOTCS MIMPOKO TOCTYITHBIMH.

Puc. 36. BepeTeHOBUIHBIC U 3BE3YaThC KJICTKUA C OOraTtoif COCYAMCTOW CEThIO U THIIOIEIN-
JIFOJISIPHBIE YYaCTKU B OCHOBHOM 0a30(hMIIBHOTO MaTpuKca

Puc. 37. Tponudepanusi BepeTeHo0OpasHbIX KIETOK, KaIbLHU()UKAIINH «ILIEPOXOBATOTO» THIIA U
THT'AaHTCKHE KJIETKH, OJ00HBIC OCTEOKIACTAM (CTPEIKH)
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urosnorus

B oraenbHbIX COOOIIEHHUSIX 00 ITUX OMYyXOJsIX OTMEYEHBI HecrenupHIHbIC
BEPETeHOOOPa3HbIEC KIETKH C MEITKO3EPHUCTBIM XPOMATHHOM, HEYETKUMH SIPBIIII-
KaMH U CKY/JIHOW HEXHOH IIUTOIIa3MOii; TaKKe MOTYT ObITh OOHApYKEHBI pacce-
SIHHBIE OCTEOKJIACThI, CBI3aHHBIE CO CTPOMAJIBHBIM MAaTPHKCOM.

MoJiekyIsipHasi THATHOCTHKA

O6napyxenne cnusiausgs FN1-FGFR1 uwnu FN1-FGF1 sBisiercst moarBepik-
JIAIOIUM, HO He 00s13aTeIbHBIM JJIsl pyTHHHOM auarHoctuku OMO.

OcHOBHBIE H KeJIaTeJIbHbIe JUATHOCTHYECKHEe KPUTEPUHU

OcHosHble: 00bIMHO «0O€3/THKash BEPETEHOKIIETOUHAs OMYXO0Jb C OTIIOKEHH-
€M MaTpuKca, XJIONbEBUIHBIM KaJIBIIMHO30M /WM OOTraToil COCYyIUCTON CeThIO;
KIMHUYECKHE MpU3Haku rumnodocdareMun W/Mix OCTEOMAISINN, YCTPAHSHHBIS
TI0CJIe TIOJTHOTO YAAaJIeHUS OITyXOJIH.

JKenamenvuvie: runepnponykuusi FGF23 B cbIBOpOTKe Wi B HEOIIaCTHYE-
CKO# TKaHM (B OTJCNIbHBIX CITydasx).

CragupoBanue

He nmeeT KIMHUYECKOTO 3HAYCHUSL.

IIpornos

[Moxapnsitomee 60bMHCTBO PMO THUCTONOTHUECKH U KIMHUYECKH J10-
OpOKa4eCTBEHHBIE, MTOJTHOE MUCCEUCHHUE MPHUBOAUT K BHIPAKCHHOMY YMEHBILICHHIO
notepu GocdarToB 1 ocTeoOMANSINH. 3M0KAYECTBEHHBIE OITYXOIU MOTYT METacTa-
3UpOBATh U MPUBECTH K JIETAJILHOMY HCXOJY.

HOBOOBPA3OBAHHME U3 BEPETEHOOBPA3HBIX KJIETOK
C PEAPAH)KUPOBKOM NTRK

Omnpenenenue

HoBooOpa3oBaHusi 13 BEpETEHOBUIHBIX KJIETOK ¢ peapamkupoBkoii NTRK
(3a uckIOo4eHUEM JeTckux (uOpocapkoM) NPEeCTaBIAIOT COO0N HOBYIO IPYIILY
PEOKUX OIMyXOJIeH MSTKUX TKaHEeH, BBIIEICHHBIX MOJIEKYISIPHO-TEHETHIECKUMHU
METO/IaMH, OXBAaTBIBAIOIIMX IIMPOKUII CHEKTP MOPQOJIOrUil U THCTONIOTNYSCKHUX
IpeioB (CTENEeHEeH 3JT0KaYeCTBEHHOCTH) M JEMOHCTPHPYIOIIMX YaCTYIO KOIKC-
npeccuto S100 u CD34 npu ucnosb30BaHUU UMMYHOTHCTOXUMUM. OIyXO0JIH Yalle
BCEro MMEIT MOHOMOP(]HBINH (EHOTUIT BEPETEHOOOPA3HBIX KIETOK, BapualOeib-
HYIO THAIMHU3ALHI0 CTPOMBI M MHQHMIBTPATUBHEIN POCT. DTa NpeaBapHTeIbHAas
KaTeropus BKJIFOYACT HEIABHO OMHCAHHBIC THMOPHOPOMATO30110J00HBIC HEBPAIb-
HBIC OITyXOJIX U OITyXOJIH, O4EHb ITOXOXKHE Ha OITyXOJIN 000JIOUKH Ieprdepryecko-
TO HepBa.

Komnposanue no MKB-O

Her.
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KonupoBanue no MKb-11

Her.

CBsi3aHHAsI TEPMUHOJIOTHSI

HonyctuMo ynorpeOiaeHue TEPMUHOB: IUnOPUOPOMAmO30no0000Has He-
epanvHas onyxonv;, NTRK-nonodcumenvhas onyxoinb, HAnNOMUHAOWds ONYXoilb
0bonouku nepugepuiecko2o nepea.

MMoarumn(sr)

Her.

Jlokaau3zanus

JlanHble HOBOOOPA30BaHHsL — 3TO Yallle BCETO MOBEPXHOCTHBIE WU [1y0O-
KHE OITyXOJIM Ha KOHEYHOCTSIX WU TYJIOBUILE.

Knnnuyeckue oco0eHHOCTH

BosbIIMHCTBO OMyXoJel MpeACTaBIsIFOT co00i manbnupyemoe 06e300ie3-
HEHHOE 00pa30BaHMUe.

SNueMHOJI0T U

HauGosee yacTo OIyXxonu BO3HUKAIOT B IEPBbIC [BAa JECCATHICTHUS XKU3HU,
pu 3ToM JTUoGpuOPoMaro30nog00HbIe HEBPAIBHBIC OMYXOJIM BCTPEUAIOTCS Tpe-
UMYILECTBEHHO y AeTel (cpenHuii Bozpact 13,5 ner). bonee nonoBuns! omyxoneit
¢ peapamxupoBkoit NTRK, HanoMHHAOIIMX OMyX0Jn 000JI0YKH TIepU(EepHUECKO-
IO HEpBa, BCTPEUAIOTCs B AETCKOH BO3PACTHOM IPYIIIE; OCTaIbHbIE CIyuyal UMENIU
IIUPOKUH BO3PACTHON AMAIa30H MPHU MOCTAHOBKE INArHO3a.

ITHOJOTHSA

HewussectHa.

IIaTorene3

BonpmmacTBO Oomyxone#t conepxar cimsiausst NTRK1 ¢ MHOMKecTBOM map-
THEPOB, B OCHOBHOM B PE3YJIbTare BHYTPUXPOMOCOMHBIX HHTEPCTUIIMAIBHBIX
nenenuii (LMNA) uiu unBepcuit (TPR, TPM3). Takxke coo0manoch o peaKux
ciyuasix ciausgHust NTFIK2 u NTRK3. Crnusiuus NTRK npuBoznsT K akTHBalun
OHKOTE€HHOTO IIyTH 4Yepe3 XUMEpHbIE OEJKH, KOTOpBIe ColepKaT KHHAa3HbIE JJOMe-
HbI TporioMuo3uHOBLIX perenTopoB TRK-A, TRK-B u TRK-C. Takxe 65110 oxa-
3aHO, YTO OIYXOJIU CO CXOIHOH MOp(OIOTHEH, HAITOMUHAIOIINE OITYXO0JIH 000104~
KU nepudepudeckoro Hepsa, coaepikar ansrepHaruBuble ciausanus RAF1 u BRAF.
Hu onHa u3 3THX onyxoJeii He Oblia cBsi3aHa ¢ HelipoduOpomarozom I Tuma.

Maxpockonu4ecKkuii BUJ

Maxkpockonmueckuii Bug NTRK-peapankupoBaHHBIX BEpeTEHOKIETOIHBIX
HOBOOOpPA30BaHUI €l1le HE ONPEEICH OKOHYATEIbHO.

I'ncronarosiorus

HoBooOpa3oBanus U3 BepeTeHOOOpa3HbIX KIETOK ¢ peapamkupoBkoi NTRK,
MO-BUANMOMY, HOPMHUPYIOT MOP(OITOTHIECKHUH crieKTp. Ha omHOM KOHIIE 9TOro
CIEKTPa HAXOJUTCS TaK Ha3blBaeMas JIUINOGUOPOMATO30M0100Has HEBPAIbHAS
OITyXO0JIb, KOTOPAst OTPEEISIETCs] OSCIIOPSIOUHO PACIOI0KEHHBIMH MOHOMOP(QHBIMH
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BEPETCHOBHIHBIMH KJICTKAMH C CYKAFOIIMMUCS SAPAMH U HEYCTKOM [UTOILIA3-
Mo#. OHa UMEET BHICOKO HH(IIBTPATHBHBII MATTEPH POCTA B MOKOKHO-KHUPOBO#T
KJIeTYaTKe, HaroMuHas tunopudpomaros (puc. 40). X0oTsi B HEKOTOPBIX CIIydasx
MMEIOTCSI 00JTACTH MOBBIICHHOW KJICTOYHOCTH U JIETKOH [IUTOJIOTHYESCKON aTUIIHH,
OHH COYCTAFOTCS C HU3KUM KOJMYECTBOM MHUTO30B U OTCYTCTBHEM HEKPO30B.

P

Puc. 40. Onyxonb CeTeBUIHO MHQHUIBTPHPYET JKMPOBYIO KIETYATKY M HAIOMHHACT JIHIIO-
¢hubdpomaros

Jlpyras noxrpynma ciy4aeB MMEeT COJMUIHBIM XapakTep pocTa, BKIIOYAIO-
Ui CpeTHe- ¥ BBICOKOKIETOYHYIO MPOTH(EPAIHIo OJHOPOJHBIX BEPETCHOBHIHBIX
KJIETOK, PACIIOJIOKCHHBIX B BHJIE «IIOTOKOBBIX)» MM OCC(OPMEHHBIX NMATTEPHOB.
JnarHoCTHYECKIM MTPU3HAKOM TOTO MOATHUIIA SBIISIOTCS 3aMETHBIE CTPOMAJIbHBIC
TSDKU U TIEPUBACKYIJISIPHBIE KOJIbLA KEJIOUA0MN0J00HOr0 THaJIMHU3UPOBAHHOIO KOJI-
nareHa (puc. 41). Taxke coO0IATIOCh O HECKOJIIBKUX ClIydasiX WHQUIBTPATHBHO-
IO pocTa B JKUPOBOU TKAHU, HATOMHHAIOIIUX JUNO(GUOPOMATO3HYIO HEBPAIbHYIO
OITyXOIb, YTO TPEATONaraeT TMOTCHINAIBHYIO MaTOTeHETHUECKYIO CBSI3b MEXKITY
9TUMU JBYMsI (DCHOTHIIAMH.

HekoTopble OmyXom NMEIOT 30HAIBHBIHN BUJ, T KICTOYHBIC YIaCTKH CITH-
BAlOTCS C MAJOKJIETOYHBIMU 30HAMU C KOJUIAT€HOBOH MM MHUKCOMIHOH CTpO-
MOI1, HATOMHHAS 3T0Ka9eCTBEHHYIO OITyXOJIb 00OIOUKH Mepr(epHIECKOT0 HEpBa
(puc. 42). Omyxonu B 3TOH IpyIIe OXBaThIBAIOT IIUPOKUI I'MCTOIOrMYECKUil
CTIEKTP, IpHIEM OONBIIMHCTBO U3 HAX UMEIOT HU3KYIO CTEIICHb 3I0Ka9eCTBCHHO-
CTH, HO HEKOTOPBIE NPOSIBIIOT (PeHOTUI 60JICe BEICOKOM CTEIIEHH 3J1I0KAUECTBEH-
HOCTH, C 3aMETHO ITOBBIIICHHOH KIETOYHOCTBIO, COUCTAOMICHCS C MaTTepPHOM
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B BUJIC TIEPECEKAIOIINXCS MYYKOB, C OOJIBIINM YUCIOM MHTO30B (puc. 43). MoryT
OBITh HEKPO3bl. MeHee pacnpoCTpaHEHHBIM BAPHAHTOM CApKOMBI C peapaHKHpPOB-
koit NTRK 1 siBnsiroTCSI OMyXO0JIM ¢ MHOTIEPUITUITOMOTIOOOHOH apXUTEKTYPOH.
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Puc. 41. MoHomopdHbIe KIETKH, HE o0pasyolie onpeaeaeHHoro narrepHa. KosareHoBsie
CTPYKTYPBI, 3aMETHbIC IEPHBACKYISIPHO U B CTPOME

Puc. 42. HoBooOpa3oBaHUs N3 BEPETCHOBUIHBIX KIIETOK ¢ peapamkupoBkoil NTRK:
a — POCT KOPOTKHUX ITy4KOB €J1a00 MM yMEPEHHO aTHIHNYHBIX KJIETOK B KOJJIAr€HOBOH CTpOMe
C MEpPUBACKY/IAPHOH THATNHN3AIMEIT; 6 — 04aroBble MUKCOU/HBIC N3MEHEHUS
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Puc. 43. 30HBI ¢ OBBIIEHHON KJICTOYHOCTHIO (CIIPaBa) U KOJUIAreHU3anueH (ciesa)

MIMMyHOTHCTOXUMHUYECKH B OOJBIIMHCTBE OITyXojel HaOomaeTcss KodKe-
npeccust S100 u CD34 npu orcyrcerBuu peaktuBHoct SOX10, Torna kak skc-
npeccust H3K27me3 coxpansiercst. bonpmmucTBO ommyxomneit co caustamsimua NTRK
pearupyroT ¢ MOHOKJIOHAJIbHBIME aHTHTeNamMu — anti-pan-TRK; oxpaiuBaHue
MOYeET OBITh IIUTOTLIA3MATHYCCKUM HITH sifiepHbIM. IMMyHOrncToxumus ¢ TRK-A
nosnes3Ha 1ysi oOHapyxeHus omyxoneil ¢ peapamkupoBkoil NTRK1. BaxxHo ot1-
METHUTh, 9TO0 nMMyHOpeakTuBHOCTh pan-TRK n TRK-A He sBiseTcss momHOCTHIO
crenuGpUIHON, U /IS OKOHYATEIBHOTO AUArHO3a YaCTO TPEOYeTCsl AOMOTHUTEb-
HOE MOJIEKYSIPHO-TEHETHUEeCKOoe TecTHpoBaHue. OIyXolu cO CXOAHOH Mopgo-
JIOTHEH, HO ¢ anbrepHaTUBHBIMU ciausHusIMH RAF1 i BRAF, umeror cxonHbiit
nmmyHorpodmis S100 u CD34 (puc. 44).
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IuTonorus

He nmeeT KIMHUYECKOTO 3HAUECHUS.

MoJiekyasipHasi JUATHOCTHKA

MornekynsipHoe ooHapysxerue causiauii NTRK MoxeT ObITh 10JIe3HBIM.

OcCHOBHBIE U KeJIaTeIbHbIe AHATHOCTHYECKHE KPUTEePHH

Ocnoenbie: OIyXOIM OXBAaTbIBAIOT HMIMPOKHUH creKTp Mopdosoruil u ru-
CTOJIOTUYECKHX TPEiIoB; XapaKTepHU3yIOTCsl OECTOPSI0YHO PACIIONOKEHHBIMHU
MOHOMOP(HBIMH BEPETEHOOOpPA3HBIMU KJIETKaMU; WHQHIBTPATHUBHBIA pPOCT
B )KMPOBOW TKaHH, HAOMHHAIONUN JTUTOGUOPOMATO3; OTIUUYUTEIbHBIH CTPO-
MaJbHBIA M MEPUBACKYJISAPHBIA KEJIOUIHBIH KOJJIAreH; MUMMYHOTMCTOXUMHUYE-
CKH OITyXOJIM BO MHOTHX ciydasx nmojoxutenbHsl k S100 u CD34, torga xax
k SOX10 orpunarensusl; onyxonu co causHusimu NTRKI1 OynyT umeTs ummy-
HopeakTuBHOCTH ¢ NTRKI.

Kenamenvuvie: obnapyxenue causHuili NTRK o6bluHO TpeOyercs mns
OIIpEe/CIICHHs TePATIHH.

CragupoBaHue

CranupoBaHue TPUMEHNUMO TOIBKO K 3JI0Ka4€CTBEHHON MoATpyIine. MoKHO
UCI0Jb30BaTh cucteMy TNM AMepUKaHCKOrO 00bEJMHEHHOIO KOMUTETA 110 PAKy
i Coro3a MeXTyHapOIHOTO KOHTPOJISL HAJl PAKOM.

IIpornos

[Iporno3 omyxomneit B3pocnbeix ¢ peapamxupoBkod NTRK, mo-sumnmomy,
CBSI3aH C FMCTOJOIMYECKUM IpeiiioM. M3-3a MHGUIBTPaTUBHOIO XapaKTepa pocTa
JI0OpOKaYeCTBEHHBIC JTUMOPHOPOMATO301I0J00HBIC HEBPATIBHBIC OMYyXOJIH UMEIOT
CKJIOHHOCTb K JIOKaJbHOMY PELUIUBY IIPH HEIOJIHOM HCCEYEHUM, HO METACTa3U-
poBanue He ObUTO BBISIBIEHO. OMyXoiaHu ¢ MOPGOIOTHYECKUMH MTPU3HAKAMH BBI-
COKOIl CTEeNeHHU 3/10KaueCTBEHHOCTU MOT'YT NPOSIBISTH arpeCCUBHOE KIIMHUYECKOE
MOBEJICHNE C METACTATHYECKUM PACHPOCTPAHEHHEM B JIETKHE U JPYTHe OpTraHbl.
BaxxHO 0TMETUTH, UTO a0EpPPAHTHO IKCIPECCUPYEMbIE OHKOTCHHBIE PELIEIITOPHBIE
tupo3uakrHa3sl TRK-A, TRK-B 1 TRK-C B capkomax ¢ peapamkupoBkoit NTRK
MOTYT OBITh IOJIBEPIHYTHI TAPreTHOMN (11€JIeBOI) TepaIiK, 4TO OTEHIUAIBLHO MO-
JKET YAYYIINTh PE3yNbTaThl JICUCHHUS MAIIMEHTOB.

CHUHOBHUAJIBHASA CAPKOMA

Omnpenesienne

CunosuanbHas capkoMa (CC) npezcraBisieT co00it MOHOMOPHYO rosryOyro
BEPETCHOKJICTOYHYIO CapKOMY, IEMOHCTPUPYIONIYIO BapHaOeIbHYIO SITUTCIIHANb-
Hyto muddepennnporky. CC xapakrepusyercs crenn(puueckuM CIHUSHHEM T'eHOB
SS18-SSX1/2/4.
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Komuposanue no MKB-O

9040/3 CunoBuainpHas capkoma HecrieriuuuuposanHas (b1Y).

Komuposanue no MKb-11

2B5A.Y u XH9B22 CunoBuanbHasi capkoMa JIpyroil yTOUHEHHOH mepBUY-
Hoii tokanu3anuu U CHHOBHAbHAS capkoma HecrienudunupoBannas (BAY).

CasizaHHasi TEPMUHOJIOTHSI

He pexomendyemcs ynotpe0ieHne TepMHHA CUHOBUOCAPKOMA.

HonTun(sr)

CC, Beperenokinerounast; CC, neyxdasnasi; CC, HuskonuddepeHnpoBaHHas.

Jlokanm3amus

BonpumucTBO (70 %) CC BO3HMKAIOT B IIyOOKNX MSATKHX TKaHSX HIDKHUX
1 BEPXHHUX KOHEUHOCTEH, 4acTO UMEIOT OKOJIOCYCTaBHYIO Jlokanuzanuio. Okoio
15 % Bo3HHKaOT B oOnacTH TynoBuma U 7 % — B 0OIacTH TOJIOBHI M LIEH.
HeoObIYHBIMU MECTAMH TIOPAKSHUS SIBISIFOTCSI MYXCKUE M KEHCKHE HAPYXKHbIC U
BHYTPEHHHUE ITOJIOBBIC OPTaHBbl, IIOYKH, HaJIIOYETHUKH, 3a0PIOIIMHHOE TIPOCTPaH-
CTBO, XKENIyNOK, TOHKas KUIIIKa, JIETKUe, cepile, cpenocrenue, kocru, ITHC u ne-
pudepuuecKkrue HepBHI.

Kiunnyeckue ocodeHHOCTH

CC 00BbIYHO TPOSIBIISICTCS B BUJC OMYXOJH (MHOTJA MPOJODKHUTEIBHOM),
KoTOpast MoxeT ObIThb Oone3HeHHoW. Hauanmbublih poct CC 4acTo MeIEHHBIH,
HeOoJbIIast OrpaHMYEeHHAs OITYXO0JIb MOXKET CO3/1aBaTh JIOKHOE BIIEYATIIEHHE O JI0-
OpOKaueCTBEHHOM IOPAKCHUM IpU KiauHUYeckoM obOcienoBanud. CC MoxeT
AMETh PEHTICHOJIOTHYECKH OOHApY)KMBAaeMbIe «ITyHKTHPHBIE» WM «IIHIIOBUJ-
Hble» (Gopmbl 00b3BecTBIeHUs. CC ¢ arpecCMBHBIM POCTOM MOXKET pa3pylIaTh
MIPUJIKAILYIO KOCTh MJIM IIPOHHUKATh B HEE.

OnHuIeMHOIOT U

CC MOXeT BO3HHKATh B JIIOOOM BO3PACTE M OJJMHAKOBO PACIIPEACIISETCS MEXK-
Ny noiamu. bonee monoBUHBI NALMEHTOB COCTABIISIOT MOIPOCTKU MM MOJIOJbIE
monu, a B 77 % cimydaeB — a3T1o soau B Bospacte a0 50 sner. OTHOCUTENbHAS
yactora CC 10 CpaBHEHHIO C JIPYTMMH CapKOMaM{ MSTKMX TKaHEW 3aBHCUT OT
Bo3pacTta u Konednercs ot 15 % y manmentoB B Bo3pacte 10-18 ner no 1,6 %
y nanueHToB crapiue 50 jer.

ITHoNOrUA

HW3BecTHBIX nIpeapacronaraomux (Gpakropos HeT. B UCKIIOUUTENBHBIX CIIy-
gasix CC accommmpoBaHa C TPEANISCTBYIONIEH TydeBOW Tepamueil B aHaMHese.
CC HeceT yHUKAIbHYI0 XPOMOCOMHYIO TPaHCJIOKALUIO, KOTOPasi IPUBOIUT K CIIU-
stHUAI0 OHKOTeHHOTo reHa SS18-SSX1/2/4. B ocranbHoM CC MMEIOT OYCHD HU3KYIO
MYTAllMOHHYIO HArpy3Ky 110 CPaBHEHHIO C JPYTUMH CapKOMaMHU.

ITaTorenes

Knerku CC 3aBucsat ot sxcnpeccun SS18-SSX nist moazaep:kaHus CBOETO
TpanchopmupoBaHHOTO QeHotuna. YemosHas sxcnpeccus SS18-SSX unaynupyer
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CC B reHHO-HHKEHEPHBIX MOJIEIISIX MBIIICH, TOJIep KNBast MX (PYHKIIMIO B KAaYECTBE
OHKOT'€Ha TPU IKCIPECCUH B MHAN(DPEPEHTHBIX ME3CHXUMAJIbHBIX KJIETKaX-Ipe/l-
mectBeHHUKax. Kpome toro, 6bu10 mokaszano, uto SS18-SSX1 tpancdopmupyer
HEepBUYHYIO KJIeTKy. HenaBHue NaHHBIE CBUAETEILCTBYIOT O TOM, YTO CIIUSIHUE
Oenka SS18-SSX HapyIIaeT SMUICHETHYECKUIT KOHTPOJbL U OJIOKUPYET ME3CH-
XUMaJIbHYIO TUPPEPEHIUPOBKY C MTOMOIILI KOMIUIEMEHTAPHBIX MEXaHU3MOB,
BKJTIOYAs CBSA3BIBAHUE W 3aMelIeHre HaTUBHOTo SS18 B KoMIIekce peMoaenupo-
BaHust xpomaruHa SWI/SNF, unnymupys 3aBucumocts 0T BRD9-conepikammx
anprepHaTUBHBIX KoMIuiekcoB SWI/SNF  (komrutekcer ncBAF) u coBmecTHOE
pa3MelieHue ¢ TakuMmu axropamu, kak axrop Tpanckpunuuu ATF2, TLEL s
penpeccuu renoB-mueneit ATF2 n nusnnaemernnaza KDM2B na memernnmpo-
BaHHBIX CpG-0CTpOBKaX AJIsl pEaKTUBAIIMH PEIPECCUPOBAHHBIX T'€HOB.

Maxkpockonuyeckuii BUjg

Bonbmmucreo CC umerot nuamerp 3—10 cM Ha MOMEHT IIOCTAHOBKH JlHa-
rHo3a. Menkue nopaxenus (MeHee 1 cM) 00HApYKHUBAIOTCS TIPEUMYIIICCTBEHHO Ha
najoHAX U cTonax. Ha pa3pese BT U KOHCUCTEHLUS OIIyXOJIU IIPONOPLUOHATIBHBI
KJIETOYHOCTH, KOJTATCHU3AIMY M MUKCOMIHBIM H3MEHEHHSIM WIIH KPOBOM3IIHSHUSIM.
Ee y4acTku MOTyT OBITh KEITOBaTO-KOPUYHEBBIMHU, CEPBIMH, JKEITOBATO-PO30BBIMH,
MSTKAMH WiIH TBepAbIMH. CC 4acTo MHOTOY3JI0BasI, MOJKET OBITh ITOJMKUCTO3HOH.
MoryT IpucyTCTBOBATh 0OBI3BECTBICHUE, METAILIACTUYECKAS. OCCU(HUKALIUSA U HEKPO3.

I'mcronarosiorus

I'ucronornueckn CC xnaccupuuupyrores kak OudasHble (IPUMEPHO OT
OJTHOM YeTBEPTH 0 OIHOW TPETH CiydvacB) WM MOHO(a3Hbie (B OOIBIIMHCTBE
ciyudaeB) (puc. 45, 46). bugaznas CC umeer snuTenaibHble U BEPETEHOKIETOY-
HBIC KOMITOHEHTBI B Pa3IMYHbBIX MPONopIusx (puc. 47). DnurTennaibHble KICTKH
pacnosararoTcst COMUAHBIMU THE3IaMU WM TsKaMU JINO0 00pas3yroT JKeJesbl C Ty-
OyJISIpHOM, MHOT/IA AbBEOJISIPHON MIIM MANMUIIPHON apXUTeKTypou. B rkenesu-
CTBIX CTPYKTYpax 3MUTEIHANbHbIC KIETKU KyOUUeCKoH miu cTosn64aToi hopMmsl C
OKPYIJIBIMH BE3UKYJISIPHBIMH SIIpAMH, OOBIYHO UMEIOT Oosiee OOMIIBHYO OJIeHO-
503UHO(QUIBHYIO LUTOIUIa3MY, Y€M TEMHO-CUHMH BEPETEHOKJIETOUHBIH KOMIO-
HeHT. [IpocBer ’xene3 comepKUT AMUTENHANbHBI MynuH. O4YaroBo BO3MO)KHO
npeob1agaHue KeIe3UCTOro KOMIIOHEHTa, KOTOPbI MOXKHO CIIyTaThb ¢ aJeHOKap-
IIMHOMOH; OIHAKO MPAKTHYECKH BCErAa OOHAPYXHMBAECTCS CKYyAHBIH KOMIOHEHT
BEPETEHOBUHBIX KIETOK. B peakux ciydasx cpeau SHUTENUAIbHBIX KIETOK 00-
HapyKUBAeTCs TIOCKOKIETOUHAsl METAIUIa3usl WK 3epPHHUCTHIE KIETOYHbIE U3Me-
HeHus. BepereHoBuaHble KieTKH 1pu 0udaznoii CC HaoOMHUHAIOT TaKOBbIE MPH
MoHodazuoit CC. DTH TOHKHE BEPETCHOBHU/IHBIC KICTKH JIOBOJIBHO OJHOPOAHBI M
OTHOCHTEJIHO MaJlbl, CO CKYIHOH IIMTOIUIa3MOM M OKPYIVIBIMU THIEPXPOMHBIMHU
SIpaMy C PETYISPHBIM 3€PHHUCTHIM XPOMaTHHOM M HE3aMETHBIMHU SAPBIIIKAMH.
S1epHO-IUTOIIa3MaTHYECKOE OTHOILIEHUE HACTOIBKO BEJIMKO, YTO MOXKET MOKa-
3aThCsl, UTO SIIpa MEePEKPhIBAIOT APYT Apyra. Kak mpaBuiio, kKak npi MOHO(Da3HbIX,
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tak 1 npu oudasaeix CC BepeTCHOBHUIHBIC KICTKH PACIIOIAralTCs B BUE IUIOT-
HBIX KJIETOYHBIX TJIACTOB WIIH HEUETKHX MYyYKOB, HHOTJA C «TUTPOUIHBIM» SIIEP-
HBIM ITAJIMCAJI0M W apXHTCKTYPHBIM MATTEPHOM «eodkay. KommdecTBo Koi-
sareHa BapuabenbHoe M 00bIdHO ckyqHoe, Ho CC MOXeT cofiepikaTh BKIIFOUCHHUS
TOHKOTO BBITSIHYTOTO («IIPOBOJIOYHOI0») KOJUIATCHA, MMyYKH THaTHMHH3UPOBAH-
HOTro KoJilareHa wiu (0COOGHHO mocie oOinyudeHHs) odaru IUIoTHoro ¢ubposa.
MuKkconaHbIe U3MEHEHHsT OOBIYHO TPHUCYTCTBYIOT TOJNBKO OYaroBO M PEAKO JI0-
MUHHUPYIOT, Y€PEAYysCh C THUIOLEIUTIONSIPHBIMUA U OoJiee KICTOUHBIMU OONACTIMH,
a TAK)KE CCTEBHIHBIMH TSDKAMHU WITH MUKPOKHACTAMHU.

e o T T
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Puc. 46. MoHodas3Has CHHOBHAIbHAs CapKoMa: OdYaroBas MHTOTHYECKas aKTHBHOCTb.
BeicokokieTodHas GpacyKyIspHas apXUTEKTypa OIyX0JIn
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Puc. 47. budasnas cuHOBHATIbHAS CAPKOMA: BEPETEHOBHAHbIC KICTKH IPUMBIKAIOT K SIUTEIIH-
AJILHOMY KEJIIe3UCTOMY KOMIIOHEHTY

Msuorue CC 04aroBo UMEIOT COCYIMCTBII PUCYHOK IO TUIY «POTOB OJIe-
Hs1», HAIIOMUHAIOIINI COMUTApHYIO (HUOPO3HYIO OIMYXOJb / TEMaHTHOTICPUITUTOMY
(puc. 48).
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Puc. 48. 'eMaHrHONEPUIIUTOMOTIOIOOHBIH COCYTUCTHII MaTTEPH
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BapuabenbHO TpUCYTCTBYIOT TyuHble KiieTKH. B omnoit Tpetn CC oOHapy-
JKMBAIOTCSl YUACTKU OOBI3BECTBICHUS U/UITH OCCU(HUKAIIMU, KOTOPbIE MHOT/A J10-
CTAaTOYHO BEJUKH. B 00macTsx occuukauy ocTeon UMeeT Kpy>KeBHO! MaTTepH,
AMHTHPYIOIIUIA 0CTEOCAPKOMY, @ KOCTHAsI TKaHb MOYKET CO3PEBaTh JI0 MIACTHHYA-
TOM U ry04aToit (TpabekyasipHoi) Gopmbl.

W3peska BCTpeUaeTcsi METAINIACTHUSCKHUN XPSIIIL.

B tunnuneix 6udaszaeix 1 MoHO(Ma3HbIXx CC MOTYT OOHApPY)KHUBATHCS HU3-
koG GepeHIIMPOBAHHBIC YYACTKH TMOBBIMICHHON KIETOYHOCTH C BBIPAKCHHON
SIIEPHOM aTUIHEH U BEICOKOH MUTOTHYECKON aKTUBHOCTHIO (MEHEEe 6 MUTO30B/MM?
nin 10 MuTo30B Ha 10 mosneit 3perns momanpio 0,17 MM? pu OONBIIOM YBEIH-
yenun). HuskonuddepeHmpoBaHHbie 30HBI MOTYT COCTOSITh U3 (DACIUKYISPHBIX
BEPETCHOBU/IHBIX KJIETOK (HATOMHHAIONIMX 3JI0KAYECTBEHHYIO OITYX0JIb 000I0UeK
nepudepuvIeckux HEPBOB), MEIKUX OKPYIVIBIX THIIEPXPOMHBIX OITyXOJEBBIX Kie-
TOK (HanomuHaromux capkomy FOwunra) (puc. 49) wiu 3MUTETMOUIHBIX KIETOK.
Io cpaBHeHuIO ¢ TUIIMYHOH OudazHoi i MoHo(asHoH CC Hu3KonupGepeHIn-
POBaHHBIE YYACTKH YaIlle COAEPIKAT 30HbI HEKPO30B, PA3BETBICHHBIN COCYIUCTHIH
PHUCYHOK M TOHKHE (HOPOBACKYIISIPHBIE NIEPETOPOIKH, PA3IEISIONINE TPYIIIIHI OITy-
X0JeBbIX KIeToK. HuskomuddepeHnpoBaHHbIE MOPAXKESHHUSI HEMPOMOPIIMOHATBEHO
Yare BCTPEYArOTCs Y MOXKUIIBIX MAUEeHTOB.

Puc. 49. HuzkonuddepeHunpoBaHHasi CHHOBUAIIbHAS CapKOMa, COCTOSIIAs U3 TOJIeH MEIKUX
MOHOMOP(HBIX OKPYIJIBIX U OBOUIHBIX KIICTOK

ITo nanubiM nmMmyHorucroxumuu, EMA npu CC skcripeccupyercst yaiie u
0oJiee MHTCHCUBHO, YeM I[UTOKEPATHHBI, 0COOCHHO B MOHO(A3HBIX M HU3KOIU}-
(hepeHIMPOBAHHBIX MTOATUIIAX. DMUTEIHAIbHbIE KIIeTKH pu oudaznoit CC nocto-
SIHHO dKcrpeccupytoT EMA U MTOKEpaTHHBI B MOTYT COJCPKATh MOYTH JIFOOOH
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noATUN nuTokeparnHa. Huskonuddepenunporannsie oomactu CC moutu Beeraa
coneprkar 04aroBo EMA-I0JIOKHUTEIIbHBIC yHaCTKH, TOT/Ia KaK SKCIPECCHS IINTOKE-
paTtrHa HaOIIOIaeTCst TOJIBKO MpuMepHO B 50 % 3THx omyxoineit. Ogarosas SKcpec-
cust S100 moxer oOHapyxuBatbes B 40 % CC. Menee ueM B MOJIOBUHE OITyXO0JIei
MpUCYTCTBYET 0-SMA, B TO BpeMs Kak (oKajbHOE OKparinBaHue Desmin siBisiet-
cst KpaiftHe penxum, a h-caldesmon Bcerna orpunareneH. VIMMyHOOKpaIuBaHHe
¢ CD34 npu monodazunoii CC BcTpeuaetcs peaxo. [lopasstoiiee OOIbIIHHCTBO
CC nonoxutensusl kK BCL2 u CD99 (koTopble MOTYT IOKa3bIBaTh MEMOPAHHOE
OKpallrBaHue, Kak npu capkome FOuHra), Ho 3TH Mapkepsl HecrienupuuHbl (puc.
50). YMepeHHOe MM BBIPRKEHHOE OKPAIIMBAHUE SIEpP TPAHCKPUIIIHOHHBIM KO-
penpeccopom TLE1 oOHapy)HBaeTCs B MONABIISIONIEM OOJNBIIMHCTBE OU(a3HbIX,
MoHO(]a3HbIX U w10Xx0 audepennupoanubix CC. Onnako peakuuns ¢ TLEL He
spisiercs crierduanoit anst CC, MOCKONIbKY OHA TAKKe MOXKET BCTPEYAThCs MPH
ructonorndeckux uMuTanusx CC, B YaCTHOCTH MPH 3ITOKAYECTBEHHOW OMyXOJIH
0005104eK nepu(epUUCCKUX HEPBOB U CONUTAPHON GHUOPO3HON OIMyXOITH.

Puc. 50. CunoBHanpHas capkoma:
a — BoeIpaxkeHHas skcripeccust BCL2; 6 — nosutnBHas sxcnpeccust CD99

uronorus

Jns marepuana FNA pexoMmeHIyeTcs TOArOTOBKAa KIJIETOYHOro OJ0Ka, Mo-
CKOJIbKY OKOHuatedbHbIH quarHo3 CC B 3HAYMTENBHON CTENICHU 3aBUCHT OT JHa-
THOCTHUYECKUX MOJICKYJISIPHBIX UcclienoBanuit (Hampumep, FISH).

MoJiekyIsipHasi THATHOCTHKA

CC conepkut yHHKaIbHYIO TpaHciokanuio t(X;18)(pl1;ql1), mocpeactrom
kotopoii SS18 Ha xpomocome 18 ciuBaercs ¢ ogauM u3 reHoB SSX (SSX7, SSX2
unn SSX4) Ha X-xpomocome. XOTsI IMEETCsl HEKOTopasi BapuadesibHOCTh, Hanbo-
Jiee pacHpOCTPAaHEHHbIM TPAHCKPUINT CIUSHUSA CBsI3bIBaeT 3k30H 10 SS18 ¢ sk30-
HOM 6 maprtHepckoro reHa SSX. [MpubnusurensHo ase Tpetu ciydaes CC HecyT
ciusiaue SS78-SSX1, onna Tpeth HeceT SS18-SSX2 1 TONbKO B PEAKUX CIIydasx
HecyT SS18-SSX4 mnu SS18L1-SSX1 (nmocnemuuii Bo3Hukaet u3 t(X:20)). [pu
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CC SS18-SSX1 ormeuaeTcsi IpUMEPHO PaBHOE COOTHOIICHHE ITOJIOB, TOT/IA KaK
CC SS18-SSX2 3HauuTeNIbHO yallle BCTPeuaroTesl y xKeHIuH. boee Toro, mouru
BO Bcex ciydasix SS18-SSX2 nabmronaercss MoHO(]A3HAS THCTOJIOTHS, B TO BpEMSsI
kak B omyxoisx SS18-SSX1 nabmionaercst mpUOIU3UTEILHOE COOTHOIIEHUE MO-
Ho(da3Hoit 1 AByx(a3Hoit rucromoruu 2 : 1. [l onTUMAaIbHON THATHOCTHYECKON
TOYHOCTH B HJ€aJic JODKHO OBITH BBIIOJIHCHO MOJICKYIISIPHOE ITOATBEPIKICHUE
(npu Hanuuun) caustaus SS18-SSX1/2/4.

OcCHOBHBIE H KeJIaTeJbHbIe JTHATHOCTHYECKHE KPUTEPHH

Ocnognvle: MOHOMOp(GHAsI ToMy0asi BEPETCHOKIIETOYHAsI CapKoMa C Bapua-
OenbHOI snuTenuansHoi quddepenupoBkoil; quddy3HOe U UHTEHCUBHOE SLIEP-
HOe nMMyHooKkpammnBanue TLEI.

JKenamenvuvie (B OTHOENbHBIX CIydasiX): AEMOHCTpAlMsl CIUSHUS TI'E€HOB
SS78-SSX7/2/4.

CragupoBaHue

MoxHo ucnonb30Bath cucteMy TNM AMepHKaHCKOTO 0ObEAMHEHHOTO KO-
MUTETa [0 paKy Win MexayHapoaHOH accoluanuu 1no 60psoe ¢ pakoM.

IIporuos

CC umeer BapuabenbHbIi IPOrHo3. MeracTaTuyeckue NOpaxkeHus OObIYHO
BO3HHKAIOT B JIETKUX U KOCTSX, & TAK)KE B PETHOHAPHBIX JIUMPATHUSCKUX y3IIax.
BONBIIMHCTBO OTAANICHHBIX PELUMBOB OITYXOJIH Pa3BHBAIOTCS B TCYCHHUE HECKONb-
KHX JIET TIOCJIe IEPBOHAYAIBHOTO TUAarHo3a, HO OBIBAIOT M IMO3AHHE PELUIHBEHI,
naxe gepe3 10 ser. OCHOBHBIMU HPOrHOCTUYCSCKUMH JICTCPMUHAHTAMU SIBIISIFOTCS
CTaJHs OITyXOJIH IIPY BBISBICHUH, Pa3Mep OMyXOJIH U Ipei mo GpaHIy3cKkoil cu-
creme FNCLCC. Onyxonu ¢ Hu3koauddepeHIupoBaHHbIMY y4aCTKaMU B 00beMe
csoite 20 % mposBIIOT O0JIee arpeccHBHOE MoBeeHne. Hanmydmme pe3ynbraTsl
HaOMIOAAI0TCS IPU OIMYXOJISAX AUAMETPOM 10 5 CM WU C YHCIOM MUTO30B MEHEE
6/mMm? (10 muTo30B Ha 1,7 MM?) 6e3 Hekposa. Menbiue o pazmepy CC (o 1 cm)
UMEIOT OTINYHBIN NPOrHo3. MeHee 310KkaueCTBEHHO NIPOTEKAIOT OIyXONIH Y JIeTel 110
CPaBHEHHMIO CO B3POCIBIMH, A TAKKE MPH JIOKATH3AIMY Ha KOHEYHOCTSIX B OTINIUE
OT TYJIOBUINA MJIM OOJIACTH rOJIOBBL U 1ieu. PazpaboTaHa MpOrHOCTHYECKast HOMO-
rpamMma, OCHOBaHHasl Ha JJAHHBIX, UMEIOLINXCS 0 onepannu y nanuentos ¢ CC.
HccnenoBanus mporHocTUUeckoro 3HayeHus tuna ciausgaus SS18-SSX1/2/4 namu
IIPOTUBOPEUHBEIEC PE3YNIBTATHL: JTHOO MOJIOKUTENBHBIE IS YMEPEHHBIX 9 ()EKTOB,
100 OTpPHILATEIIBHBIC; TOITOMY TOT THII CIIHSHUS HE CYNTACTCS IIPOTHOCTHYCCKU
none3HeIM. Jlanasie mporpammer SEER, ocHOBaHHOI Ha MicceTOBaHUN HACEICHNUS
CIIA, noka3bIBaroT, 4TO 5- ¥ 10-JIeTHSs BBDKUBAEMOCTD IIPH ATOM 3a00JICBAHIH
cocraBistoT 83 n 75 % y nereid U moapocTKoB (Bo3pacT 1o 19 net) m 62 u 52 %
Y B3pPOCIIBIX.
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SIIATEJINONJHAS CAPKOMA

Onpenesienue

Onurenuongnas capkoma (9C) npeacrapiseT co0Oil 310KadeCTBEHHOE Me-
3eHXMMAJIbHOC HOBOOOPA30BaHME C YACTHYHON WIIM TOJHOH AIHUTEIHOUIHOMN
uroMopdoorueit 1 UMMYHO(DEHOTUTIOM. BBIJIETSIFOT /1B KJIMHUKO-TATOIOTHYe-
CKHUX TMOATHIIA: KJIACCHUECKYIO (WM AUCTAIBbHYI0) (HOpPMY, XapaKTepU3YIOILYIOCs
CKJIOHHOCTBIO JIOKAJIM30BaThCS B AKPAJIbHBIX 30HaX M UMETh IICEBOrPaHyIeMaTO-
3HBIM THI POCTA, ¥ MPOKCUMAIIbHBIN MOATHT (KPYITHOKJICTOUHBIN), KOTOPBIHA BO3-
HUKAaeT B OCHOBHOM B IIPOKCHMAJIbHBIX 00JIACTSIX M 0OJIACTH TYJIOBHIA U COCTOUT
W3 THE3[ U ITACTOB KPYIHBIX SIUTEITHOUIHBIX KIETOK.

Komnposanue no MKB-O

8804/3 DnurenuonHas capkoma.

Konuposanue no MKB-11

2B5SF.2 u XH4F96 Capkoma, He kiaccu(UIMpOBaHHAS B JPYTHX PyOpHKax
JPYTHX YTOYHEHHBIX JIOKAIN3AIMH U DIUTESIHOUIHAS CapKOMa.

Casi3aHHAsI TEPMUHOJIOTHSI

Her.

IMoarumn(sr)

Kiaccuueckast DC (Takke u3BeCTHasI Kak 0ObIYHAsI, Wwin aucraibHas, JC);
MpOKCHMAabHAs, WX KpymHOKiIeTogHast, DC.

Jlokanu3zanust

Krnaccuyecknit moaTum vaie BCEro BO3HUKAET B AUCTAIBHOM OTIIEINE BepX-
HUX KOHEYHOCTEH, NMPEUMYIIECTBEHHO B O0JIaCTH MajiblieB M KucTed. Omyxoiu
CTOIIBI M KHCTH TOPAKAIOT MPEUMYIIECTBEHHO ITOJOIIBEHHBIC U JIaJOHHBIE MO-
BEPXHOCTH. B MPOKCHMAabHBIX OT/ENaX KOHEYHOCTEeH M TYJOBHIA THU HEOIUIa-
3uu HaOmonaroTes peske. [IpOKCHMaNIbHBIA MOATHIT UMEET TeHCHIMIO BO3HUKATh
B IIIYOOKHMX MSITKUX TKAHSX M 4Yallle BCEro MOpa)kaeT TKAHH TYJIOBHIIA (Ta30BOTO
JTHA, TTOJIOBBIX OPraHOB M MAXOBBIE), STOAMIIBI HIIH Oenpa.

Knnnuueckue ocofeHHOCTH

[ToBepXHOCTHO pacCIONOKEHHBIE OITyXOIH Kitaccuaeckoil DC MpencTaBisitoT
co0Ol OJMHOYHBIE WJIM MHOXKECTBEHHBIC, ME/JICHHO pacTyiue, oO0biuHO 0e300-
JIe3HEHHBIE TUIOTHBIE y3JIbl. [lopaskeHus 4acTo MPUBOIT K HE3aKUBAIOIIUM KOXK-
HBIM 513BaM, KOTOPbIE MOT'YT KIHHHYECKA HMHUTHPOBATh IPYTUE I3BEHHBIC KOKHBIS
npouecchl. [yl cpaBHEHHS, OIyXOJIH KIaCCHYECKOTO M TMPOKCHMAaIbHOTO THIIA,
pacroioKeHHbIE IITYOOKO B MATKUX TKaHAX, 0OBIYHO OOJIbIE 10 pa3mepy u Oosee
MHQUIBTPaTHBHBL. DTO OJHA M3 HEMHOTHX CapKOM, KOTOPBIE PETYIISIPHO MeTacTa-
3UPYIOT B TUM(PATHICCKUE Y3IIBL.

DnuaeMHOJIOTUs

3C mnpencrasuser meHee | % Bcex capKOM MSTKMX TKaHEH Yy B3pPOCIBIX
u ot 4 10 8 % HepabIOMHOCAPKOMATO3HBIX CAPKOM MSTKUX TKaHEH y AeTel.
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Krnaccnueckuil MOATHIT BCTPEYAETCs TTOYTH B JBA pasa dalle, 4YeM HPOKCHMAb-
HbIi noaTur. COOTHOILIEHUE MAMEHTOB 10 MOy (MYXYHHBI : XKESHIIMHBI) COCTAB-
nset 2 1 mis kmaccudeckoro moaTuma U 1,6 1 1 Ist MpOKCUMAaNbHOTO TOATHTIA.
Omnyxonu 000X NMOATUIIOB NOPAXKAIOT MALMEHTOB B IIMPOKOM BO3PACTHOM JHara-
30He. Kimaccnueckuii MONTHI TIPEACTABICH B OCHOBHOM y MOAPOCTKOB M MOJIOIBIX
JoAel, Torga Kak MPOKCHMAJIbHBIA MMEET TeHAEHLUIO MOopaxkaTh Jroneil Gomee
cTapIiei BO3PACTHOM TPyl — MOJIOJIBIX U B3POCIBIX JIIOAEH CPETHEro BO3pacTa.

ITHOJIOTHSA

OTHONOTHS HEM3BEeCTHA. B Tpex mcciaemoBaHUSX cooOmaeTcst (BO3MOXKHO,
cilyyaifHOe COBMajieHue) o npesiecTByomei Tpasme y 20, 27 u 73 % nauneHros.
PennauBupyrorieli reHeTHIECKOH MPeapacoIokeHHOCTH HET.

IIaTorenes

OC KaK KJIACCUYECKOro, TaK U MPOKCHMAIBHOTO ITOATHIIA CBS3aHBI C MOYTH
MOJIHOM notepeit sxkcnpeccun saepHoro 6enka SMARCBI1 (INI1), 3a uckinrouenu-
eM oueHb penkux omyxoneit ¢ coxpaneaneM SMARCBI1. I'er SMARCBI (Takxke
HaspiBaeMblii BAF47, INI1 win SNFS), pacnionoxennsiii Ha 22q11.23, koqupy-
eT 0eJ0K, KOTOPBIN SIBJISETCS YacThI0 KOMIUIEKCA PEMOACTNPOBAHHS XPOMATHHA
SWI/SNF, npucyrctyromiero B HopManbHbiX kKiietkax. SWI/SNF obnanaer ATO-
a3HOM aKTHBHOCTBIO U (PYHKLUSIMU CMEIATh MOJOKEHNE HYKIEOCOM, TEM CaMbIM
MOZYIUPYsl TPAHCKPUIIIHIO OOJIBIIOrO KJIacca T€HOB, y4aCTBYIOIUX B OMOIOIHU U
1 hepeHIIPOBKE CTBOJIOBBIX KIETOK. C ITOMOIIBI0 HIMMYHOTUCTOXUMHH BBISIB-
JIeHO, uTo peuuausupytomas noreps SMARCBI (INI1) nabmtonaercs mpu orpa-
HUYSHHOM KOJIMYECTBE THIIOB OITyXOJIeH, B KOTOPBIX MEXaHM3MBI IOTEpH Oenka
MoryT paznuuarscs. B OC Ouamnensusle penennu SMARCBI Obliu nponeMoH-
ctpupoBanbl FISH-ananm3om; pexe BBISABISIOTCS TaKyKe MOHOAJUICTBHBIE JETEITUN
u rereporenHble FISH-narTepHbl. B HEKOTOPBIX Cllyyasix CHM)KEHHE HKCIIPECCUU
6enxka SMARCBI (INI1) 6b10 CBS3aHO C HETaTMBHOM pEryJsiiieil TPAaHCKPHUIITOB
SMARCBI ¢ nomouisto mukpoPHK. Kpaiine peaxue 3C coxpaHSIOT SKCIIPECCUIO
6enka SMARCBI (INI1), BMecTO 3TOro AEMOHCTPUPYSI AaHOMATIBHYFO SKCIPECCHIO
JIpYruX 4JeHOB KOMILIeKca pemozenrpoBaHus xpomarnHa SWI/SN, Takux kax
SMARCA4 (BRG1), SMARCC1 (BAF155) mimm SMARCC2 (BAF170); Taxue
Cllydyau KOpPPEIMPYIOT ¢ padnouHoil Mopgosorueil 1 HeOIaronpusiTHBIM Ipo-
THO30M, 0coOeHHO cpear DC MPOKCHMMAIBHOTO MOATHIIA. B OTIMYHE OT MHOTHX
CapKoM, IOpaXKaloIUX 00JIee MOIOJbIX NALUEHTOB (OCOOEHHO 3JI0KaUECTBEHHBIX
pabaOUHBIX OMyXoJiei), TeHOMHbIH aHamu3 DC ¢ MOMOIIBI CEKBEHUPOBAHMUS
CJICIYIOIEr0 TOKOJICHHUS BBISIBUJI CIIOXKHBIE adeppaluu yucia konui (¢ Hanbo-
nee yacteiMu motepsimMu 22q11.2 u 12p13) u BBICOKYIO OOIIYH0 MYTaIMOHHYIO
HarpysKy — pe3yJIbTaThl, KOTOpbIE TOIICPKUBAIOT TU(epeHIInaNbHBIN UArHO3
Mexay JC u 3110Ka4ecTBEHHOM pabdmoniHOM onyxoiabio. SMARCB1 — naubosnee
4acTO MYTUPYIOIIUI I'eH ¢ MHAKTUBALMEH Wiau 0e3 MHAKTUBALIMK BTOPOTO ajlie-
ns1. CexBennpoBanre PHK TpaHckpunTom oOHapy»KMBAaeT YHUKAIbHBIN PO(UIIb,
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KOTOPBIH HE KIaCTepHU3yeTCs HH C KAKAUM KOHKPETHBIM THITOM TKAaHH HJIH C IPYTHU-
mu SWI/SNF-abeppaHTHBIMU MOZIC/IbHBIMU CUCTEMAMU.

Maxkpockonuyeckuii BUjg

Krnaccudeckuil moATHIT OOBIYHO MPEACTABISICT COO0I OIMH MM HECKOIBKO
YIIOTHEHHBIX, HEYETKO OUSPUCHHBIX JIePMAIbHBIX WIIM TOJIKOKHBIX Y3€JIKOB pa3-
MEpOM OT HECKOIbKHX MIJUTUMETPOB JI0 5 cM. [TTy0OKO PacionoKeHHbIE Oy XOIH
MPENICTABISIIOT COO0H MHOTOY3JIOBBIE 00pa30BaHMUs, KOTOPBIE PaclpOCTPaHSIIOTCS
BIOJIb HEPBOB U (hacuuanbHbIX miockocteil. [ToBepxHOCTh pa3pesa Onectsinas,
cepoBaTo-0eyoro MWIIM CepoBaTO-KOPUYHEBOTO LBETA, MEPEeMEKAIOIasics C HKell-
TBIMH OYaraMi HEKpPO30B M KOPHYHEBBIMH — KPOBOU3NUSIHUI. [IpOKCHManbHBIN
TIOJITHIT MTPEICTABICH OAMHOYHBIMH MJIM MHOKECTBEHHBIMH OJICCOBATBIMH Y3ell-
Kamu pazmepoM oT 1 710 20 cM ¢ ydacTKaMu KpOBOU3IUSIHUI U HEKPO30B.

I'mcronarosiorus

Krnaccudeckass DC COCTOUT M3 KICTOYHBIX y3€JIKOB JMHUTSITHOMIHBIX U Be-
PETEHOBHIHBIX OIYXOJIEBBIX KIIETOK C IIEHTPAIbHOM JeTreHepalved W/mim He-
KpPO30M — TIaTTePH POCTa, KOTOPBIA MPHUIAET MPOIECCY HEOMpeaeIeHHbIH rpa-
Hynemaro3Hblid Bua (puc. 51). ChusHHE HEKPOTHYECKHX Y3CJIKOB TPHBOIUT
K 00pa30BaHUIO CEPIUTHHO3HON (3MEEBUIHON) MACCHI C IEHTPAIBHBIMU Teorpa-
(uuecknMu HeKpo3amu. [ITy0OKO pacIonoKeHHbIE HEOIUTa3uH PacipoCTPAHSIOT-
Cs1 BI0JIb (hacIliy B BUJIC BOTHUCTBIX TPYIII KIIETOK, TIEPEMEIKAIOIIUXCS C 04araMu
Hekpo3a. O0a moaTuna 00bIYHO UMEIOT MH(MIBTPATUBHBIC Kpasi, TP KJlaccuue-
CKOM YacTO BCTPEUAIOTCS HEMOPaXKEHHBIC Y4aCTKU cpeu mporecca. OmyXoneBbie
Y3JIBI COCTOST M3 KPYIHBIX OBOMJHBIX HIIM TTOJUTOHATIBHBIX IUTEIHOUIHBIX KIle-
TOK U MyXJbIX BEPETEHOBHIHBIX KJIETOK C HACBHIIICHHON 203MHOMUIBHON IIUTO-
TIa3MOM ¥ CJIETKa aTUIMMYHBIMH siipaMu (puc. 52, 53), 00naiaronuMu Be3UKYJIsIp-
HBIM XPOMATHHOM M MEIKUMH SIPBIIIKAMH. DMUTEITHOUIHBIC KIETKH, KOTOPbIE
OOBIYHO KOHIICHTPUPYIOTCS OIIFDKE K LICHTPY Y3714, TOCTENIEHHO IIePEXO/IsT B Bepe-
TEHOBH/IHBIC 3JIEMEHTBI. DIMUTEIUOUTHBIC KJICTKH MOI'YT HMETh LIUTOIIa3MaTHYe-
CKHE BaKyOJI, IMUTHPYIOLIHE COCYIUCTYIO OIyXoib. HekoTopele ciryyan UMeroT
MPEUMYIIECTBEHHO BEPETCHOBHUIAHYIO MOpdoaoruio. MuTOTHYECKasi aKTHBHOCTh
00bIYHO HU3Kas. JlucTpoduuecknii KaabIIMHO3 U METAIIaCTHYECKOe 00pa30BaHUE
KocTH BbIsiBISIIOTCA B 20 % ciydaes, 10 nepu(eprn OMyXOJIEBbIX Y3JI0B 00BIYHO
MPUCYTCTBYIOT CKOIUICHHUS KJIETOK XPOHUYECKOTO BOCIAJICHUSL.

TTpoKCHUMANBHBIH TOATHI XapPAKTEPU3YETCS MHOTOY3JI0BbIM U COJH/IHBIM PO-
CTOM KPYITHBIX, @ HHOT/IA U TICOMOP(QHBIX SMHUTETHOMHBIX (KaPIIMHOMOTMIOI00HBIX )
KJIETOK C YBEIMYCHHBIMU BE3UKYJISIPHBIMU SIIPAMH M BBIPXKCHHBIMH SITPBIITKAMU
(puc. 54). Yacto BcTpeyaroTcst MATHUCTBIC OYard HEKpO3a OIyXOJIH, HO 3Ta 0COOCH-
HOCTh OOBIYHO HE PUBOIUT K MCEBIOTPAHYIEMATO3HON KapTHHE, TUITUIHOW ISt
kitaccuueckort DC. Kietku ¢ pabioniHBIMU YepTaMi BCTpeYaroTcs B o0enx gopmax,
HO Yaille HaOMIOJa0TCs B MPOKCUMAIBHOM MOJTHIIC; B CAyYasX mpeodiaaaHus
pabaouAHBIX KIeTOK AU GepeHIInpOBKa ¢ BHEIOUCUHOW PAOIOMIHON Oy XOIbIO
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CTAHOBHUTCSI CIIOKHOU (pHC. 55). B HEKOTOPBIX ClTydasix MOXKET ObITh BBIPAKCHHAS
MUKcouaHas ctpoma (puc. 56). Kpome toro, peakue ciydan 3C 1eMOHCTPUPYIOT
rUOPHIHBIC THCTOIOTHYCCKUE MPU3HAKH KaK KJIACCHYIECKOTO, TAK U MPOKCHMAIThb-
HOTO MOJITHIIA.

Puc. 51. Knaccuyeckuii (AMCTanbHBIN) MOATUII SITUTEINOUTHON CapKOMBI (Ha MajoM YBEJH-
YEHUHM MPECTABIICH IICEBIOrPAHYIEMATO3HbII MATTEPH POCTA: OIYXOJIEBbIE KIETKH OKPY/KAIOT
30HYy HEKpO3a)

Puc. 52. MoHOMOp(dHBIE SMUTETNONTHBIE KIIETKH CO CITa00H sICPHOI aTUITHEH U PEIKMMU MHTO3aMI
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53. HekpoTuyeckue y4acTKH ¢ HEHTPO(QUILHBIM HHPUIBTPATOM (CIPABa) U SMUTETHOUI-

Puc.

ii (crieBa)

HBIE OITYXOJICBbIC KJICTKH ¢ OOMIIBHOH 903MHO(HILHOM HUTOILIA3MO

u L[HTOHJIaSMOﬁ 1 KPYIIHBIMUA

Puc. 54. OnyxoneBble KICTKU ¢ OOMIBHON SPKO-303HHOPHIBHO

BE3UKYJISIDHBIMU SIIpaAMU € 3aMETHBIMU SAPBIIIKaAMU
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Puc. 55. Pabnonnnas nuddepeHpoBKa: KpynHbIe II1€OMOPQHbIE KIETKU ¢ KPYITHBIMU BE3H-
KyJISIDHBIMH SIIPAaMH M 3aMETHBIMH SPBIILIKAMU

Puc. 56. DrutennoniHas capkoMa ¢ MUKCOUIHON CTPOMOI

OC KaK KJIacCHYECKOro, TaK U MPOKCUMATBHOTO MOATHUIIA TIPOSIBISIFOT HMMY-
HOPEaKTHBHOCTb K AIUTEIHAIBHBIM MapKepaM, BKITIOYasi HU3KO- H BHICOKOMOJIEKY -
JsipHbIe IuTOKepatiHbl 1 EMA. B GonbinuHCTBe cay4daes dkcmpeccupyrorest CK8
n CK19, HO, KaK paBHIIO, KJIETKH OTPULATEIbHBI HIIH TOJIBKO ()OKAIBHO MOIOKH-
tenbHbl K CK5/6. B otiume ot kapuuHomsl, CD34 skcnpeccupyetcs Oonee yeM B
50 % stux Heormnasuit (puc. 57). [loreps simepHoii sxcnpeccun denmxka SMARCB1
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MPOUCXOIUT B MOMABISIONIEM OOJBIIMHCTBE ClydaeB o0oux THHoB. B 40-67 %
OC nabmonaercs sxcnpeccus ERG, npenMy1ecTBeHHO B OITyXOJISIX KIIaCCHYECKO-
TO TIOJTHIIA, YTO MOXKET IPUBECTH K ITyTaHUILIE C YHAOTEINATBLHBIMU HEOTIIA3NsIMH.

Puc. 57. Dxcnpeccus Pancytokeratin AE1/AE3 (ciesa) 1 CD34 (cnipaBa)

uronorus

He umeeT KIIMHUYECKOTO 3HAYCHHUS.

MouiekyisipHasi JUATHOCTUKA

He umeeT KIMHUYECKOTO 3HAYCHMS.

OcCHOBHBIE U :KeJIaTe/IbHbIE IUATHOCTHYECKHE KPUTEPHH

OcHogHble: OIyXOJb B BHJIE MSITKOTKAHHOW Macchl (TaKk Ha3bIBaeMblE JIHC-
TaJbHbIE WM MPOKCHUMAaJbHbIE 00pa30BaHMWs); SMHUTEIMOMIHAS WM BEPETEHO-
obpasHast qutoMophororusi ¢ WHGUIBTPaTHBHBIM pocToM; auddy3Has morepst
SMARCB (INI1, BAF47) u okpammsanue Ha EMA u xeparuH.

JKenamenvHvie: OTCYTCTBYIOT.

CraaupoBanue

MoxHO ncnosnb3oBarh cucteMy TNM AMepHKaHCKOTO 0OBEIMHEHHOTO KO-
MUTETA 110 paKy MWIM MexXyHapOJHOTO COI03a OOPbOBI C PAKOM.

IIpornos

Knuanyeckue cepun nanueHToB ¢ DC mnokasanmu 5- u 10-IeTHIOW 00IIyI0
BBDKHBaeMOCTh 4570 u 45-66 % coorBercTBeHHO. OOIIas BEHKMBAEMOCTE CHH-
skaeTcst 10 24 % y manueHTtoB ¢ MeTacTatmueckumu (Gopmamu DC, B TO BpeMs
KaK y MaIlMeHTOB C JOKaJu30BaHHBIMU Gopmamu DC mokazarenu oOIel BBIKHU-
BAaE€MOCTH COCTaBJISIOT 62—88 %, Korjga manyeHTam MpOBOAST ONEPALUIo yaalie-
HUS OIYXOIM C MHUKPOCKOIIMYECKHUM KOHTpOJIEeM KpaeB pesexuuu. IIpu mHoro-
(hakTOpHOM aHaJIM3e MIyOOKasl JIOKAIH3aIUs KOPPEIUpyeT ¢ Oosiee HU3KOU 001Ieit
BBDKHBAEMOCTBIO, YTO O0BsICHSET TakoByto mpu DC MPOKCHMMAIBHOTO MOJTHIIA,
KOTOPBIE MO OMPEICICHUIO SIBISIFOTCS TITyOOKOpacoiokeHHbIMUA. Y Ha000poT, J10-
KaJM3alusl B BEpPXHEH KOHEYHOCTH KOPPEIUPYET C XOPOLIUM HUCXOIOM Y MalueH-
TOB C JIOKaJIn30BaHHOH (hopmoit DC, nepeHecnx Onepauo yIajieHus oOIryXoJu
C MUKPOCKOIIMYECKHM KOHTPOJIEM KpaeB pe3ekiun. YacTtoTa MECTHOTO PEeL/InBa,
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JUCCEMUHALUY B TUM(ATHYECKUE Y3IIbl U METACTa3UPOBAHUS TIPH JIOKAIN30BaH-
"ot OC cocrasusger 14-25, 34-52 u 33 % coorBercTBeHHO. Co0OIIIaETCS, YTO
22-30 % cmy4aeB SBIAIOTCS METACTATHUYECKUMHM Ha MOMEHT ITOCTAHOBKH IHa-
rHo3a. CunTaeTcs, 9To MyJIbTHMOIaTbHOE JieueHue JIoKann3oBaHHOW DC cBSI3aHO
C IIYYIIUMH TI0Ka3aTeJIIMH MECTHOTO KOHTPOJISI, KOTJia XHPYpPru4eckoe BMellla-
TEJILCTBO COYETAETCS C M30JUPOBAHHOW MEep(y3MOHHON XUMHMOTEpaIUel KOHed-
HOCTH WJT HEOaIbIOBAHTHOM JTy4eBOi Tepanueil. Jlpyrue HeOnaronpusaTHbIE po-
THOCTHYECKHE (DAKTOPBI, O KOTOPHIX COOOINAIOCH, BKIIOUAIOT MOXKUIIONH BO3pPACT,
BBICOKHH T'peiill / BRICOKYI0 MATOTHYECKYIO aKTUBHOCTD, IIOPAYKEHUE JTUM(aTHIe-
CKHX Y3JI0B, pa3Mep OIyXOJIH CBBIIIE 5 CM M TUCTOJIOTHIO TIPOKCUMAIILHOTO MO/ITH-
1a ¢ HAJIM4KeM pabIouTHBIX KIIETOK.

AJIBBEOJISIPHASI CAPKOMA MATKUX TKAHEWM

Omnpenenenue

AnbBeonsipHast capkoMa Msarkux TkaHeil (ACMT) mpexactasiser co0oif
PEIOKYIO OIyXOJIb HEOIPEIEICHHOTO I'HMCTOTeHEe3a, MPEUMYIIECTBEHHO TTOpakaro-
LIyI0 TIYOOKHe MSTKHE TKaHH KOHEYHOCTEH, COCTOSIIYIO0 M3 BapuabeIbHO IHC-
KOT€3MBHBIX SMUTEIHOUIHBIX KIETOK, PACTIOIOKEHHBIX I'HE3AaMH, YTO IPUBOIUT
K OTYETIINBOMY ajbBeOJsIpHOMY BHIY. OHa XapakTepusyercsi crenupuaeckoi
tpanciokauuei der(17)t(X;17) (p11.2;q25), koTopast IPUBOAUT K CIUSHUIO T€HOB
ASPSCRI1-TFE3.

Komnposanue no MKB-O

9581/3 AnbBeossipHas capkoMa MATKHX TKaHEH.

Konuposanue no MKB-11

2B5F.2 u XH8V95 Capkoma Apyrux yTOUHEHHBIX JOKaJM3allUi, He Kiac-
cuuMpoBaHHas B IPYTHUX PyOpHKax, M AJIbBEOSIpHAsT CapKOMa MSTKUX TKaHEH.

CasizaHHast TEPMHHOJIOTHSI

Her.

Hoarun(sr)

Her.

Jloxanu3zanus

ACMT wuyame mnopaxkaeT IIyOOKHe MSTKME TKaHW KoHeuHocTed (61 %,
MIPEUMYILIECTBEHHO HIKHUX KoHeuHOoCcTel — 51 %), Tynosuiue (20 %), BHyTpeH-
Hue oprausl (8 %), ronoy u meto (9 %). [lepBuynble ouaru B 00JIaCTH rOJIOBBI U
e, 0COOCHHO B IIA3HUIIC U S3bIKe, HAOMoaarTCs y nereil. HeoObuHbIe T0Ka-
JIU3AIUH BKITIOYAIOT )KEHCKHE MTOJIOBBIE MYTH, KOCTH, MOYEBOM MY3bIPh, CPEIOCTE-
HHEC U ITIO3BOHOYHHK.

Kiunnyeckue ocodeHHOCTH

ACMT mpencrasisier coboil MeieHHOpacTyliee 6e3001e3HeHHOe 00pa3o-
Banue. [Ipu omyxoisix opOUTHI MOXKET HAOIOAATHCS TPONTO3 (IK30(TAIBEM), & TIPU
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MOPaKEHUU KEHCKUX IOJIOBBIX MyTeil — BaruHaibHOE KpoBoTeueHue. I[Ipu nep-
BUYHOM BBISIBIICHHHU TIPOIIECC MOXKET OBITH JIOKaIn30BaHHEIM (38 %), pernoHap-
HbIM (11 %) unu metacrarnyeckum (43 %). ACMT na KT omnpenensiercst kak u3o-
JICHCHOE WJIM TUTIOICHCHOE 0Opa3oBaHue. MPT BBISBIISIET «TOTOKOBBIC)» ITyCTOTHI,
KPYIIHBIE COCY/bl, IOCTKOHTPACTHOE YCUIICHUE OT YMEPEHHOIO 10 MHTEHCHBHOIO
U LeHTpaIbHbII HeKkpo3. COCyIUCThI PUCYHOK IIOMOTaeT B ANArHOCTHKE.

nu1eMHOJI0T U

ACMT cocrasisier MeHee | % Bcex capkoM MArkux Tkanei. IIpu anamuse
nauHbIx mporpammel SEER Bo3pacTHO# AnanazoH manueHToB cocTaBmst 1-78 et
(B cpennem 25 net); 72 % nanueHToB ObuH B Bo3pacTe miase 30 sert, 58 % —
*eHckoro nona. [Ipeobnaganue )KEHITMH XOPOLIO 3aJJ0KYMEHTHPOBAHO, HO MEHEE
BBIPa)KEHO Yy MALMEHTOB B Bo3pacte crapiie 30 jeT u y aereil.

ITHOJIOT U

Tpancnokaruss ASPSCRI1-TFE3, mo-BuanMomy, SIBIS€TCS HHALAUAPYIOIITIM
reHeTudeckuM coObiTueM B ACMT, HO moueMy OHa IPOUCXOIUT — HEU3BECTHO.
He 65bu10 3aperucTpupoBaHO HU OJHOTO CIIydasi, CBI3aHHOTO ¢ OOIyueHHEeM B aHa-
MHEe3€ MM CHHJIPOMOM MPEAPACIIONOKEHHOCTH K PAKy 3apObIIICBON JINHUH.

IlaTorenes

Cauterii 6enok ASPSCRI1-TFE3 nokanu3syercst B sipe, rie oH (yHKIIHOHH-
pyer kak abeppaHTHBII (HhaKTOp TPAHCKPUIILIUY, BBI3bIBAs CBEPXIKCIpeccuto c-Met
1 aKTHUBALIMIO TIepeaun curHanoB c-Met, genas kietku ACMT 4yBCTBUTEIBHBIMU
K uHrubupoBaHuto c-Met in vitro 1 in vivo. HejaBHee KIIMHUYECKOE UCCIIEJOBAHUE
uHruouropa c-Met kpuzorunuda npu ACMT nokasano crabunusaruio 3adonesa-
HUS Y OOJIBIIMHCTBA MMAI[HEHTOB, HO YMEHBIIICHHE pa3Mepa OIyX0JIH HaOIoIaIoch
penxo. Hakonern, monens ACMT Ha Mbllax, BI3BaHHAsI YCIOBHOM dKCIpeccuen
TpancreHa ASPSCRI-TFE3, BeisiBHIa HCKIIOYUTENHHYIO 3aBHCHMOCTH pPOCTa
ACMT ot nakrara, 4T0 MOXET ObITb CBSI3aHO C €I'0 YaCTHIM MOSIBIICHUEM B MBIIIIAX
M BBICOKOH dKcripeccueit nepeHocynka nakrara MCT1 u cBs3aHHOTO ¢ HUM Oerka
CD147. Hurorenernueckn ACMT omnpezernsieTcss cienu(GpuIecknM H3MeHEHHEM
der(17)t(X; 17)(p11;q25). IMockonbky der(X) u3 t(X;17)(p11;925) penko coxpansi-
ercst, der(17)t(X;17) B HEKOTOPBIX CIydasix MOXKeT ObITh onucan kak add(17)(q25),
€CJIM KaueCTBO OZHAMHra HEIOCTAaTOYHO M MOJIOKUTEIbHOW HICHTH(UKAIUU
JIOTIOJTHUTEJIBHOTO MaTepHajia Kak UCXOJAIIEro 0T KOPOTKOTO Iieya XpPOMOCOMBI
X. DTa TpaHCIOKaIus IPUBOIUT K CIMSHHIO reHa (akropa Tpanckpurimu TFE3
(m3 Xpl11) ¢ ASPSCFII (taxxe uzBecTHbIM kak ASPL) B 17925.3. B 3aBucumoctu
ot uaTtpona TFE3, ygacTByromiero B TeHOMHO# TiepecTpoiiKe, TPAHCKPHIITHI CIIH-
sauust ASPSCRI-TFE3 MoryT pa3nnyarbesi HAIMYUEM WIH OTCYTCTBUEM OJHOTO
JONOIHUTENLHOTO SKk30Ha TFE3.

Maxkpockonu4yecKkuii BUJ

Onyxonu BapbupyrOT 0T 1,2 10 24 cMm (B cpeaneM 6,5 cm). OHU YaCTHYHO
OTIPaHUYCHBI U COCTOSIT M3 MHOKECTBEHHBIX MSTKHX MSCHCTBIX Y3€JIKOB U (u-
Opo3HBIX TsDKeH. B menTpe Gosee KPyNHBIX MOPaKCHUI 4acTO OOHAPYKUBAIOTCS
KPOBOM3IIUSHUS WIIN HEKPO3bI.
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I'mcronarosnorus

ACMT coCTOHT U3 KPYITHBIX ITOJUTOHAIBHBIX KJIETOK C YCTKO OUYCPUCHHBIMU
KJICTOYHBIMH TPaHUIAMHU, Y03MHO(DUIBHON 3€PHUCTON HUTOILUIA3MON, OKPYIIBIM
LEHTPaTbHBIM/IKCIEHTPHIESCKAM BE3HKYISIPHBIM SIIPOM U BBIPXKEHHBIM SIPBIII-
koM. Kietku pacrionoeHs! B Biie MOHOMOP(HOTO OPraHOMAHOIO WJIM THE3/0-
MooOHOTO TIaTTepHA, HWMEIOLIEr0 IEHTPAIBHYIO JWUCKOTE3HI0, YTO IPHBOIHT
K XapaKTepHOMY ajbBEOIIpHOMY HaTTepHy (puc. 58). IloBcrony BuaHa Goraras
CHUHYCOMIAJIbHAs KalMULIPHAsE COCYANCTAasl CETh, KOTOPast YaCTO OKPYIKaeT OITy-
XOJICBBIC THE3/[a U 0YaroBO IpUAaeT TeMaHTHOIEPUIINTOMATO3HEI Bu (pHC. 59).
YacTo BCTpedaeTcs COCyAMCTas HMHBasMsa. MoryT HaOMIONaThCsl NPOCBETICHHE
LUTOILIA3MBI, paOIOUIHBIE KIETKH, TCEBIOKENE3UCTHI PUCYHOK WM KHUCTO3-
HbIC U3MEHEHHs C MUKCOUAHBIM MarpukcoM (puc. 60). SAnepHbiii mueomopdusm,
THIIEPXPOMUS], TUTAHTCKUE KJIETKH, MHTO3bI, HEKPO3bI, KalbLU(UKaAIs, JIEHKO-
nuTapHas WHQWIBTPAILMS M KCAaHTOMAaTO3HbIE MPU3HAKH HAOMIONAIOTCS PEMKO.
Menkue KIeTKH, HealbBEOISIPHBIH POCT U Malo3aMETHBIE COCYABI Yallle BLISABIIA-
IOTCSI TIPH OITYXOJISIX SI3bIKA. MHOTHE OMyXOJM UMEIOT BHYTPHILUTOILIa3MaTHIC-
CKHE MaJIOYKOBUIHBIC/POMOOBHU/HBIC KPUCTALTHYECKUE CTPYKTYPBI, PACIOI0KEH-
Hble (pokanbHO WK TUPPy3HO, ¢ HaCHUKYIIPHOU KOH(PUTYpaIMeld WId B BHIC
«KOIHBI» (puc. 61). DTU KpUCTaIbl U BHYTPULUTOIUIA3MATUYECKUE IPaHYIIbI
PAS-TIO3UTHBHBI/PE3UCTEHTHBI K JMacTa3e W HWMMYHOPCAaKTHBHBI B  OT-
vomennu MCT1 u CDI147. ACMT wumeror TFE3 snepHyro skcrpeccuto.
Hmmynono3utuBHOCTh Ha KatercuH K (100 %) Taxxe TunuyHa. MoryT ObITh 00-
Hapy)XeHbI KaIbpeTHHHH (46 %) n ouaroBo Desmin (50 %).

Puc. 58. Tunnunele rHE3/1a KIETOK, pa3jieleHHble (PHOPO3HBIMU TIEPETOPOKAMHU (HECMOTPS Ha
OPraHOMJHOCTBH CTPOCHHUSI, OITyXOJIb SBIISETCS BHICOKO3I0KAaIECTBEHHOM)
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Puc. 60. llentpanbHas JUCKOTe3Hs B KIIETOYHBIX JJOJIbKAX, OTPakaroias ICeBA0aIbBEOAPHYIO
CTPYKTYpPY
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Puc. 61. BayrpuiroruiazmMaTnieckuii PAS-1onokuTenbHbIi, yCTOHYNBEIN K AnacTa3e MaTe-
puan (PASD BbiessieT BHY TPHIUTOIIIA3MATHYECKUE KPHCTAIIIBI TAIIOYKOBUIHOM (OPMBI)

InTonorus
B uuTonornuyeckux mMaskax BBISBISIOT KPYIHBIC KISTKH, PEUMYIICCTBEH-

HO PacCIOJIOKCHHBIC OIMHOYHO, C 3CPHUCTOCTHIO MIIM BAaKyOJSIMH B I[HTOILIA3ME
(puc. 62).

Puc. 62. Knactepbl NOJMTOHAIBHBIX OITyXOJIEBBIX KJICTOK C OKPYIIBIMH SAPAMHU, BEIPAXKCHHBI-
MH SIPBIIIKAMA
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MoJiekyasipHasi JUATHOCTHKA

Berasnenue peapamxupoku TFE3 nnu tpanckpunros ciusiaus ASPSCR1-
TFE3 MoeT OBITh AMaTHOCTHYECKH TTONE3HBIM. XoTs Hanmmaue ciusanst ASPSCR1-
TFE3, no-BuauMoMy, BbICOKO crienupuuHo u uyBcTBUTENbHO 111 ACMT cpenu
CapKoOM, TaKoe e CIMSHNE TeHOB 00HAPYKUBAETCS B HEOONBIIIOM, HO YHHKATbHOM
HOJTUIIE TTIOYEYHO-KIETOYHBIX KAPLIHOM, YaCTO MOPAXKAIOLIUX MOJIOJbIX HALIUEHTOB.

OcHOBHBIE U JKeJIaTeTbHble THATHOCTHYeCKHe KPHTePHH

Ocnognvle: 303MHOGUIbHBIE IOJIUIOHANBHBIE KIETKH, 00pa3yIoLIue OpraHo-
WTHBIH/THE3IHBIH AaTTepH; OOMITHE CHHYCONIANBHBIX KAMHIIIAPOB U BHY TPHIATO-
IUIa3MaTUYECKUE KPUCTAJLIBI (B HEKOTOPBIX CIIydasx); UIMMyHOTHCTOXUMHYECKAs!
snepHas skcnpeccus TFE3 (cunbras u quddysnast) (puc. 63).
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Puc. 63. Beipaxennas nquddysnas sinepHast skcrpeccus TFE3

JKenamenvuvie: BbisiBeHHe peapatkupoBku reHa TFE3 wmm cnusHus
ASPSCRI1-TFE3 (B oTaenbHbIX cllydasx).

CrapupoBanue

MosxHo ucnonb3oBarh cucteMmy TNM MexnyHaponHoro corosa 1mo 6oproe
C pakoM min AMEPHUKAHCKOTO 00bEMHEHHOTO KOMUTETA O PaKy.

IIporuos

Crenenb 3nokadectBeHHOCTH ACMT (popManbHO HE OIEHUBAETCS, HO IO
OTIPEIEIICHUIO OITYXOJIb CYUTAETCS BRICOKOTPEHTHON. MeCTHBIE PeIINBHI BCTpe-
yatorcst B 11-50 % caywaeB. MeracTa3sl NMOpaXaroT JIETKUE, IMEY€Hb, KOCTH,
TOJIOBHOW MO3T U (pexe) IumaTndecKue y3ibl, 4acto Oonee yem uepe3 10 et
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Iocje IMOCTaHOBKM auarxo3a. OOmas BEDKMBAeMOCTb cocTaBisteT 82 % yepe3
2 ropa u 56 % uepes 5 ner. HeGnaronpusTHbIE IPOrHOCTHYECKUE (PAKTOPBHI BKITIO-
YaroT MOXUION BO3pACT, pazmep omyxoiu oosiee 10 cM, oTJaieHHbIC METaCTa3bl
IIPH TIOCTAHOBKE JIMarHo3a U NePBUYHYIO JIOKAJIH3AIHIO OITyXOJIH B 00JIACTH TYJI0-
Buia. Onyxonu, oOHapyKEHHbIC Ha paHHEH CTaJuH, MPHU MOJIHOM onepadenbHo-
CTH, Takue Kak JuHranbHas ACMT, uMEIoT ay4Iuii porsos.

CBETJIOKJIETOYHASI CAPKOMA MATKUX TKAHEM

Omnpenenenue

Caemnokinerounas capkoma Markux Tkaneid (CCMT) npezncrasisieT cooid 3110-
KaueCTBEHHOE ME3EHXHMaIIbHOE HOBOOOPa30BaHUE, OOBIYHO MOpaXkarolee Iy0oKnue
MSTKUE TKaHU U Yalle Bcero xapaxrepusytomeecs ciausaueM EWSR1-ATF1, ¢ xa-
PaKTepHBIM THE3HBIM MATTEPHOM POCTa U MEJIaHOUTAPHOH AU( HEpeHIIMPOBKOH.

Komnposanue no MKB-O

9044/3 Ceetnoknerounas capkoma Hecrnienuuimposanuas (BAY).

Konuposanue no MKB-11

2B5F.2 u XH77N6 Capkoma Ipyrux yTOYHEHHBIX JIOKAIN3alni, HE KIIACCH-
¢dbunupoBaHHas B APyTrux pyopukax, 1 CBETIOKIETOUHAs CapKOMa.

Casi3aHHAsI TEPMUHOJIOTHSI

He pexomendyemcs ynorpeOlleHUE TEPMHUHA 30KAYECHGEHHAS MeNaHoMa
MASKUX MKAHe.

Hoarun(sr)

Her.

Jlokanm3amus

CCMT wuarie Bcero BO3HHMKACT B IIIYOOKO PACIHOIOKEHHBIX y4acTKaX KO-
HewHOCTeil, npudeM moutu B 50 % ciiydyaeB B AUCTaNBHBIX OT/AENIAX HIUXKHEH KO-
HEYHOCTH, JIOIBDKKE HIIM CTOIIE, IZIe MOXET OBITh CBSI3aHA C CYXOXXHJIMSMH WU
anonespo3amu. Tawke coodmanocs 0 CCMT B 001acTu roJIOBbI/IIEH, TYJIOBU-
IIa ¥ BHYTPEHHHX OPTaHOB, BKJIOYAs JITKUE U JKENYIOYHO-KHIIEYHBIH TPAKT.
WHorna nopaxeHus: BO3HUKAIOT B KOXKE M CIM3UCTOH 000J0UKE POTOBOI IOJIO-
cti. OnyxoJiib, 000Has CBETIIOKJIETOYHOW CHHOBUAIBHOW CAPKOME JKEIYIOYHO-
KUIIEUHOTO TpakTa (3JI0KaYeCTBEHHAs >KENIYIOYHO-KHUIIEUHas HEHpOosKTomep-
MaJlbHasl OIyXOJIb), CKOpPEe BCETO IMPEACTABISIET COOO0H OTHENBHYIO HO30JOTHIO
ot CCMT u oOcyxnaercst B kinaccuukanuu omyxoseil uenoseka BO3, B Tome
«Ormyxony MHUIIEeBapUTETHLHON CHCTEMBD.

Kinnnyeckue oco0eHHOCTH

IMToutr BO Bcex ciydasx HaOMIOmaeTcs NajablIupyeMoe 00pa3oBaHUE B TeUe-
HHE OT HECKOJILKHX MECSILEB 10 HECKONBKUX JIeT. boib 1 001€3HEHHOCTh OTMEYa-
IOT IIPUMEPHO OT /3 10 MOJIOBHHBI BCEX TAI[EHTOB.
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SnueMHOJI0T U

CCMT B OCHOBHOM HOpa)kaeT MOJIO/BIX JIFOACH, MUK 3a00JIeBACMOCTH TPH-
XOAUTCS Ha TPETbE M UETBEPTOE AeCATUIETHE XHM3HU. OTMedaeTcs HeOOombLIoe
peobi1agaHue >KeHCKOTO 10JIa.

ITHOJIOTHSA

Henseectna.

IlaTorenes

I'enernueckum mnpusHakom CCMT sBnsercs penMnpokHas TpaHCIIOKa-
must t(12;22)(q13:;q12), npucyrcrytomas B 70-90 % ciydaes, KoTopasi CJIMBaeT
EWSRI1 ¢ ATF1. Ox30u 8 EWSFI1 uarme Bcero cnmBaetcs ¢ ak30HoM 4 ATF1, 1 aT0
ObUI0 0003HAYCHO KakK CiusHUE TUna 1. B monmy4eHHOM XUMEpHOM CIUTOM Oelke
EWSRI1-ATF1 N-rkomerr EWSR1 u gomMeH OCHOBHOI JIEHIIMHOBOM «3aCTEXKU-
moiauny (bZIP) ATF1 ces3anbl. CnenoBarenbHo, ATF1 (TpaHCKpHITIIMOHHBIH
(aktop, 00bryHO perymupyemblii TAM®) cranoButrcs HAM®D-He3aBUCUMBIM
aKTHBATOPOM TPAHCKPHUIILIUU U KOHCTUTYTUBHO akTuBupyeT npomorop MITF, sB-
nsromuiicst MunieHsto MSH myTu. Ota akTHBaLus OTBeYaeT 3a MeJIaHOLUTAPHYIO
muddepernupoBky u poct CCMT. benku ATF u CREB (yHKIIMOHATEHO CXOHBI,
U B MEHBIIEM KOJIMYECTBE CITyuaeB MMEETCs BapWaHTHAas TpaHciokanws, t(2;22)
(q34:;q12), uro npuBoaut k cnusanto EWSR1-CREBI1. HenaBHo OblI0 omucaHo
BHYTPHKOXXHOE MeJIaHOIIUTaApHOE HOBOOOpa3oBaHue ¢ HOBbIM ciusinneM CRTCI-
TRIM11, cymectBennbsM Mopdoaoruueckum cxonctsoM ¢ CCMT u meracraru-
YECKUM IIOTEHIMAJIOM, IPEABAPUTEIBHO HA3BaHHOE KOXKHOH MEIaHOIIMTOMOM.
HeoOxonumbl TOMIOTHUTENIBHBIE UCCIIEIOBAHUS, YTOOBI ONPENENINTD, SBISCTCS JIN
ata onmyxoib CCMT ¢ HOBBIM CIHSTHUEM MIIH MIPEICTABISIET COOO0M OTAETBHYIO HO-
3o5oruro. XoTs B OonbiiuHcTBe HecienoBaHHbix CCMT He BBISBICHO MyTaluit
BRAF nnu NRAS, myrauun BRAF p.Val600Glu 6butn naeHTHGUIIMPOBAHEI B HE-
GO0 MOATPYIITIE MOJIEKY/SIPHO MOATBEPIKACHHBIX OIIyXOJeH.

Maxpockonu4yeckuii BUJ

Pasmep OonbmmucTBa CCMT cocrapisieT 2—5 ¢M, HO coo0Lanocs 06 omy-
xoJsIX Ooee 15 cM. Makpockonnieckoe Uccie0BaHie BELIBISIET OTPaHMYSHHYIO
Maccy ¢ JI0JIBYaTON KOPUYHEBOW MITH CepOBaTO-0€JI0i OKpacko, MHOT/A ¢ Tpy0oit
wiu 3epHucToi Tekctypoil. B Hexkotopsix CCMT MOXXHO BBISIBUTH TUTMEHTAITHIO
MCJIaHMHOM, HEKPO3 UJIN KUCTO3HBIC U3MCHCHUS.

I'ncronarosiorust

IIpu uccnenoBanun Ha manoM ypenumueHun CCMT uMmeroT xapakTepHYyIO
THE3HYI0 WM (GaCHUKYISPHYIO apXUTEKTYpY C SIMUTEIUOUTIHBIMUA HIIA «ITyXJIbI-
MI» BEpETEHOBHIHBIMHU KIETKAMH, Pa3aeJeHHBIMA TOHKMMHU (HHOPO3HBIMH TIepe-
ropoakamu (puc. 64). Onyxoinu 0ObIYHO OOHAPYKUBAIOT 3aMETHBIN HMH(UIBTpa-
TUBHBIA POCT CKBO3b ILIOTHYIO (pubpo3Hylo TKaHb. HecMoTps Ha cBoe Ha3BaHue,
CCMT wuamie UMEeET OIyXOJEBble KIETKU ¢ OEJHO-303UHOPUIBHON LIUTOILIA3-
MOH U BE3HKYJSIPHBIMH SIIPaMH C KPYIHBIMH SIPBIIIKaMU (pHC. 65), ¥ TOIBKO
B PEIIKUX CIIyYasx HaOII0IaeTcsi HCTHHHOE MPOCBETICHUE IUTOILIA3MEI (pHC. 66).
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CyIecTBeHHBIN sACPHBIH ICOMOP(I3M, KaK MPABHIO, OTCYTCTBYET, XOTS OTHO-
CHTEIIBHO 9acTO BCTPEUAIOTCS Pa3pO3HEHHBIC MHOTOSICPHEIC THTAHTCKUE KICTKH
Haroynobue «BeHKOBY» (puc. 67). [InTMeHT MeTaHWH IPHUCYTCTBYeT Ooiee 4eM B
MIOJIOBHHE CITy4aeB, HO €ro TPYIHO OOHApYXUTh mpu okpammBanni H&E. B pex-
KHX CIy4asX MOTYT BBIABISTHCS MOTPaHUYHBIE OITYyXOJEBbIE THe3qa B oOmactu
JiepMo-3nuaepManbHoro coenunenus. Komnuecto MutozoB B CCMT uacto Hu3-
koe (MeHee 3 MHTO30B/MM? MIHM JI0 5 MUTO30B Ha 10 moJeil 3peHus MIomaapio
0,17 MM? Ha OOJIBIIIOM YBEJIMYCHHH), a HEKPO3Bl HACHTH(OUIUPYIOTCS IPHMEPHO
B oxHoil Tpetu ciayudaeB. B CCMT nocrostaHO 3kcnpeccupytorest S100, SOX10,
Melan-A, HMB45 u MITF.
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Puc. 65. OmyxoneBble BEpEeTCHOBHIHBIE KIETKU C 203MHO(MIBHON 3€pHHUCTOH IIUTOILIa3MOH,
BE3UKYILSIPHBIMU SIIPAMU U BBIPAKCHHBIMHU SIIPBIIIKAME
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Puc. 66. OmyxoneBsle KIETKH C BBIPAKCHHBIMH SAPBIIIKAMHE, TIPO3PAYHON IMTOILIA3MO
1 THE3/IHBIM TTaTTEPHOM POCTa, OKPYKEHHbIE INIOTHOH (hUOPO3HOI CTPOMOIt

Puc. 67. MHOrosiIepHble TUTAaHTCKHE KJIETKU THIIA «BEHKOB

IuTonorust

Iuronoruueckue ocodeHHocTn CCMT CXOMHBI ¢ TAKOBBIME TIPH METAHOME:
B acmuparax 00HapyKHUBAIOTCSI OJMHOYHBIE WIIM HEOONBIINE CKOTIEHHS OKPYTJIBIX
WJIM TIOJIMTOHAJIBHBIX KIJIETOK ¢ OJIEIHOW LIUTOIUIA3MON U BBIPAXKEHHBIMH SIPBILII-
kamu. [Ineomopdusm He BEIpakeH.
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MouiexyasipHasi JMarHOCTHKA

MozkeT ObITh IOJIE3HBIM BbLIBICHUE peaparxupoku rena EWSR1 unu cnu-
stuust reHoB EWSR1-ATF1.

OcHOBHBIE U KkeJIaTeJIbHble JHATHOCTUYECKHEe KPUTEePUU

OcHognvle: XapakTepHas THe3IHas Win (HacUuKyIsIpHas apXUTEKTypa, 00-
Hapy’KuBaeMas Ha MaJIOM YBEJIIMUEHUU MUKPOCKOIA; «IIyXJbIe» BEPETCHOBUIHBIE
WM OBAJIBHBIE KIETKU C ONeTHO-203MHOGHUIBHON [UTOIUIA3MOH U BBIPAKEHHBI-
MU SPBIIIKAMU; OOBIYHBI MHOTOSJIEPHbIE TUTAHTCKUE KIETKU HANoJ00Me «BEH-
KOBY; 3KCIIPECCHsI MEIaHOLMTAPHBIX MapkepoB, Bkitouas S100, SOX10, Melan-A
u HMB45 (puc. 68); B 70-90 % ciyuaeB Habmronaercs caussiue EWSR1-ATF1,
4T0 oMoraet auddepeHIpoBaTh 3TH HOBOOOPA30BAHUS OT MEIIAHOMBI.

-
c o -
T =/

.
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Puc. 68. CBeTioKIeTOUHAs CapKoMa:
a — muddysnas spepuas sxernpeccust SOX10; 6 — nudpdysHas BbIpakeHHas HKCIPECCHs
HMB45 B BepeTeHOKIETOYHOM KOMIIOHEHTE

Kenamenvuvie: OTCyTCTBYIOT.

CraaupoBanue

MorkHO ucnonb30BaTh cucteMy TNM AMepUKaHCKOrO0 00BbEAUHEHHOIO KO-
MHUTETa 110 paKy Win MexXIyHapOIHOTO Cor3a 60pbOBI C paKOM.

IIpornos

CCMT mnpencrapisier coOOH arpecCUBHOE 37I0KaUE€CTBEHHOE HOBOOOpa3oBa-
HHUE ¢ penuauBamy, npuompkaomumucs kK 40 %, 1 MeTacTasaMu B JIETKUE WU
muMatuaeckue y3isl He MeHee 4yeM y 30-50 % nmanmenToB. MeTacTaupoBaHue
MOXET IPOUCXOIUTh Oosee ueM uepe3 10 jer mocie nepBOHA4YaIbHOIO JUArHO-
3a. [lokazarenmn BepKMBaemocTH uepe3 5, 10 m 20 meT coCTaBISAIOT TPUMEPHO
60, 35 u 10 % coorBercTBeHHO. Pazmep omyxouu 6osee 5 cM, HEKPO3 U IIOPasKEHUE
PETHOHAPHBIX TUM(BATHYECKHUX Y3JIOB SBISIOTCS HEOMAronpusATHBIMUA POTHOCTH-
YeCKHMH (pakTopaMu. BapHaHT CIIUSHUS U THIT TPAHCKPHIITAa HE MMCIOT IPOTHO-
CTHYECKOTO 3HAYCHHUSI.
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BHECKEJIETHASI MUKCOUJIHASA XOHAPOCAPKOMA

Onpenesienue

Bueckenernas mukconHas xonapocapkoma (BMXC) npexncrasinsier co6oit
3JI0KaueCTBECHHOE ME3CHXHMMAalIbHOE HOBOOOpa3oBaHKe HeomnpeaeieHHon audde-
PEHLIUPOBKH, OTIIMYAIOIIEECs: OOMIBHBIM MUKCOUIHBIM MaTPUKCOM, MHOTO/I0JIBYA-
TOH apXUTEKTYpOH M OHOPOJHBIMHU KJIETKaMH, PACTIOIOKEHHBIMH B BHIE TSDKEH,
TPYMIIOBBIX CKOIUICHUH M PETHKYJSPHBIX CETeH. DTH OIMYXOJH XapaKTepU3YIOTCS
nepectpoiikoii rera NR4A3. HecmoTpst Ha Ha3BaHWE, HET HUKAKUX TOKA3aTeIbCTB
Xps1LeBoil aupdepeHpPOBKY.

KomupoBanue no MKB-O

9231/3 BHeckeneTHasi MUKCOUHAsE XOHAPOCAPKOMA.

KonupoBanue no MKb-11

2B5F.2 u XH9344 CapkoMa Apyrux yTOUHEHHbIX JIOKaIM3alUH, HE KI1acCU-
(unmpoBaHHas B IpyTrux pyoOprKax, 1 MUKCOMIHAS XOHIPOCAPKOMA.

Cpsi3aHHas TEPMUHOJIOTUS

Jomyctumo yrorpedieHre TEpPMUHA MUKCOUOHAS CAPKOMA C PeapamiCupos-
xoti NR4A3 (npeaBapuTeNbHO).

IMoarumn(sr)

Her.

Jlokaau3zanus

BonbrmucTteo BMXC BO3HHKAIOT B IITyOOKHMX MSTKHUX TKaHSIX MPOKCHMAaJIb-
HBIX OTJEJIOB M MOSICOB KOHEYHOCTEH, NP 3TOM HamOoJiee 4acTo JIOKAJIM3YIOTCS
B 00nactu Geapa. MeHee pacnpoCTpaHEHHbIE JIOKAIN3alluK BKIIOUAIOT TYJIOBHUILE,
TOJIOBY U IIIEIO, TApaCITUHAIbHBIE MATKHE TKaHHU, OPIOMIHYIO OJIOCTD, Ta3 U CTOIIBI.
Taxxe cooOLIAIOCh O PEAKUX OIYXOJSIX B 00JAaCTU HAlbLIEB, uepena, 3a0proll-
MHHOTO MPOCTPAHCTBA M IUIEBPHL. HecMOTps Ha CyIIecTBYIONIYI0 HOMEHKIIATYPY,
OMNHUCaHbI peJIKUEe F'eHETUYECKU TToATBep K IeHHbIe cirydan BMXC B koCTsIX.

Kiaunnyeckue ocodeHHOCTH

IManuenTs! yaile Bcero oOpallaloTCs ¢ yBEJIUYUBAIOIIUMCS, [IyOOKO pac-
MIOJIOXKEHHBIM 00pa30BaHNEM B MSATKHX TKaHSX, YACTO CONPOBOXKIAFOLINMCS UyB-
CTBHUTEJIBHOCTBIO U 00JI€3HEHHOCTHI0. HekoTopble HOBOOOpa30BaHMst MOTYT UMH-
TUpOBaTh TeMaToMy. OIyXoJH BOKPYT CYCTaBOB MOTYT OTPaHHYHMBAThH JWANa30H
JIBUYKEHUH.

Nu1eMHOJI0T U

BMXC BcTpeuaercst peiko, cocTapisia MeHee 1 % capkoM MSTKuX TKaHeEH.
OOBIYHO OHA Pa3BUBACTCS y B3POCIBIX, CPEAHHUH BO3PACT KOTOPBIX COCTABISAET
50 net. Coo01IanoCh JIMIIb O PEIKUX CIIydasix B AETCKOM MM MOAPOCTKOBOM BO3-
pacte. CooTHOIIEHNE MY>KIIH 1 KESHITMH cOCTaBiser 2 : 1.

ITHOJIOTHSA

HewussectHa.
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ITaTorenes

MornekynspHas XapaKTepUCTHKA BapuaHTa TpaHciokauuu t(9;22), a 3arem
u BapuaHTa t(9;17) mokasana, 4TO OHM MPUBOIAT K CIUSHHIO T€HOB, MPU KOTO-
pom red NR4A3 cnusaercs mu6o ¢ EWSR1 B 22q12.2, nu6o ¢ TAF15 B 17q12.
Cmustaust NR4A3, xotopbie pucyTcTBYIOT Oonee ueM B 90 % BMXC, He Obutn
OOHapyXeHbI HU B OJHOW IPYroil capkoMe M IO3TOMY MOIYT CUUTAThCS OTIMYU-
TeNbHOW YepToii aToro 3aboneBanus. NF14A3 (takxe ussectasiii kak TEC, CHN
1 NOR1) xomupyer opdaHHbI sIEpHBIH peLenTop, NpUHaIeKAIUA K ceMel-
CTBY T€HOB CTEPOUIHBIX/TUPEOUIHBIX perenTopos, Toraa kak EWSR1 u TAF15,
taroke u3BecTHble kak TAF2N, RBP56 u TAF(I)68, npunaanexar k ceMelicTBy
TET mHOro(yHKIMOHAIBHBIX OEIIKOB, KoTopbie cBs3biBatoT kak PHK, Tak u JJHK.
JBa nonomuutenbHbix cimsaus reHoB, TCF12-NR4A3 u TFG-NR4A3, taxxke
ObUTH HIICHTU(UIIMPOBAHBI B OTACIbHBIX ciydasx BMXC.

Mornekynspusle nocnenctsust cinusHusi reHoB NR4A3 B BMXC BbIsicHEHbI
mumb gactuyHo. Comtele Oenkn EWSRI1-NR4A3 u TAF15-NR4A3 sBisiiores
CUJIbHBIMHU aKTUBATOpaMU TPAHCKPUIIMU. VIMEIOTCS NaHHbIE, CBUIETENILCTBYIO-
e 0 TOM, 9TO Kodkcmpeccus HaTuBHOTO NR4A3 u ero xoaktuBaropa SIX3 mo-
KeT ObITh MEXaHU3MOM, aJbTEPHATUBHBIM CIUSHUIO reHoB. OpdaHHbIi penentop
NR4A3 sgBnsieTcs MUIIIEHBIO TPAHCKPHIILINHU P53 U B3aUMOJEHCTBYET C aHTHAIIOII-
toruueckuM Oenkom BCL2, mpernonoxurenbHo criocoOCTBYs allonTo3y.

[urorenernueckn BMXC xapakrepusyercs Tpancnokaiueit t(9;22)(q22;q12),
pexe t(9;17)(q22;q11) mmm t(9;15)(q22;q21). Xots t(9;22) Obu1a oOHapy)keHa Kak
©IMHCTBEHHAs] aHOMAJIHsI, B OOJBIIMHCTBE CIyYaeB TakkKe 0OHapyKUBAIOTCS APYTHE
XPOMOCOMHBIE U3MEHEHHUs, BKJIIO4Yas TpucoMuu o 1q25-qter, 7, 8, 12 u 19.

Makpockonuveckuii BUjg

BMXC umeror Buj OONBIINX, XOPOLIO OTTPAHUUCHHBIX OIyxosiel. Pazmep
OITyXOJH BapualeNieH, HEKOTOphIe OYEHb OOIBIINE OIyXONH MOTYT JOCTHIATh
30 cm. Ha nosepxnocTu paszpe3a BMXC umMeeT 4eTKO BbIpaXKEHHYI MHOTOY3J10-
BYIO CTPYKTYPY, COCTOSIIYIO U3 ONIECTSIIUX )KeJaeoOpa3HbIX obnacTeil, pasieicH-
HbIX (UOPO3HBIMU TeperoponkaMu. OOBIMHO OHMPENEIAIOTCS BHYTPUOIYXOIEBbIE
KPOBOM3NUSIHHMS, KUCTO3HBIE TOJIOCTH W YYacTKH «reorpaduieckoro» HeKposa.
BBICOKOKIIETOUHBIE OITyXOJIH UMEIOT MACUCTYIO0 KOHCUCTEHIUIO.

I'mcronarosiorus

BMXC nmeeT MHOTIOY3J10BYIO apXUTEKTYpY, onpenensieMyto Guopo3HbIMU
MIEPEropoKaMu, KOTOPBIE ISTAT OIyXO0Jb Ha THIIOLEIUTIONSPHBIE TOIBKU C OOMIBHBIM
611e1HO-TOTYObIM MUKCOUIHBIM UM XOHIPOMUKCOUIHBIM MAaTPUKCOM. XOPOILO
c(hOopMUPOBAHHBIN THAIMHOBBIN XPSIII MPAKTUIECKH HUKOTAAa HE BCTPEYAeTCsl.
Crpoma runoBackysipHa. Knetku 00bIYHO COSUHSIOTCS APYT ¢ APYToM, 00pasyst
TSDKH, HEOOJIBIIINE TPYIIIBI M CIIOKHBIC TPAOCKYIISIPHBIC HITH KpHOPH(OPMHBIE CTPYK-
Typsl (puc. 69, 70). Knetku uMeroT yMepeHHOE KOJIMUECTBO 03UHOMUIBHOM niin
BaKyOJIM3UPOBAHHOM IIUTOIIA3MBI, & TAKKE OJHOPOIHBIE OKPYTIbIE HIIH OBaJIbHBIC
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sIIpa, U 9aCTO BCTPEUAIOTCS TOHKHE Y/UTHHCHHBIC [IMTOIIA3MATHIECKUE OTPOCTKH.
XpOMaTHH pacrpeiesieH paBHOMEPHO, 4acTO ¢ HEOOBIINM HE3aMETHBIM SITIPBIIIIKOM
(puc. 71). MuTtoTHueckast akTHBHOCTh 0OBIYHO HH3Kast. HEeKOoTOpbIe OmmyXoiu UMEroT
BBIP2)KCHHbIC PaOI0UIHBIC IIMTOIIA3MATHYECKIE BKITIOUCHHsI. Peikue ciydyau sBisi-
FOTCS THIIEPKIICTOYHBIME, C YMCHBIIICHHBIM KOJIMYECTBOM MUKCOMTHOTO MaTPUKCa,
6oJ1ee 3710Ka4YeCTBEHHBIMH, YaCTO C AMUTSIHOUIHOI IIUTOMOP(HOIOTHEH.

Puc. 69. OOWITBHBII MUKCOUIHBIA MAaTPUKC C TSDKAMH, THE3TaMH OKPYIVIBIX HJIH CJIErKa yIn-
HEHHBIX KJIETOK C HEOOIBIITMMH IHIIEPXPOMHBIMH SIPAMU

Puc. 70. Tsoku OIHOPOHBIX BBITAHYTHIX KJIICTOK B MUKCOUIHOM MATPHUKCE
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Puc. 71. OmyxoneBble KICTKU C yATMHEHHBIMH APaMU C OJHOPOAHBIM XPOMAaTHHOM, BHYTPHS-
JICPHBIMU BKJIIOYCHHSMH, 60PO3AKAMH M 03HHO(HILHON [UTOILIA3MOIt

S100 momoxwurenen B 20 % cuyuaes, a KIT (CDI117, c-KIT) — B 30 %.
B HexoTOophIX omyXoisix Oblla oOHapyskeHa skcrpeccust cuHantoduiuna u NSE
(puc. 72). Onyxonu ¢ pabmouaHBIME YepTaMu yacto HeratuBHbl K SMARCBI
(INI1). IIpumeuarenbHO, YTO OITyXOJIEBBIE KIETKH OYEHb PEIIKO IKCIPECCUPYIOT
keparunbl niu GFAP 1 oTpumarenbHBI K MBITIIETHBIM MapKepam.

Puc. 72. OnyxoseBble KICTKH C BE3UKYISIPHBIMH SAPaMH, MECTaMu ¢ Ooposakamu (ciesa),
B HEKOTOPBIX OITyXOJIX oTMedaercs okcrpeccust NSE (cmpasa)
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IuTonorus

He nmeeT KIMHUYECKOTO 3HAUECHUS.

MoJiekyasipHasi JUATHOCTHKA

Wnentuduxanus peaparxupoku rena NR4A3 nones3Ha i 1MarHOCTUKHU.

OcCHOBHBIE U KeJIaTeIbHbIe AHATHOCTHYECKHE KPUTEePHH

Ocnognvle: 00BIYHO «OE3IIUKHUE» KIETKU C 903MHOMUILHON LUTOILIA3MOI,
pacnoyioKeHHbIE B BHJE IUIACTOB MM TSDKEW B NMPEUMYILECTBEHHO MHKCOUIHON
CTpOME.

JKenamenvuvie: neperpynmnupopka NH4A3 (B OTICIBHBIX CITydasix).

CragupoBanue

MosxHo ucnonb30Bath cucteMy TNM AMepHKaHCKOrO 00bEIMHEHHOTO KO-
MUTETa 0 paKy win Mex1yHapoAHOIO CO03a 0OPbOBI ¢ PAKOM.

IIporuos

Xotst BMXC yacTto accouuupyercst ¢ JUIUTENIbHOI BIXKUBAEMOCTBIO, Y HEe
BBICOKAs YaCTOTa OTJAJICHHBIX PEIUANBOB  CMEPTH, CBI3aHHOM C 3a00JICBaHHEM.
Meracrasbl 00bIYHO JETOYHbIE, OHAKO TAKXKE BCTPEUAIOTCS. BHEJIETOUHbIE U JIUC-
CEeMUHHMpPOBaHHbIE. MHTEpPECHO, UTO JUIMTEIbHOE BBDKHBAHHE TaKe B YCIOBHIX
METacTa3upOBaHUs HE SIBJISETCS PEAKOCTbIO. B IBYX GOJNIBIINX PETPOCHEKTUBHBIX
cepusix coobraercst o 5-, 10- u 15-netHeit oOuieit BepkuBaemocTr B 82—90, 6570
u 58-60 % coorBeTcTBeHHO. [T0KMII0# BO3pacT, 00JbILONH pa3Mep OmyXxoiu (0co-
6eHHO cBbitIe 10 cM) U IPOKCUMAIBHOE PACIIONIONKEHHUE SIBIISIFOTCS HEOIarompusT-
HBIMU NporHoctuyeckumu Gaxropamu. Hexoropsle uccnenoparenu mnpeanonara-
0T, UTO OIyXOJIM C TTOBBIMIEHHOH KJIETOYHOCTBIO M aTUMHEH Ooyiee arpecCHBHBI.
Jlpyrue cuuTalor, 4YTo HaJIudue paOaouIHbIX KIETOK SIBIISETCS HEOIaronpUsITHbIM
rucrojgorndeckuM rnpusHakoM. BMXC ¢ BapraOenbHBIM CIUSHHEM T'€HOB, OT-
nnuHbIX oT EWSR1, HMeIoT CKIIOHHOCTB K OoJiee BBICOKOH YacToTe pabaouIHOro
(heHoTHIA, BBICOKOTPEHIHYIO MOP(HOJIOTHI0 U OOJiee arpecCHBHOE TCUCHUE, YeEM
EWSRI1-NR4A3-1010XHUTEIbHBIE OIYXOJIH.

JAECMOIINIACTHYECKAS
MEJIKOKPYITIOKJIETOYHASA OITY XOJIb

Omnpenesienne

JlecmomacTrueckas MeJIKoKpyriokieTounas onyxonb (JIMKO) nmpencras-
Js1eT co00H 3J10KaUECTBEHHOE ME3EHXUMaIbHOE HOBOOOPA30BaHUE, COCTOSAILEE U3
MEJIKHX KPYIVIBIX OITyXOJIEBBIX KJIETOK, aCCOLIMMPOBAHHBIX C BBIPA)KEHHOM CTpO-
MaJIbHOM JIeCMOIUIa3ue, monudeHoTunyeckoit audHepeHMpPOBKON U CIUSHUEM
renoB EWSR1-WT]I.

Komnposanue no MKB-O

8806/3 Jlecmoruiactiueckasi MEIKOKPYTITIOKJICTOYHAS OITyXOJIb.
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Konupoanue no MKb-11

2B5F.2 u XH5SN6 Capkoma Apyrux yTOUHEHHBIX JIOKAJIM3alUi, HE KJIaCCH-
(unmpoBaHHas B Apyrux pyopukax, u JlecMoruiacTiueckas MeJIKOKPYTIIOKIETOY-
Has OIyXOJb.

Cpsi3aHHasi TEPMUHOJIOTUS

Jlonmyctumo yrotpedieHne TepMHHA UHMpaad0oMUHanbHas 0ecMonIacmu-
yecKas Kpy2noKiemoyHas Onyxoib.

Honrumn(sr)

Her.

Jloxanu3zanus

V nonasinsitoniero OOJIBIIMHCTBA OOJIIBHBIX OIyXOJIM Pa3BUBAIOTCS B OpIONI-
HO IOJIOCTH, yalle B 3a0PIOIIMHHOM IPOCTPAHCTBE, Ta3y, CallbHUKE U OpbDKEeHKe.
Hacro BcTpeyaroTcsi MHOKECTBEHHbBIE CepPO3HbIe UMILIAHTaThl. KitmHU4Yeckue npo-
SIBIICHUS BHE OPIOIIHON MOJOCTH PEIKU U B OCHOBHOM OTPaHUYMBAIOTCS I'PYIHON
IIOJIOCTBIO U NapaTeCTUKYIPHON 001acThi0. OUueHb PEIKO BO3HUKAIOT B KOHEUHO-
CTSIX, TOJIOBE U IlIee, IIOYKAX U TOJIOBHOM MO3TE.

Kiunnyeckune ocodeHHOCTH

KinHmyeckre CHMITOMBI OOBITHO CBSI3aHBI C IEPBHYHBIM 04aroM IPOsIBIIe-
HUS ¥ BKJIOYAIOT 0O0JIb, B3YTHE JKHUBOTA, MAJbIIUPyeMOe 00pa3oBaHHE, OCTPBII
JKHMBOT, aCLIUT U OOCTPYKIIMIO OPTaHOB.

SNHUIeMHOIOT U

JAMKO B nepByro ouepeqp pa3BUBaeTCs y AETeHl M MOJOABIX JIONEH, YTO
OOBIUHO IIPOSIBIISETCS OOIIUPHBIM ITOPAKEHUEM OPIOIIHOM MOI0CTH / OPIOLIMHBL.
OtMmeuaeTcs npeoliiailaHie MYKUHH C ITHKOM 3200JIeBa€MOCTH B TPETHEM JECSTHU-
JICTUN KU3HHU, XOTS 3TOT THII OIyXOJIHM BCTPEUAETCsl B IIMPOKOM BO3PACTHOM JHa-
r1a30He (C MepBOro M0 MATOE AECATHIICTHE).

ITHOJIOT U

HewussectHa.

ITaTorenes

JAMKO xapakrtepusyercs peKyppeHTHOH XpOMOCOMHOW TpaHCIOKaIuen
t(11;22)(p13;q12), npuBomsmeit k cnusHuro reHa EWSR1 na 22q12.2 u rena
omyxonu Bunbmca, WT1, Ha 11p13. Haubosee pacnpocTpaHEHHbIH XUMEpPHBIH
TPAHCKPUIIT COCTOMT M3 BHYTPUPAMOYHOIO CIHUSHMSA IIEPBBIX CEMH HK30HOB
EWSRI, xogupyromux NOTEHITHAIBHBIN JOMEH, MOIYIHPYIONIUI TPAHCKPHITIIUIO,
u 3k30H0B 810 WTI1, xoxupyromux HOCIeAHNe TPU LMHKOBBIX ydyacTka JTHK-
CBSI3BIBAIOIIETO JOMeHA. Takske MOT'YT BCTpEeUaThesl peIKue BapHaHThI, BKIIOYAIO-
[Me JonoiHUTeNbHbIe 9k30HbI EWSR1. O0OHapyxenue cnusaust reHoB EWSR1-
WT1 MoxeT OBITh 0COOCHHO ITOJIE3HBIM B CITyUYasix ¢ HEOOBIYHBIMH KITHHUYECKHMHU
WY TUCTOJIOTNYeCKUMHU 0coOeHHOCTIMU. MccnenoBanus abeppaHTHOro (akropa
tpanckpunun EWSRI-WT1 BbIABUAM HapylleHHE PETyIsIlUd HECKOIBKHX
TeHOB-MUIIICHEN 1 aKTUBAITHIO dKCIIPECCHH HEeHpaTbHBIX TEHOB U YACTUIHYIO HEH-
panbHyI0 nuddepenmpoBky uepe3 ASCLI.
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Cepo3sHasi BBICTHIIKA MOJIOCTEH Tena, Hanboee yactoe mecto JIMKO, umeer
BBICOKYIO TPaH3UTOPHYIO (eTanbHyto skcrnpeccuto rena WT1. WT1 skcnpeccu-
pyeTcsl B TKaHSIX, IPOUCXOSIIINX U3 IIPOMEKYTOTHON ME30JIepMBI, IPEKIE BCETO
B T€X, KOTOpBIE IPETEPIIEBAIOT MEPEXO0 OT ME3CHXUMBI K SIIUTENINI0. DTOT NaTTepH
noBTopsieT AU GepeHIIMPOBKY SIHUTENNs, OT™MedeHHY 0 pu JIMKO.

Maxpockonu4eckuii BUJ

Tunu4HbIH MaKpOCKOITMYECKUH BUJ COCTOUT U3 MHOKECTBEHHBIX OITyXOJje-
BBIX Y3JIOB, YCEUBAIOIIUX TTOBEPXHOCTh OpIOIIMHBI. YacTo MMeercs TOMUHHPY-
IOIIas OITyXOoJIeBasi Macca, CONPOBOXKIAeMasi CaTeJUIMTHBIMHU y3JIaMHd MEHBIIETO
pa3mepa. IloBepxHOCTh pa3pesa ILUIOTHAs, CEPOBATO-O€nasi, ¢ O4araMu KpOBOU3-
TUSTHUN 1 HEKPO30B.

I'ncronarosiorust

JAMKO xapakrepusyeTcss 9eTKO OYEepPUEHHBIMH THE3IaMH MEIKHX OITyXO-
JIEBBIX OKPYIIBbIX (peXke DIUTETUOUAHBIX WM AK€ BEPETEHOBM/IHBIX) KIIETOK,
00BIYHO OKPY)KCHHBIX BBIPAKEHHOM JECMOIIJIACTHUECKON cTpoMoit (puc. 73, 74).
T'He3a MOTYT 3HAYUTENBHO PA3IMYATHCS 110 Pa3Mepy, OT MEJIKUX TPYIIT KIETOK 10
OOTBIIMX HEPABHOMEPHBIX CIIMBAIOIINXCS ITACTOB. YacTo BCTpedaeTcs eHTPalb-
HBI HEKpO3, TaKKe MOXKET HAOIIOAAThCS KUCTO3HAs JereHepanus. Hekoropbie
OITyXOJM HMEIOT (POKaJbHBIE DIUTENNAIbHbIE MPU3HAKH, C JKEIE3UCTHIM HIIH
po3eTkooOpa3HbIM nartepHoM. OmyxoJeBble KIETKH OOBIYHO OJHOPOJAHBIE,
¢ HEOOJBIINMH THUIIEPXPOMHBIMHU SIAPAMH, CKyZHOH LUTOIUIA3MOM M HEYETKHMH
LUTOIIA3MATHUECKUMH I'PaHULIAMHU. B HEKOTOPBIX CIydasx OIMyXOJEBbIE KIETKH
MOTYT HMETh IMTOIUIa3MaTHUECKHE J03MHOPMIbHBIC paOIOWIHBIC BKIIOUCHHS.
Hexoropbie omyxonu uMeroT 0ojiee KpyIHbIe KJICTKH C BBIPAKEHHBIM IJIEOMOP-
(dusmom (puc. 75). XpomaTrH 0OBIUHO pacCesiHHbIHN, C HE3aMETHBIMH SIPBIIIIKAMH.
YacTto BCTpeyaroTcss MUTO3bl M HEKPO3 OTAEIbHBIX KIETOK. JlecMoractuueckas
CTpOMa COCTOHUT U3 GrOpoOIacTOB Mt MHO(DUOPOOIACTOB, TOTPYKEHHBIX B PhIX-
JIbIi BHEKJICTOUHBIH MAaTPUKC WM KoJUlareH. Takke MPUCYTCTBYET BhIPayKCHHAs
CTpOMaJIbHAs BaCKYJSIPU3aLs, BAPBUPYIOMIASCS OT CIOKHBIX KalMJUIIPHBIX ITyd-
KOB 10 00J1ee KPYIHBIX COCY/IOB C DKCLEHTPUYHO yTOJIIEHHBIMUA CTEHKAMH.

Nmvmynorucroxumudecku JIMKO umeroT xapakTepHBIA U CII0KHBIN AaTTePH
MynbTH(EeHOTHIIHYEeCKOH N PepeHIIMPOBKU, dKCIpeccupyst OellKH, CBS3aHHbIE
C SIUTEINAIILHOM, MBIIICYHOH W HEPBHOH MudQepeHIIUpOoBKOil. BoIbIIMHCTBO
CllydaeB SBJSIFOTCS MMMYHOPEAKTHBHBIMU K IuTokeparuHam, EMA u Desmin
(puc. 76). XapakrtepHas ToueuHas (dot-like) nmTOrUIa3MarMveckas JOKalIn3a-
s HaOrofaercss y Desmin u MHOTIA y APYTrUX MPOMEXYTOUHBIX (priIaMeHTOB.
Muorenud 1 MYOD1 crabunbHo oTpuiiarenbHbl. OObIMHO HAOMIOMACTCS siIep-
Has skcrpeccust WT1 (¢ ucnonpzoBanuem anturen Kk C-KoHIly, HO He K N-KOHILY)
(puc. 77).
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Puc. 73. OnHOpOIHBIE MENKUE OKPYTJIbIE KIETKN C MEIKUMH SIpaMH, CKYIHOH IIMTOILIa3MOit
1 HEYETKUMU IIUTOIIa3MaTHYECKIMH TPaHNIIAMH B IECMOIUIACTHYECKOH CTpoMe
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Puc. 74. OmyxoneBble KIETKH C OKPYIJIBI-

MU WIH OBAIBHBIMU SAPaMH, MEIIKOIUC-

TIEPCTHBIM XpOMaTHuHOM, HE3aMCTHBIMH

AAPBIIIKAME B THIIOKJICTOYHOH JecMOIlIa-
CTUYECKOIl cTpoMe

SR S

"o

Puc. 75. Kpynusle SIHUTEIHOHIHBIC OIyXO-
JeBble KIETKH C IUICOMOP(HBIMH sIpaMu
U YMEPEHHOI 203MHOPUILHOI LUTOILTIA3MON



Puc. 76. BelpakeHHasT HMMYyHOpeakTHB-  Puc. 77. SlnepHas MOJIOKHUTENbHAS OKpacka
HOCTB K Desmin k WT1 (C-xoner)

VYIBTpacTpyKTypHO OOJBIIMHCTBO OIMYXOJEBBIX KJIETOK UMEIOT IPUMUTUB-
HBIH/HeUPPEPEHIIMPOBAHHBIA BUJ ¢ MUHHUMAJIBHOW HUTOIUIA3MON U CKYIHBIMH
opranenaamu. [IpumedarensHON 0COOEHHOCTBIO ABISAETCSA HAIMUUE TapaHyKieap-
HBIX arperaroB M 3aBUTKOB MPOMEKYTOUHBIX (GriraMeHToB. M3penka BcTpeyaroTcst
TaKKe PEAKUE rPaHyIbl C INIOTHBIM siipoM. Hebouibloe Koau4ecTBO KIETOK 00be-
JMHEHbI KOMIUTEKCAMH KJIETOUHBIX COSAMHEHUH, BKITIOYast XOpouio c(hOpMUpPOBaH-
HBIE JIECMOCOMBI.

IuTonorus

IMuronoruueckue MaTepuaisl SBISIOTCA KIETOUHBIMU U BBIABISIIOT KJIETKH
C BBICOKHM SIEPHO-IUTOIUIA3MATHYECKUM OTHOLICHHEM, UMEIOIINE 3€PHUCTBII
XpOMAaTHH, SIACPHBIII MOJAMHI U BapuaOelbHbIE siAepHbIE MeMOpanbl. Yacto
BCTPEYAIOTCS TICEBIOPO3ETKH.

MousekyasipHasi JMaTHOCTHKA

O6HnapyxeHnue peapanxupoBok renoB EWSR1 u WT1 wiu, ajnsrepHaTuBHO,
xuMepHoro tpanckpunrta EWSRI-WT1 Moxer nmpeacTaBiasars co00i mose3Hblit
JMAarHOCTHYECKUH HHCTPYMEHT.

OcCHOBHBIE U KeJIaTe/bHble JHATHOCTHYeCKHe KPUTePHH

Ocnognvle: THE3/1a METIKMX OKPYTIIBIX KJIETOK B IECMOIUIACTUIECKOH CTpoMeE,
MMMYHOIIOJIOKUTENbHBIX K IUTOKepaTuHy, Desmin (toyeunsiii narrepn) u WT1
(antutena k C-KoHILY).

JKenamenvuvie (HO 4acTO HE 00A3aTENbHBI): MOJIEKYJISPHBIC HCCIIEIOBa-
HUS 711 BBISIBJICHHS peapamkupoBku reHa EWSR1 wmmu Tpanckpunrta cnusHus
EWSRI1-WTI.
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CraaupoBanue

He nmeeT KIMHUYECKOTO 3HAYCHUS

IIpornos

OO011ast BEBDKHBAEMOCTb OCTAETCSl HU3KOM, HECMOTPS Ha KOMIUIEKCHYIO Tepa-
IHIO; S-TIETHsS 001ast BBKUBaEMOCTh cocTaBisieT He 6omee 10—15 %.

BHEITIOYEYHASA PABJOUJTHASA OITYXOJIb

Omnpenenenue

BHenoueuHast pabionHast OIyXoJib MPECTABISIET COO0H BEICOKO 3JI0Kave-
CTBEHHYIO OIYXOJIb MATKUX TKaHEH, B OCHOBHOM TTOPAKAOIIYIO MIIAJICHIIEB 1 ICTEH,
KOTOpAst COCTOUT M3 XapaKTEPHBIX OKPYIVIBIX HIIM MOJIUTOHAIBHBIX HEOTIACTHISCKUX
KJIETOK CO CTEKJIOBUIHOM 203MHOMDUIBHON [IUTOIIIA3MOM, COMepIKaIlleil THATNHOTO-
JOOHBIE BKITFOYEHHS, SKCIEHTPUUECKHUE SIPpa U MAaKpOHYKJIeoIbl. Mopdonornaecku
Y TEHETHYECKU UICHTUYHBIC OITyXOJIH BO3HUKAIOT TAKKE B TIOYKAX M FOJIOBHOM
mosre. J[ist GONBIIMHCTBA Oy XOJIeH XapaKTepHbl OHaIeTbHbIe H3MEHEHHS TeHa
SMARCBI, npuBomsmme k motepe 3xcrnpeccut SMARCB1 (INI1).

Komnposanue no MKB-O

8963/3 PabnouaHas omyxosnp Hecreruduuupoannas (bY).

Konuposanue no MKB-11

2B5F.2 u XH3RF3 Capkoma apyrux yTOYHEHHBIX JIOKaJIM3alWl, HE Kiac-
cuuIMpoBaHHAas B IPYTHUX PyOpHUKax, U 370Ka4eCTBEHHAs! paOIOUIHAS OMyXOJIb.

CasizaHHasi TEPMHHOJIOTHSI

JlomycTuMO ynoTpeOiaeHne TEPMUHOB: pabOOUOHASL ONYXONb MSSKUX MKA-
Hell, 310KauecmeeHHas pab0oUOHAsi ONYXOlb.

MoaTun(nr)

Her.

Jloxanu3zanus

OTa OImyXx0Jb peaKas, U Jallle BCEro OHa BO3HHKAET B TIIYOOKHX aKCHAIIBHBIX
MecTax, TAKUX KaK Ies, mapaciuHaibHast 001acTh, 00IacTh MPOMEKHOCTH, OPIOIII-
Hasl ITOJIOCTh MM 3a0PIOIIMHHOE IIPOCTPAHCTBO | ITOJIOCTH Ta3a. [lopakeHust kKoHed-
HocTel (0coOeHHO Oeniep) U KOKHBIE MOPAXKEHHS TAKKE XOPOLIO 338 I0KyMEHTHPO-
BaHBI. JTa OIyXOJIb TAKOKE YaCTO OOHAPYKUBAETCSI BO BHYTPEHHUX OpraHax, TAaKHX
KaK Ie4eHb, THMYC, MOYETIOJIOBBIE MYTH U JKEITyIOYHO-KUIIEYHBIH TpakT. [ledeHp
SBJIETCS HanboJsee yacTol BUCLIEpaIbHOM JoKanu3anuei (73 % Bcex ciiydaes).

Kiunnyeckue ocodeHHOCTH

B 00MbIIMHCTBE CyYaeB HaOMIOMACTCsl OBICTPO YBEIUYUBAIOIIEECS OITyXOJIe-
BUJIHOE 00pa30BaHue B MATKUX TKaHsAX. COMyTCTBYIOLINE KIMHUIECKHE CUMIITOMBI
3aBHCAT OT MOPKEHHOTO MEPBUYHOTO opraHa. MHora (peKko) mprucyTCTBYIOT MHO-
JKCCTBCHHBIC KOJKHBIC Y3CJIKH. B YaCTHOCTH, Y MJIAZICHICB B HCKOTOPBIX ClIydyasaX
HaOJIOaeTCsl TMCCEMUHUPOBaHHOE 3a0oJieBaHUe Oe3 SIBHOM TEepBUYHON OITyXO-
JI — 3TO YaCTO CBA3AHO C MPEAPACTIONOKEHHOCTHIO K PAOTOUTHBIM OITyXOJISIM.
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SnueMHOJI0T U

Buenoyeunast paOmouaHas OIyXOJIb BCTPEYACTCS YPE3BBIYANHO PEIKO
U B OCHOBHOM y MiajieHleB u nereid. Cpenn paOmouIHBIX OIMyXOJiei MIOI0B U
HOBOPOYK/ICHHBIX BHETIOYEYHBIE OIyXOJIM BCTPEYAIOTCS Yallle, YeM B IOYKaX HIIH
TOJIOBHOM MoO3re. B cpesiHeM nanneHThl ¢ BHENOYEYHBIMHU, 3KCTPAaKpaHUAIbHBIMU
PaOIOUIHBIMH OITYXOJISIMH, KaK MPaBHIIO, CTapIle, YeM MAIMeHThl C MOYeUHBIMU
PaOIOUTHBIMH OIYXOJSIMH.

ITHOJOTHA

CeMeiiHble ciy4an OOBIYHO CBSI3aHBI C MYTAIMSMHU 3apOJBIIICBON JTHMHUU
B SMARCBI1 (INI1, hSNFS5, BAF47) B 22q11.23. MyTauuu 3apojblieBoi j1u-
Huu win faeneruu B SMARCBI (cuHIpOoM mpeapacioioxXeHHOCTH K padIouIHbBIM
oryxossM 1) MpUCyTCTBYIOT NPUMEPHO y 13 % manneHToB ¢ BHEOYEYHBIMH pad-
TIOMIHBIMH OITyX0JsiMH. [laninenTs ¢ 3apoapieBsiMu n3MeHeHus M B SMARCB1
OOBIYHO BBISBISIOTCS B PAHHEM JICTCTBE, HO Y HUX IOBBIILICH PUCK Pa3BUTHS APY-
THX OIYXOJIeH MATKHUX TKaHEeW, 0COOCHHO HEBPUHOM (IIIBAHHOM), B ITOCIICAYIOIIUE
necstunerusi. OueHb HeOOJBIION MPOIEHT pabJaOUIHBIX OIyXOJel CBA3aH C My-
tamsiMu SMARCA4, koTopble MOTYT IPUCYTCTBOBaTh B 3apOJBIIICBON JIMHUU
(cHHIPOM TIPEPACTIONOKEHHOCTH K PAOJOUIHBIM OITyXOJISIM 2).

IlaTorenes

Buenoveunsie pabaouIHbIE OITyXOIH BO3HUKAIOT BCISACTBUE TOMO3UTOTHOM
nHaktuBauu reia SMARCBI B yuacTtke xpomocomsl 22q11.2. IIpubau3urensHo
98 % BHENOYEYHBIX pPaOMOMIHBIX OIYXOJeH, 3J0KAYeCTBEHHBIX pabIOMIHBIX
OIyXOJIel TOYeK W ATUINYHBIX TEPATOWIHBIX/PAOOUTHBIX OIyXOJNeH HMEIOT
TeHOMHBIE W3MEHEHHUsS] 00EeUX KOMHH TeHa, BKIIOYas MyTalluyd KOIUPYIOIIEH Imo-
CJICIOBATEIFHOCTH, YaCTUYHBIE WJIM ITOJHBIE JEJEeUH IreHa ¥ HEHTPaIbHYIO 110
OTHOILCHUIO K KOMUH MoTepro. CyIIecTByeT HEKOTOpasi KOppeslys TeHOTUIA U
(heHOTHIIA, TPH ATOM PAOJOUIHBIC OITYyXOJIU IEMOHCTPUPYIOT YKOPOUCHHbIE My Ta-
UM WM JIeTICIIMH T10 BCeH KOAMPYIOIIEeH Mociea0BarelbHOCTH. BHenoyeunbie pad-
JIOUIHBIE OIyXOJIM UMEIOT OCOOCHHO BBICOKYIO YaCTOTYy F'OMO3UTOTHBIX JEJIenit
rera SMARCBI1. Dto gacto sBisieTcst CIeICTBUEM XPOMOCOMHBIX TPAHCIOKAIIUH
MEXIy XpOMOCOMHOM rpynmnoi 22q11.2 1 MHOKECTBOM Pa3IMYHBIX TapTHEPCKUX
xpomocoM. TpaHcrnokanus HecOanaHCHPOBaHA Ha MOJEKYISIPHOM YPOBHE, YTO
npuBout K aenenun SMARCBI1. BTopoit anens 00bI4HO TepsieTcs: B pe3ysbTrare
UHTEepCTUIMANLHOM aeneunn 22ql1.2. B coorBerctBuu ¢ ¢pynkiueir SMARCBI,
KaK KJIaCCHYECKOr0 TI'eHa-CyIpeccopa OIyXOJd, WHUIMUPOBAHME MyTalud 3a-
ponsimeBor muHuE win Aaenernuii B SMARCBI1 geiicTByeT kak MepBbI CTHMYI
y TAIMEHTOB C TeHETHYECKOH NPeapacloNoKEHHOCTBI0 K Pa3BUTHIO pabmona-
HBIX oIryxojiei. Takue marueHThl TakKe MOABEPIKEHbI PUCKY 3JI0KaYeCTBEHHOMN
PabIOUAHON OIMyXOJIU MOYKH U aTHUINUYHON TepaTOUIHON/pabaouIHON OIIyXOMH.
Coobmanocs o myranuu u/mim norepe rena SMARCA4 B 19p13.2 B penkux pa0-
JIOUHBIX OIYXOJISIX ¢ coxpaHeHHOH skcnpeccueit SMARCBI1. MHaktuBanus KoM-
riekca SWI/SNF nyrem nanenuBanus Ha SMARCB1 wiu SMARCA4 npuBonuT
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K BO3HHKHOBEHMIO KaK BHYTPUUEPEIHBIX, TaK U SKCTPaKpaHUAIbHbBIX PaOIOUIHBIX
omyxonueil. ITorepst 3TOro SMUreHETUUECKOro peMojesiepa IPUBOAUT K HEPYHK-
IIIOHUPOBAHHUIO MHOJKECTBA TCHOB-CYIIPECCOPOB OIyXoieil u AudhepeHInpOBKH,
a TaKke K IMyTAM, KOTOpPBIE CUUTAIOTCS OTIIMYHUTEIBHBIMH YepTaMy IaToreHe3a
9THUX OITyXOJeH.

Maxkpockonnyeckmii BUjg

BonbIIMHCTBO OIyX0Jei HEMHKANCYIMPOBaHbl M UMEIOT MAKCUMAJIbHBIN -
ametp Oonee 5 cM. Onmyxonu 0OBIYHO MSTKUE, CEPOrO WM KOPUUHEBOIO LIBETA HA
paspese, 4acTo CONPOBOXKIAIOTCS OYaraMu KOAryIsILUOHHOIO U TeMOpPpParuuecKo-
TO HEKpo3a.

I'mcronarosnorus

Omnyxosb XapakTepusyercsi pabIOUIHBIMU KICTKAMH C KPYIHBIMH BE3HUKY-
JSIPHBIMH SIAPAMH OKPYIJIOH Witk 0000BHAHOM (OPMBI, BEIPaKECHHBIMHU SIPBIILI-
KaMM ¥ OOMJIbHOM IIMTOILIA3MOM, PACHOJIOKEHHBIMU ILIACTaMH WU CONUAHBIM
TpabeKyIPHbIM NaTTEPHOM. MHOIHE OILyXOJIEBBIE KIETKU UMEIOT OKOJIOsJEPHbIE
903uHOGUIBHBIE, PAS-TIONOXKUTEIbHBIE, YCTOHYUBBIE K IHACTa3e T'HaIWHOBBIC
BKJIFOUCHUSI Wik TI1o0yibl (puc. 78). Ha nmepudepun omyxosieBbie KIETKH HHUITb-
TPUPYIOT OKPYXKAIOIINe TKaHU. SIAepHbIi mieoMophu3M He BBIpaskeH, TOTAA Kak
MHUTOTHUECKHE (QUTypBl HAOMIOAAIOTCS YacTo. B omyxonM 4acTo OTMeYaeTcs mo-
Tepsi KJIETOUHBIX CBsI3el (nuckores3us). B HEKOTOPBIX Cilydyasx HaOIIOAaeTCs Ipe-
obranatomas nponudepanus HequdhepeHINPOBAHHBIX MEIKHX KPYTIBIX KJICTOK
¢ HEOOJIBIIMM KOJTMYECTBOM THITMYHBIX paOIOUIHBIX KIETOK (puc. 79).

;‘_ﬁr:;th .

Puc. 78. Nuddysnas nponudepanns OKPymIbIX U MOIMIOHATBHBIX KIETOK C IKCLEHTPUY-
HBIMH SIIPAMH, BBIPAKCHHBIMH SAPBILIKAMH, CTCKJIOBHIHON 503MHO(DHIBHON LHTOILIA3MON

Cc FI/IaJ'II/IHOHOIlOGHLIMI/I BKJIIIOYCHUAMHA
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Puc. 79. Tlonst pabnouHEIX KIETOK B MUKCOUIHOH cTpome

VIMMyHOTHCTOXMMHYECKU OOJIBIIMHCTBO ATUX OITyXOJIel IeMOHCTPUPYIOT IKC-

TIPECCHUIO SIUTENNANBHBIX MapKepPOB, TakuX Kak kepatuael 1 EMA. [lonoxuTensHas
peaxiys ¢ HeBpaJbHBIMU MM HEHPOIKTOACPMAIbHBIMI MapKepaMH, TAKUMH Kak
CD99 u cuHanTopu3MH, TAKXKE YacTO HAOIIOAACTCS B OMYXOJISIX MSTKHX TKaHEH
(puc. 80). Pexe knerku sxcrpeccupytor MSA u ouaroso S100. Hacto naOmonaercs
1mo3uTHBHOCTh K SALL4 u rmunukany-3 (GPC3). XapakrepHo, 4To pabnou/iHbIe
OITyXOJIH AEMOHCTpUpYIOT notepro skcrnpeccuu SMARCBI1 (INI1, BAF47).

IuTonorust

He nmeeT KJIMHUYECKOTO 3HAYCHUSL.

MouJiekyasipHasi IHATHOCTHKA

He nmeeT KIMHUYECKOTO 3HAYCHUSI.

OcCHOBHBIE U KeJIaTeJIbHbIe AHATHOCTHYECKHE KPUTEPHH

OcHosHyle: puMuTHBHAs HeauddepeHMpOBaHHAS WU pa0JouHas Kile-

TouyHast Mmopdoorus; moreps sxkcrpeccud SMARCBI1 (INI1).

JKenamenvuvie: OTCyTCTBYIOT.

CraaupoBanue

He uMeeT KIMHUYECKOrO 3HAYCHUSI.

IIporuos

HezaBucumo oT JloKanM3aluMy OIyXOJdH, UCXOA Y MalMeHTOB HeOIaromnpu-

SITHBIN. M3-3a penKoCTH JaHHOM HO30JOTHH KPYITHBIX WCCIEIOBAHUHN MO aHAIHU3Y
BBDKMBAEMOCTH TIALIMEHTOB C BHETIOUEYHBIMH OITYXOJISIMHU, MOJYYaBIIUX OAMHAKO-
BOE JICUCHHE, HE MPOBOAMIOCH. CpeHNi BO3PACT COCTABIISLT 28 MECSIIIEB, a 00mmast
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S-JeTHsS BBDKUBAEMOCTh Obla Hibke 15 %. bonpHbIe ¢ pab1onaHbIMU Oy XOISIMHI
[eYEHH UMEIOT XY/ILIYIO BBDKUBAEMOCTb, YeM OOJIbHBIE C APYTMMHU BHEIIOYEUHBIMU

JIOKaJIN3alusAMHU.

Puc. 80. ITonoxkuTenpHas SKCIPECCHS:
a— CK; 6 — EMA; ¢ — Vimentin; e — CD99
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HNEPUBACKVYJISAPHAS QIIUTEJINONHOKJIETOYHASI
OITYXOJIb (IT9KOMA)

Onpenesienne

I[IOKombl nipeacTaBisitoT co00i Me3eHXMMallbHbIC HOBOOOPA30BaHMUs, COCTO-
SIIE U3 MIEPUBACKYIIAPHBIX SMUTEINOUTHBIX KIIETOK — XapaKTEPHBIX AMUTEINO-
WJIHBIX KJIETOK, KOTOPBIE YaCTO TECHO CBS3aHBI CO CTEHKAMH KPOBEHOCHBIX COCY-
JIOB U 9KCHPECCUPYIOT KaK MEJIaHOLUTAPHbIE, TAK U IVIaJKOMBIIICYHbIE MAPKEPHI.

KomnupoBanue no MKB-O

8714/0 IlepuBackynsgpHas SMUTEIUOUIHAS OIYXO0JIb, JOOPOKaYE€CTBECHHASI.

KonupoBanue no MKb-11

2F7C u XH4CC6 HoBooOpa3oBaHUsl HEONPEAEIEHHOIO XapakTepa COEAU-
HUTENBHON WM IpyTOi MATKOM TKaHu U [lepuBackyssipHas STTUTENNOUIHAS OITy-
XOllb, TOOPOKaYeCTBEHHAS

2B5F.2 u XH4CC6 Capkoma Apyrux yTOUHEHHBIX JIOKATH3AIMid, HE KIac-
cuduUMpoBaHHAs B APYrUX pyOpukax, u [lepuBackyinsapHas SHUTEINOUIHAS OILYy-
XOJIb, 37I0KaY€CTBEHHASI.

Cpsi3aHHas TEPMUHOJIOTUS

JlomycTuMo ynoTpeOsieHne TEPMHHOB: AHSUOMUOTIUNOMA, INUMETUOUOHAS.
AH2UOMUOTUNOMA, TUMPAHLUONCLIOMUOMAMO3.

He pexomenoyemcs ynotpeOlieHne TEPMHHOB: CEEM.IOKICINOYHAS MUOMENA-
HOYUMAapHasi ONYXOilb, CAXAPHAS ONYXOlb N1€2KO2O.

MMoarumn(sr)

[lepuBackyinsipHasi AMUTETUOUAHAS OIYXOJIb, 3JI0KA4ECTBEHHAS; aHTHOMHUO-
JIAIIOMa; aHTHOMHUOJIUIIOMA STIHTETHOH THASI.

Jlokanuzanust

[I5KomBI UMEIOT MUPOKOE aHATOMHYECKOE PACTIPOCTPAaHEHHE.

Knnnuueckue 0co0eHHOCTH

I[IOKombl MSTKHUX TKaHEH OOBIMHO MPEICTaBISIOT co00i 0e300s1e3HCHHBIC
00pa3oBaHus.

DNuAeMHOJIOT U

[I9Kombl BCTpeyaroTest pe/iko U Yallle BBISBISIOTCS Y JKSHIIMH, YeM y MYX-
yuH (cootHouieHue 1 : 0,2), 0061a1ar0T HIMPOKUM BO3PACTHBIM JIHANIA30HOM U TTH-
KOM y B3pOCIIBIX MOJIOZIOTO M CPETHET0 Bo3pacTa (~45 ner).

dTHoN0THSA

BonbmmuctBo [19KoMm HocsT cnopaguyeckuii xapakrep; HeOonblIas MOJ-
rpyIIa cBs3aHa ¢ TYOEPO3HBIM CKIEPO30M.

IIaTorene3

OO6HapysKeHa MoTeps FeTepPO3UrOTHOCTH ¢ yuacTrueM Jokyca TSC2. Jlenenus
16p, nokanuzanust rena TSC2 yka3pIBalOT Ha OHKOI'€HETHYECKYIO CBsi3b [I9KoMm 1
AHTHOMUOJIMIIOM KaK HOBOOOpa3oBaHuH, cBsi3anHbIX ¢ TSC2. Myraruu TP53 Obuiu
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naeHTuuIpoBansl B 63 % [19Kom ¢ myrammsmu TSC2. HebomnbIas moarpymma
IT9Kom conepsxut cnutble redsl TFE3, KoTopble KOPPENIUPYIOT ¢ CUIILHON SepHOI
nMMyHopeakTuBHOCTBIO /it TFE3. Haunboree pacnpocTpaHeHHBIM TAPTHEPOM 110
ciusinuio ¢ TFE3 sBnsiercs SFPQ (PSF). ITpu [T9Komax, BOZHUKAIOIIMX B MATKHX
TKaHSX, Takxke ObUTH uaeHTUGHIMpOoBanbl ciusHus renoB DVL2-TFE3 u NONO-
TFE3. TFES-peapamxupoannas [I19Koma ue nmeer myraunii TSC2 / norepu re-
TEPO3UTOTHOCTH U TaKUM 00Pa30M MPECTABISIETCS OTINYAFOLIEHCS IO TaTOreHe3Y.

Maxkpockonu4ecKuii BUX

[I9KombI 1OBOBHO YE€TKO OYEpPUEHBI, C TBEPIOW M BOJTOKHUCTOW MU MSICH-
CTOM NMOBEPXHOCTBIO Ha paszpese. OIMyXoau UMEIOT IMIUPOKUI ANana3oH pa3MepoB
(B cpenHeM 5—8 cM); KOXKHBIC OMYXOJIH OOBIYHO MEHBIIIE, YeM T€, KOTOPhIC JIOKa-
JIU3YIOTCS! [Ty 0OKO.

I'mcronartosnorus

TI9KoMbl OOBIYHO UMEIOT THE3IHYIO apXUTEKTYPY U COCTOST U3 MUTENINO-
HHBIX KJIETOK C OOMJIBHOM 3epHUCTON 03MHO(PMIBHON WM MPO3pAYHOI IIUTO-
IJ1a3MOM M OKPYIVIBIMHM SiIpaMU ¢ HEOONbIIMMU sapbilkamu. [ He3na uinun Tpade-
KyJIbI OOBIYHO OKPY)KE€HBI TOHKOCTEHHBIMH KallMJUIIPHBIME cocynamu (puc. 81).
HeOonblas noarpymmna onyxoiei UIMeeT IPEeUMYECTBEHHO BEPETEHOKIETOUHYIO
mopodororuto. B [T9Komax 00bIYHO HAOMHOMACTCS XapaKTEPHBIA MEPUBACKYJIISP-
HBII XapakTep pocTa, KOIJa OMyXOJIEBble KJIETKU PAcCIoIaraloTcsi pauaibHO BO-
KpYT' COCYZOB, 3aMelliasi CTEHKY COCy/la U MPUONMKAICH K SHAOTENHI0 (pHc. 82).
Ckaneposupytouuid oxrun [19Kom cocrout u3 Tskeld u TpaOeKya SIMUTEITHOU/I-
HBIX KJIETOK B IIJIOTHOH KOJUTAar€HOBOW CTpOME.

Puc. 81. ToHkast HeKHaAsE COCyaucTas CCThb, OKPYKEHHas HE31IaMU SIUTCITUOUTHBIX KIICTOK
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Puc. 82. DnurennouHble OMyXONEBbIE KIETKH PACTION0KEHBI BOKPYT HEKHOW COCYAMCTOM
ceTH (MepuBaCKyYIAPHOE PACTIONOKEHHE)

Tummuanas [I9Koma MokeT wWHOTOa coaepKaThb MHOTOSACPHBIE KIETKH
U UMETh OTrPAaHMYCHHBIH IUIeOMOP(U3M (CHUMIUIACTUYECKHE H3MEHEHHUs), HO
MHUTOTHYECKHE (GUTYpbl OOBIYHO CKYIHBI MJIHM OTCYTCTBYIOT. 3JIOKQUeCTBEHHBIE
TI5KoMbI XapakTepu3yoTcsi BApUaOeIbHbIM COUETAHUEM MUTOTHYECKOW aKTUBHO-
CTH, HEKpo3a u mieomopdusma (puc. 83).

Jis TIDKoMbl XapakTepHa SKCIPeccHss 00OMX MEIaHOLUTAPHBIX Mapke-
poB, Takux kak HMB45 (Haunbosiee 4yBCTBUTENBHBIH HMMYyHOMapkep), Melan-A
u MITF, a Taxke MbIIIEYHBIX MapKepoB, Takux kak SMA, Desmin u kanbaecMoH
(puc. 84, 85). Dkcrpeccusi METaHOIUTAPHBIX MAPKEPOB Yallle BCTPEUAeTCs B 11U~
TEJIMOUJHBIX, YEM B BEPETEHOBUIHBIX OIyXOJIEBBIX KieTkax. Desmin u h-kanb-
JIECMOH 4YacTO MEeHee WHTEHCHBHO MO3UTHBHEI, ueM SMA. B HekoTophIx omyxo-
JISIX OTCYTCTBYET JKCIIPECCHsl MBIIIEUHBIX MapKepoB. SnepHas peaxuus ¢ S100
B [I1DKomax oOprqHO He Habmonmaercs. [Ipumepno B 15 % ciydaeB BBIABISETCS
uHTeHcuBHOE okpamuBanue siep ¢ TFE3. II9Komel ¢ nepectpoiikoit TFE3, kax
MPaBHJIO0, BO3HUKAIOT y 00JIee MOJIOABIX IAlleHTOB, MMEIOT BBHIPaKEHHBIH ajbBe-
OJISIPHBIA XapakTep POCTa, SMUTENIUOUAHYI0 MOP(HOJIOTUIO U YaCTO HEraTUBHbI
K IVIaJIKOMBIIICYHBIM MapkepaM. MHorna smuTennouHble, HO HE SIUTEIHallb-
HblE HOBOOOpa3oBaHus ¢ peaparxupoBkoil TFE3 comepxar NUIMeHT MelaHUH;
MepBOHAYAIBEHO OHHM OBUTH ONMCAHBI B TIOYKaX KaK MEAHOTHUECKHH PaK MOYKH
¢ Tpanciokanuend Xpll, Ho OHM Tak)Ke ObUTH ONKCAHbBI B MATKUX TKAHIX U OOJIbIIe
cootBeTcTBYIOT Kareropuu [19Kom ¢ peapamxuposkoii TFE3 (puc. 86).
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Puc. 83. TIDKoma:
a — SIUTEIMOU/HBIC KJICTKH C THE3IHBIM MATTEPHOM M TOHKOCTEHHOM BETBSILICHCS COCY/IH-
CTOM CEThI0; O — COCY/IBI CHHYCOH/IHOTO THIIA; 6 — SACPHbIN IIICOMOP(U3M C MHOTOSIEPHBIME
OITYXOJICBBIMH KJICTKAMH ¥ MUTOTHYECKON aKTHBHOCTBIO; 2 — y4aCTOK HEKpO3a

Puc. 84. Bolpaxennas auddysnas dKkc- Puc. 85. Tlo3utuBHOE  OKpaIIMBaHHE
npeccust HMB45 ¢ Melan-A/MART1



Puc. 86. I19Koma ¢ peapamxupoBkoit TFE3:
a — OIlyXOJIb UMECT T'HE3[HBII U COJNUJIHO-aJIbBCOISIPHBII XapakTep POCTa, SIUTCIHOUIHbBIC
KJICTKH C YMEPCHHBIM KOJIMYECTBOM I'PaHYIIIPHON 303MHO(PUIBHON LIUTOILIA3MBL; 6 — sIICpHast
skcrpeccus TFE3 B [1DKome, cooTBeTcTBYIOMIas HaMuuio neperpynnupoBku TFE3

IuTonorus

He nmeeT KIMHUYECKOrO 3HAUECHUS.

MoJiekyasipHasi JUATHOCTHKA

B ciyuasix ¢ BblpaskeHHOH skcnpeccueii 6enka TFE3 unentudukanus pe-
apamkupoBku reHa TFE3 miam coOTBETCTBYIOMIETO CIUTOTO TeHa MOKET TIOMOYb
HOATBEPIUTH JUATHO3.

OcCHOBHBIE U KeJIaTeIbHbIe AHATHOCTHYECKHE KPUTEePHH

Ocnognble: SMUTETMOUIHbIE W/WIN BEPETEHOBUIHbIE KJIETKH C 3E€pHUCTOMH
203MHOPUIILHON WM CBETIIOW IUTOIUIA3MOM; apXHUTEKTypa THE3/Has, TpadeKy-
JSIpHAsl MM COJIMJHASL C YAaCTOW NEPUBACKYIISIPHON OpUEHTaLuel; BapuadenbHas
KOOKCIIPECCHST METAaHOIMTAPHBIX M TJIaIKOMBIIIEYHBIX MapKEPOB.

Kenamenvuvie: sxcrpeccus TFE3, eciu miaKoMbIIIEYHbIE MapKEPbl OTPU-
HareabHbIE.

CragupoBaHue

He nmeeT KIMHIYECKOTO 3HAYCHUSL.

IIpornos

KnuHuyeckn 3710KadecTBEHHBIE OIyXOJIH OOBIYHO MMEIOT OOJbIINe pa3Me-
Pbl; OOHAPYXKUBAIOT BBIPAXKEHHYIO SIICPHYIO aTUIIUIO U IJIEOMOP(U3M, 3aMETHbIE
MHTO3bI, HEKPO3bl U WHQHUIBTPATHBHBIE Kpas; CKIOHHBI K arpeCCUBHOMY KJIMHH-
4eCKOMY TeueHuUI0. PazMep OIyXoiu CBBIIIE 5 CM TAKXKE B 3HAUUTENBHOH CTENCHU
CBsI3aH ¢ peruauBoM. Hanboee 9acTbIMM MECTaMH METAaCTa3upPOBAHHUS SIBILSTFOTCS
HeYEHb, TUM(PATUIECKUE Y3IIbl, JETKHE U KOCTH.
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NHTUMAJIBHASA CAPKOMA

Omnpenenenue

VHTHMAJBHBIC CApPKOMBI — 3JI0KA4YeCTBECHHBIC ME3CHXMMAJIbHBIC OITyXOJH,
BO3HUKAOLIHE B KPYITHBIX COCYAaX OOJIBIIOrO M Majloro Kpyra KpoBooOpaIieHus,
a TaKke B cepiue. OnpeaensonuM IPU3HAKOM SBIISCTCS IIPEUMYIIIECTBCHHO BHY-
TPUIPOCBETHBIN POCT € 3aKYMOPKOI MIPOCBETA HCXOHOTO COCYAa i OTCEBAMH M-
00I10B B nepugepuiecKue Oprasl.

Komuposanue no MKB-O

9137/3 NuTUManbHas capkoMa.

Konuposanue no MKb-11

2B5F.2 u XH36H7 Capkoma Apyrux yTOYHEHHBIX JIOKaJIU3aluil, He Kilaccu-
¢unnpoBaHHas B APYTUX pyOpHKax, 1 HTHMabHAs capkoMa.

CBs13aHHAS TEPMHHOJIOTHS

Her.

Honrun(sr)

Her.

Jlokanm3amus

CapKkoMBI HHTUMBI MQJIOTO KpyTra KpOBOOOPAILIEHUS TPENMYIIECTBEHHO TIO-
pakaloT IPOKCUMAJIbHbIE COCY/bL: Jlerounblil cTBoa (80 %), IpaBylo WU JIEBYIO
nerounyto apreputo (50-70 %) mi6o o6e atn aprepuu (40 %). Hexotopsie omyxonu
BOBJICKAIOT CEPJICUHBIC CTPYKTYPBI: JICBBIC OT/CIIBI CEp/Ila, KIIalaH JEroYHO! apTe-
PHH WK ITYTh OTTOKA MPABOTO XKeTynodka. [IpsiMast MHOHUIBTpaLs HIIH METAaCTa3bl
B Jierkue HaoOmonarorcst B 40 % ciydaes, SKCTPaTOPaKAIEHOE PaCHPOCTPAHECHHE
Berpedaercs B 20 % (roioBHON MO3T, Koka, muMdarnueckue y3ibl). IHTHMalbHbIe
CapKOMBI 20PTHI B OCHOBHOM BO3HHKAIOT B OPIOIIHOW a0pTe MKy YPEBHBIM CTBO-
JIOM 1 ToAB310IIHON Oudypramueit, 30 % JoKannu3yoTcs B TPYIHOM aopre.

Kinnunyeckue oco6eHHOCTH

Knmamyeckas kapTiHa HecrequduIHa U 9acTo CBSI3aHA C OIYXOJIEBBIMH dM-
0o0JamH, IIpU STOM PELMANBHPYIOIIAs JIETOYHast IMOOJINS SIBIIICTCS Hanboee Ja-
CTBIM TI€PBUYHBIM AWArHO30M. [IpaBHIBHBIN AMArHO3 YacTO OTKIIAIBIBACTCS MIIH
CTaBHUTCS yXke MOClie cMepTH. Busyanmmsanus HecrienuduyuHa, HO HEOIUIACTHYC-
CKHMH XapakTep TKaHH, 3aKpBIBAIOLIEH IMPOCBET, MOXHO 3aIl0JJO3PHTh HAa OCHOBA-
HUM HEKOTOPBIX AnarHoctuueckux npouenyp (KT, MPT, I1OT).

NHUIeMHOIOT Ul

VHTHMAJBHBIC CapKOMBI SBIISIOTCS OYEHb PEJKUMH OITyXOJSMH, IIPU 3TOM
HEOITIa3uX KPYITHBIX JISTOYHBIX COCYZOB BCTPEUAIOTCS B JBa pa3a yalie, 4eM aop-
ThI. BHyTpHCepIeUHbIC CApKOMBI HHTUMBI BCTPEYAOTCS PE/IKO, XOTS 9TO Hanboiee
pacnpoCTpaHEeHHBIH THIT CapkoM cepaua. VIHTUManbHble CApKOMBI JIETKHX U Cepa-
I1a HEMHOTO YaIlle BCTPEYAIOTCS Y JKCHINUH (COOTHOIICHUE MY>KYHMHBI : )KCHIIHU-
Hel — 0,7 : 1), Torga KaK OMyXoJId aOpThl MOTYT ObITH OOJice pacripoCTpaHEHBI
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y MmyxunH. CpeqHuii BO3pacT Ha MOMEHT ITOCTaHOBKHU JUArHO3a COCTaBIsieT 48 et
JUIs JIeTOuHbIX, 50 JeT A cepaeuHbIX U 62 roja /Ui a0pTalbHBIX HEOIUTa3HH.

ITHOJOTHA

HewnssectHa.

IlaTorenes

CpasuurenbHas reHomHas rubpuguzanus (CGH u aCGH) BbisiBuna mpu-
poct/ammmudukanuio 12q12-q15 (CDK4, TSPAN3 1, MDM2, GLI1 [GLI]) n4ql12
Kak HauOosee nocrosHHble abeppaunu. Mutepdasnas FISH oGHapyxuna amruiu-
¢ukarro PDGFFIA u KIT (CD117) Bo Bcex u aMIiH(UKAIHIO/ TIOJIUCOMHIO
EGFR B 6 u3 8 onyxoneil. B nenasnem uccnenosanuu aCGH B 6 u3 8 omyxoneit
MpoeMOHCTpHpOoBaHa amriTrdukaiust 4q12, mpu 3Tom o01as 001acTh coepxrana
toabko PDGFRA. Jlpyrumu, MeHee noCTOSHHBIMU U3MEHEHUSIMH ObUIH IPUPOCT/
ammmbukanus B 7pl4-p22, 8q11-q23, 12pl1 u 12q13-ql15 (GL/7 [GLI], CDK4,
DDIT3, HMGA2, BEST3, MDM2) u norepu B 3ql2-q21, 9p21, 10g22, 12q12
n 12q23. Yacrere ammumbukanun/npupoct PDGFFIA (81 %), EGFR (76 %)
u/wiim MDM2 (65 %) Ha BBICOKOM YpOBHE ObUIM MOATBEPXkAEHBI B 21 Omyxoiu
c nomompio FISH. HemaBHO Ha OCHOBE MOJNEKYISIpHOTO aHAM3a WHTHMAabHAs
capkoMa Obula WACHTHU(QHULIMPOBAHA KaK HAWOOJIee YaCThIH TMCTOTHII CAPKOMBI
(42 %) B cepun u3 100 xapauansHbeIX capkoM. C ucnons3oBannem FISH, xomn-
yectBeHHOH [P n aCGH ammudukauus MDM?2 6buta o6HapyxeHa B 100 %
capkoM uHTUMBI cepana; aCGH nokasan cinoxHbIi MPOGHIIb ¢ TTOBTOPSIOIIMMH-
cst ammukoHamu 12q13-ql4, conepxkamumu MDM?2, npupoct 7pl2 ¢ yuactuem
EGFR, neneruto 9p21, nanenennyro Ha CDKN2A Bo Bcex ciydasx v aMruinu-
kaiyio KIT u PDGFRA B 2 u3 5 ciryuaes.

Maxkpockonuyeckuii BUjg

[To ompeneneHUI0 MHTUMAJIbHBIE CAPKOMBI MPEJCTABISIOT COOOW B OCHOB-
HOM BHYTPHCOCYINCTBIE 00pa3oBaHmsl, GPUKCUPOBAHHBIE K CTEHKE COCY/A, BHEIIHE
HAIlOMHMHAIONINE TPOMOBbI U PACIPOCTPAHAIOIIUECS AUCTAIBHO BJOJIbL BETBEH MHO-
pakeHHBIX cocynoB (puc. 87). IHOorma Bo BpeMs orepaiii MOXeT ObITh HU3BJIe-
YeH CIIM3MCTBIN CIICNIOK MPOCBETA COCY/Ia WM MOTYT ObITh OOHApPYKEHBI Y4aCTKH
Oonee TBepzble, KOCTHOH IUIOTHOCTH, COOTBETCTBYIOIIHE OCTEOCAPKOMATO3HOM
muddepeHunpoBke. HekoTopbie OMyXoiau aopThl MOTYT BBI3bIBATH UCTOHYCHHE
Y aHEeBPH3MAaTHUECKOE pACIIMPEHHE C MPUCTEHOYHBIM TPOMOO30M, HAITOMHHAs
aTepoCKIIEPO3.

I'ncronarosiorus

VHTHMaNbHBIE CAPKOMBI IPEJICTABISIIOT CO00H MOP(OIOrNueCcKy HecIeu-
(uanble HU3KOAN(DGEPEeHINPOBAHHBIE 3JI0KAYECTBEHHBIE ME3CHXMMAIIbHBIE OITYy-
XOJIU, COCTOSIIUE U3 BEPETCHOBUIHBIX KIETOK C aTUIIMEH OT JIETKOH 10 TsKeIon
CTEIIeHH, C Pa3INIHOMN CTENEeHBI0 MUTOTHYECKOH aKTUBHOCTH, HEKPO3a U siJep-
Horo noaumopdusma (puc. 88, 89). HekoTopsie omyXoiau UMEIOT MUKCOUTHBIC
YYaCTKH WM SMUTENNOUIHYI0 Mopdororuto. BripaskeHHOE BepeTeHo0Opa3oBaHue
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Y MyYKOBBIN MATTEPH MOTYT HAIIOMHHATH JieiioMuocapkoMy (puc. 90). B penkux ciy-
YasiX OIyXO0JIb MOXET COJIEPKATh HEOIIACTUYECKHUI XPSILI MJIH OITyXOJIEBBIH OCTEOU I,
a TaroKe 0YaroBble pabIOMHOCapKOMATO3HBIE WITH AaHTHOCAPKOMATO3HBIE ITPU3HAKH.
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Puc. 88. HuskonudpepenuupoBanuas Puc. 89. llponmmdepanust ~ aTUNMHIECKUX
3JI0Ka4EeCTBEHHAS OITyXOllb M3 BEPETEHO- BEPETCHOBH/IHBIX KJIETOK C THIEPXPOM-
BUJIHBIX TIJIGOMOP(HBIX KIETOK C BBIpa- HBIMH AAPAaMH, MUTO3aMH

JKEHHOM s7IepHOM aTunuei

99



P

Puc. 90. TIponudepanus ormyxoneBbIX BEPETEHOBUIHBIX KJIETOK C THIEPXPOMHBIMHU SIpaMu
1 acIUKyISIPHBIM TaTTEPHOM

MIMMyHOTHMCTOXMMHUYECKH OOHAPYKUBAETCS BapuaOebHas TOJIOKHUTEIbHAS
peakiust H2a SMA (puc. 91), HEKOTOPBIE OMYXOJU JAIOT MOJOKUTEIBHY peak-
o Ha Desmin. PabnomnocapkomarosHast auddepeHmpoBKa COMPOBOKAACTCS
skcnpeccueit MuorennHa 1 MY ODI. Snepnas sxcnipeccuss MDM2 moxeT HaOmto-
narbcsi He MeHee yeM B 70 % ciyuaes (puc. 92).

Puc. 91. Tlo3utuBHas okpacka ¢ SMA Puc. 92. Dxcnpeccust MDM2

100



urosnorus

TOHKOUTONIBHBII aCIMPALMOHHBIN MaTepra BHYTPUIIPOCBETHBIX CAPKOM CO-
JEPKUT SIBHO 3JI0KQYECTBEHHBIC BEPETEHOBHIHbIE U IIIEOMOP(HBIE ME3eHXUMaIb-
HBIE OITyXOJICBBIC KJICTKH.

MouaekyJisipHasi AMarHOCTHKA

Ob6Hnapyxenue amruindukanuy MDM2 MoxeT ObITh ITOJIE3HBIM.

OcHOBHBIE U KeJIaTeJIbHbIe JUATHOCTHYECKHEe KPUTEPUHU

OcHo6Hbie: BOSHUKHOBEHHE OITYXOJIH B IIPOCBETE KPYITHOTO COCY/Ia MAJIOr0 WIIH
00JIBIIOTO KpyTa KpOBOOOPAIIEHH)S MITH B TIOJIOCTH CEP/a; HePBUYHAS CAPKOMA BbI-
COKOI CTETeHH 3JI0KaYECTBEHHOCTH C I€TePOJIOTHYHBIMHU JIEMEHTaMH WK Oe3 HUX.

JKenamenvuvie: ammndukanus MDM2 (B OTACTBHBIX CITyYasix).

CragupoBanue

He nmeeT KIMHUYECKOTO 3HAYCHUSL.

IIpornos

[Tporuo3 st MaMEeHTOB C CAapKOMaMH MHTHMBI HEOIAarONpUsATHBIN, CPETHSIS
MIPOIOJDKUTENLHOCTD JKU3HU COCTABISIET 5—9 MecsleB Y NallMeHTOB C CApKOMaMHU
aopTsl U 13—18 mecsmeB y ManeHToB ¢ capkoMaMH JIETKHX.

HEJN®O®EPEHIIMPOBAHHASA CAPKOMA

Omnpenenenue

Henuddepenuuposannas capkoma msrkux tkaneid (HCMT) He BwIsiBIsICT
nreHTHGUIUPYeMOil TnHUE AU (EpeHIIMPOBKU NIPU aHAJIH3E C ITOMOIIBIO J0-
CTYITHBIX COBpEMEHHBIX TexHonoruii. B nacrosmiee Bpemss HCMT otHOCSAT K Te-
TEPOTCHHOM TIPYIIC M JUATHO3 CTABIT METOJOM HCKIIFOUCHUS, XOTS MOSBHIINCH
reHeTHYECKIe OArPYMITE (0COOEHHO B TPYIIE OKPYIIBIX KJIETOK). B oty rpymmy
HE BKJIFOYCHBI JeAn((EpeHIINPOBAHHbBIC THITH CIICHIU(PUICCKUX CApPKOM MSITKHX
TKaHel (Hampumep, aeandepeHIMpoBaHHAs JTUIIOCAPKOMA), B KOTOPBIX KOMIIO-
HEHT BBICOKOH CTEIEHH 3JI0Ka4eCTBEHHOCTH 00BIYHO HeM(pPEpeHIIPOBAH.

Komuposanue no MKB-O

8805/3 HeauddepenuupopanHas capkoma.

Konuposanue no MKb-11

2B5F.2 u XH73J4 Capxoma Apyrux yTOYHEHHBIX JIOKAJIU3aluil, HE Kilaccu-
¢bunnpoBaHHas B APYTUX pyOpHKax, M [ MITAHTOKIIETOYHAS capKoMa

2B5F.2 u XH0947 Capkoma Jpyrux yTOYHEHHBIX JIOKAIW3aUN, HE KJIaCCU-
(bunmpoBaHHas B APYrux pyoprKax, v 31oKa4ecTBeHHass pUOpPO3Hasi THCTHOLUTOMA

2B5F.2 u XH6HY 6 CapkoMa ApyruX yTOUHEHHBIX JIOKaIU3alUi, HE KJI1acCu-
(dunpoBaHHas B Ipyrux pyopukax, u Heauddepenimpopannas capkoma

2B5F.2 u XH85G7 Capkoma Apyrux yTOUYHEHHBIX JIOKaJIU3aluil, He Kilaccu-
¢bunmpoBaHHas B APYTUX pyOpHKax, 1 MENKOKIETOYHas capKoMa.
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Casi3aHHAsI TEPMUHOJIOTHSI

Her.

MMoarumn(sr)

Beperenokierounas capkoma HenuddepeHInpoBaHHas; iIeoMopHas capkoma
HenudepeHIPOBaHHAS; KPYIIIOKICTOYHAs capkoMa HenpdepeHIInpOBaHHAS.

Jloxanuzanust

HCMT moxer ObITh 0OHapyxeHa B qr000M MecTe. OmyOinKoBaHHbBIC JaH-
HbIC OTPAHUYCHBI, HO B IIEJIOM MPEACTABISACTCS, YTO ITH MOPAXKEHHs Hanbomee
pacnpocTpaHeHbl B COMATHYECKUX MSATKUX TKaHSX.

Knnnuueckue ocofeHHOCTH

HCMT ne mMeeT XapakTepHBIX KIMHUYECKAX MPU3HAKOB, OTIMYAIONINX €€
OT JIPYTHX THIIOB CApKOM, KpOMe, 3a4acTyt0, OBICTPOTO pOCTa.

DnuaeMHOJIOTUs

HCMT sBisitoTCs HEOOBIYHBIMU ME3CHXHUMAJIbHBIME HOBOOOPA30BAHUSIMH,
KOTOpBIE aHATOMHYECKH ITOBCEMECTHBI M BCTPEUAIOTCS B JIIOOOM BO3pacTe U 0e3
paznuumii Mexay mnonamu. HeaupdepeHHpoBaHHbIE CApKOMbI COCTABISIOT 10
20 % Bcex capkoM Msrkux TkaHei. Iloatun omyxoneit ¢ KpyrJIOKJIETOUHOH MOp-
(omorueii yaie BCTpeIaeTcsi y MOJIOBIX MAIMEHTOB U B HACTOSIIEE BPeMs B 3Ha-
YUTENBHON CTENEHN MapKUPYeTCsl B COOTBETCTBUH C €r0 OCHOBHOW ApaiBepHOM
TeHETUYECKOM aHOMAaITeH, eClii OHAa M3BeCTHA. [lmeoMopdHbIi MOATUI (U3BECT-
HBI paHee Kak TUICOMOP(QHBIC 3JI0Ka4eCTBEHHbIC (PHOPO3HBIC THCTUOIUTOMBI)
BCTPEYACTCS B OCHOBHOM Y MOXHJIBIX JIFOACH.

THoN0THSA

Oruonorust OonbmmacTBa HCMT HeuwsBectHa. OpHako 1o KpaiiHel mepe
25 % capkoM MATKHX TKaHEeH, CBSI3aHHBIX ¢ OOTyueHHeM, SIBIIOTCS Heanpdepen-
[UPOBAHHBIMH.

IlaTorenes

Hemuddepenuuposannsle mieomopdusie capkoMel (HIIC) oObruno ume-
10T OOLIMPHBIE TeHOMHBIE MepecTpoiku. LluToreHernyeckne naHHbIE MO Ooiee
100 cnyuasim, 3a HEOONBIIMM HCKITIOUCHUEM, BBISBUIM CIIOXKHBIE KAPUOTHITBI
C YHCJIOM XPOMOCOM B JIHara3oHe OT MOYTH TaluIOMIHOTO IO THIIEPOKTATUIONI-
Horo. O0mmmpHas mepeTacoBka XpOMOCOMHOIO MaTepuaia, Ha KOTOPYIO yKa3bIBa-
IOT OITyXOJIEBbIE KApHUOTHIIBI, MTOATBEPIKAACTCS TEHOMHBIMH HCCIIEIOBAaHMAME Ha
OCHOBE MAaCCHBOB, TOKa3bIBAIOIINX CTPYKTYPHBIC MEPECTPONKH U CIBHUIH YHCIIA
KOIHH, 3aTparuBalomuyX OOJBIIMHCTBO, €CIIM HE BCE XPOMOCOMBI, a TaKXKe Mac-
COBBIMH MapaJUIeNbHBIMU UCCIIEA0BaHUIME cekBeHupoBanus. HIIC aemoHcTpu-
PYIOT CyIIECTBEHHYIO I'€TepOr€HHOCTh YHCIA KOIHMH 10 CPaBHEHMIO C APYTUMHU
MOATHIIAMU CApKOMBI M HE O00pasyloT OTACIbHBIX MOATPYII METHUIUPOBAHUS.
CeKBeHNPOBaHHE BCEro I€HOMa IOKA3aJl0, YTO MPEPBIBUCTBHIC HBOJIIOLMOHHBIE
COOBITHS, TaKHE KaK JYIJIMKAIIMK BCETO TEHOMAa U XPOMOTPHIICKC, COMPOBOXK/IA-
folmecs TUCQyHKIMEH TeoMep, Jekar B OCHOBE reHoMHou ciokHoctu HIIC.
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Aleppaniui B OMOJIOTHH TEJIOMEp JOCTHUTAKTCS JIMOO 3a CUET aKTHBALUH TEJo-
Mepasbl nmyteMm aeperymauuu TERT, nubo 3a cuer anbTepHATHBHOIO YIUIMHE-
HUsL yTH TeaoMep. OmyxonecrnennpUuecKux aMIUIMKOHOB HET, HO NPHMEPHO
B 10-15 % cimyuaeB nHabmonaercsa ammudukanns VGLL3 umu YAPL, a8 10 % —
ammuudukanuss CCNEL. MuiieHn 4yacThIX JeNeluil U JIECTPYKTUBHBIX Mepe-
crpoex BkiroyatoT CDKN2A u CDKN2B B 9p, PTEN B 10q, RB1 B 13q u TP53
B 17p, kaxnas u3 KoTopeix nopaxaercsa B 10-20 % ciyuae. RB1 u TP53, a Taxoke
ATRX OTHOCSTCSI K YUCILy HEMHOI'MX T€HOB, KOTOpPbIE IEPUOAUIECKU OOHAPYKU-
BAIOT NATOT€HETHUECKHIE BApUAHTHI Ha YPOBHE HYKJICOTHIOB. Ha TpaHCKpHIITOM-
HoM ypoBHe HIIC Henb3s OTAMYUTH OT MUKCO(PUOPOCAPKOMBI BBICOKOII CTEHEHU
3JI0Ka4€CTBEHHOCTH, ¥ BIIOJIHE BO3MOXKHO, UTO 3THU JIBA COCTOSHHUS MOTYT JIS)KaTh
B cnekrpe aubdepenuupoku. Hebonbimas noarpynna HIIC ¢ HU3KUM 4uCIIOM
MHTO30B JIEMOHCTPUPYET CIHUSHHE T'€HOB, BKItouaroimee reH PRDMI10, nubo
¢ MED12, nmu6o ¢ CITED2 B xadectBe 5'-napraepa. CnusiHUs F€HOB-paiiBepoB
B HIIC He Obutn OOHAPYKEHBI.

Maxkpockonu4ecKuii BUx

HCMT npezncraisitor co00i reTeporeHHy0 IpyIiny U He UMEHOT OTINYH-
TEIbHBIX MaKPOCKOIHUYECKUX OCOOCHHOCTEH, KpOME 4acTOro HAJIUYUsI HEKPO30B
¥ KPOBOMBITUSHUH.

I'mcronarosorus

HCMT moxHO B 00IIMX uepTax pa3ieiuTh Ha IICOMOP(QHBIC, BEPETECHO-
o0pasHble, KPYIIOKJICTOUHbIE U ANUTEIUOUAHBIC BAPUAHTBI, HO HU OAUH U3 HHUX
HE MMeeT CHenupHUIecKuX ONPEAeSIONNX MPU3HAKOB, KPOME OTCYTCTBHS Y HUX
uaeHTuGUIUpPYeMOn IuHUU TU(HEPEHIIUPOBKY.

IMneomoppusie HCMT, KOTOpBIC MPEACTABISIOT CaMy0 OOJBIIYIO TPYIIILY,
OYEHb IIOXOXKH Ha Jpyrue CHenu(pUIecKue TUIbI IIEOMOP(HBIX CAPKOM U 4acTo
0e3 OIpeAeIeHHOr0 NaTTepHa, ¢ YaCTBHIMH NMPUIYAIMBEIMH MHOTOSICPHBIMH OITy-
XOJIEBBIMU TMTAaHTCKUMU KileTKaMmu (puc. 93, 94).

Beperenoknerounsie HCMT uaiiie Bcero umMeroT (GaciuKyIsIpHYIO apXHTEK-
Typy ¢ BapuadenbHo ampodunbHOl uan 61eAHO-303MHO(MIBHON LUTOMIa3MOM
1 CYXAIOMIUMHUCS 110 IepHDEPUH STPAMH.

Kpyrnoknerounsie HCMT (puc. 95) cocTOST U3 OTHOCUTENILHO OJHOPOIHBIX
OKPYIJIBIX WJIM OBOMIHBIX KJIETOK C BBICOKHUM SIEPHO-IIUTOIUIA3MAaTHIECKUM OT-
HOUIEHHEM, U OHHU Yallle BCETO OUYEHb HAIOMMHAIOT JPyrHe Celu(pUUECKUE TUIIBI
KPYIJIOKJIETOUHBIX CapKoM, 0coOeHHO capkomy lOunra. Tem He MeHee MHOTHE
cllydau Telepb, BEPOSITHO, MOTYT ObITh 00J€e TOUHO KIacCU(ULUPOBAHBI B PaM-
KaX KOHKPETHBIX MOJIEKYJISIPHBIX MOATHIIOB, TAKUX KaK CAPKOMBI C PeapaHKUPOB-
xoit CIC u BCOR, a Taxxke B rpynmne KpynJIOKIETOUHBIX CApPKOM, CBSI3aHHBIX CO
cmstaussMa EWSR ¢ yuacTrem mapTHepOB, HE CBSI3aHHBIX C CEMEHCTBOM TE€HOB
ETS (nanpumep, PATZ1, NFATC2, SP3, SMARCAS u POUSF1).
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Puc. 93. OnyxoneBble KICTKH ¢ O0HIbHON Puc. 94. Cmech u3 ¢Hubpobractononod-

503MHOPMILHON UTOIIIA3MON U TIPUYY/I- HBIX M THCTHOLMTONOMOOHBIX KIETOK,

JIMBBIMU  SIPAMH, HAIIOMHHAOIIKE OIy- BKJIIOUYAs MHOTOSIZIEPHBIE (POPMBI
XOJIb M3 MBIIICYHON TKAHU

Puc. 95. HenudepeHuupoBanHasi KpyIIOKIETOYHas CapKkoMa, AMarHOCTHPOBAHHAs IMOCIE UC-
KJTIOYCHHMS TCHETHYECKUX HAPYIICHUIA, XapaKTEPHBIX JUISl CIICHH(HICCKUX THIOB KPYIIOKICTOU-
HBIX CapPKOM



HCMT c snutennounnHoit Mopdonorueit (puc. 96) moka mMaiao U3y4eHsbl, HO,
BEPOSITHO, HE SIBISIOTCS PEAKOCTBI0. MOP(]OIOrHYecK: TH MOPAKCHUST OYCHb
HaIOMHHAIOT METAaCTaTHYECKYI0 KapUUHOMY WIJIM MEJAHOMY, HO OHH OOBIYHO HE
(dhopmMHpYIOT THE3l ¥ UMEIT aM(POoPUIbHYI0 WIH OJIeIHO-203UMHO(UIBHYIO LU-
TOIUIa3My W OOIbIIHME BE3UKY/SIPHBIE spa. B HEKOTOPBIX M3 HUX ONpenenseTcs
nHakTuBayst SMARCA4. BaxXxHO OTMETUTb, YTO TEHOMHOE PO UITUPOBAHUE MO-
JKET MOKa3arh, 4YTO HEKOTOPbIE, Ka3aoch Obl, HeMn(pGepeHIIMPOBAHHBIC CAPKOMBI
MOTrYT OBbITb KJIaCCU(GUIUPOBaHEI OoJiee crelu(pULUPOBAHHO.

Puc. 96. HenuddepeHupoBaHHast SMUTETHOUIHAS CAPKOMa, JIMIICHHAs KaKOH-TH00 crienudu-
YecKod TMHUH AU(depeHInPOBKU

Hurosnorus

He umeeT KJIMHUYECKOTO 3HAYCHUSL.

MouaekyJisipHasi AMarHOCTHKA

HenuddepeHupoBaHHble MIIEOMOPGHBIC U SIUTSIHOUIHBIC CAPKOMBI Xa-
PaKTEpU3YIOTCSl CIOKHBIMHA TeHETHYECKUMH a0epparusMy, He TPUTOTHBIMA JUTS
JIMarHOCTHYECKHUX Iesied. OHAKO MOJIEKYIIsIpHAs TCHETHKA UIPAaeT BAXKHYIO POJIb
B MCKJIFOUCHUN MOJICKYJSIPHO CIeM(PUISCKUX HO30JIOTHIA, 0COOCHHO mpu pabore
¢ Henu(PepeHIPOBAHHBIMY KPYIIIOKICTOYHBIMU capkomamu. HIIC HeoOxomimMo
oTaenuTh oT AeauddepeHIMpPOBaHHON JINTIOCAPKOMBI, TOPaKEHHsI, MOJICKYJSIPHO
xapakrepusytolerocs ammudukanueit renos MDM2 u CDK4.

OcHOBHBIE U KeJIaTeJIbHbIe JHATHOCTHYECKHEe KPUTEPUHU

Ocnognvle: BepeTeHOOOpasHas, IIeoMOp(Has, SMUTENUOUIHAS U Kpy-
IJIOKJICTOYHAsT (4allle BBICOKOTpEiiHas) MOP(OIIOTHS; OTCYTCTBUE KaKOW-JIMOO

105



MOP(OTOTUYECKON UITH UMMYHOTHCTOXMMHUYECKONH 0COOCHHOCTHU CIICIU(PHUCCKOI
JuddepeHIUPOBKY; OTCYTCTBUE XapaKTEPHOU MOJICKYISIpHOH abepparuu.

JKenamenvuvie: OTCYTCTBYIOT.

CragupoBaHue

MosxHo ucnonb3oBarh cucteMy TNM AMepHKaHCKOTO 00bEIMHEHHOTO KO-
MUTETa 10 paKy win MexyHapoAHOrO COX03a KOHTPOJIS paka.

IIporuos

W3-3a OTCYTCTBHUSI HPEIMETHBIX MCCIEIOBAaHUN [aHHBIE OrPAaHUYEHBI.
BonbemuacTeo HCMT Mopdosorudecku Beicokorpenaabie. Cpenn mieoMopdHbIX
CapKoM Y B3POCIbIX T€, KOTOpble HeAU((PEPEHINPOBAHBI U BO3HUKAIOT B KOHEU-
HOCTSIX WIH TYJIOBHIIE, UMEIOT 3apETUCTPUPOBAHHYIO 5-JIETHIOIO BBDKHBAEMOCTh
83 % npu orcyrcrBum MeracrazoB. HCMT c¢ snurenuonnoi Mopdoinorueii npe-
CTaBIIAIOTCA OoJiee arpeCCHBHBIMU. Y JIeTeH, 0 MMEIOIMMCS JaHHBIM, BBDKUBAE-
moctb npu HCMT mro6oro noaruna cocrasisier 7075 %.

CAPKOMA IOMHTA

Onpenesienue

Capxoma FOunra npezncrapiser co00i MENKOKPYNIOKIETOUHYIO CAPKOMY KOCTei
Y MSTKUX TKaHeH, HMEIOIYIO CIIMSHUE TeHOB C y4aCcTHEeM OJHOTO 4WieHa CeMeHcTBa
renoB FET (o6bruno EWSR1) u unena cemeiicta akropos Tpanckpuruu ETS.

KonupoBanue no MKB-O

9364/3 Capkoma lOuHnra.

KonupoBanue no MKb-11

2B52.3 Capkoma FOuHra Markux Tkanei

2B52.Y Caproma KOmHra KOCTH M CyCTaBHOTO XpsIa IPYyrodl yTOYHEHHOMN
JIOKaJIU3aLUH.

Casi3aHHAsI TEPMUHOJIOTHSI

He pexomendyemcsa ynorpebiieHHe TEPMUHOB: onyxonb Ackuna (npu cap-
kome FOuHra, BOSHUKAIOIICH B TPYJAHOW CTCHKE); NPUMUMUBHASL HEUPOIKMOOep-
ManvLHas Onyxoib.

Ipumeuanue: HEKOTOPbIE MEIKOKPYINIOKIETOUHBIE CApKOMBI, paHee CUH-
TaBUIMECs NMoATUNaMy capkombl KOuHra (FOMHrOmonoOHBIE CAPKOMBI), SIBIISIOTCS
TEHETUYECKH U KIMHUYECKH OTAENBHBIMH HO3O0JOTHSIMH U BKIIIOYAIOT CapKOMY
¢ CIC-peapaHXHpOBKO U capKoMy ¢ reHeTnyeckuMu u3mMeHeHussmu BCOR.

MMoarumn(s)

Her.

Jlokaau3zanus

Capxoma FOunra BosHukaeT B auaduzax u auaduszapHO-MeTa(pU3apHBIX
ydJacTKax JUIMHHBIX KOCTEH, Ta3a U pedep, XOTs MOXKET IOpakaThes T00ast KOCTb.
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Bueckenernas capkoma FOunra BcTpeuaercs npuMepHo y 12 % nanueHToB u uMme-
€T IIUPOKOE AHATOMUYECKOE PACIPOCTPAHEHUE.

Kiunnyeckue ocodeHHoOCTH

Capxoma FOunra yacto nposiBiseTcst JIOKaJIbHOU PErnoHapHOi O0MbIO U Hab-
TUPYEMBIM 00pa30BaHNEM, HHOT/IA CBSI3aHHBIM C MATOJIOTUYECKUM IIEPETOMOM U
JIUXOPAJKOH (0COOCHHO MPU PACIPOCTPAHEHHOM H/WIJIM METACTAaTUUECKOM HOpa-
»xeHnH). Ha 0030pHBIX peHTreHOrpaMMax 4acTo BBIBISIIOTCS IIJIOXO OUepUCHHBIE
OCTEOIUTUYECKU-IIPOHUKAIOIINE MTOBPEXKICHUS C KIaCCUUECKON MHOIOCI0MHO
MEPUOCTANILHON peakiueil (JTyKOBUYHBIH BU). JlOTIONHUTENbHBIC UCCIICIOBAHUS,
Brirouast KT, MPT w/unu I19T, ucnonb3ytorcs A1s onpeaencHus BceX IepBUUHbBIX
MOpa’KeHUH U MX PacIpOCTPAHEHHs HAa MATKUE TKAHH, a TAKXKE JUI OLIEHKH MeTa-
CTATUYECKOI0 MOpaXkeHUs! (IPUCYTCTBYET IPUMEPHO y 25 % MalueHToB).

SNHUIeMHOIOT Ul

Capxoma IOunra sBisiercss BTOpPOHl IO pPacIpOCTPaHEHHOCTH 3JI0Kade-
CTBEHHOW OMYXOJIbIO KOCTEH y IeTell M MOJOABIX JIIOAEH MOCIEe 0CTEOCAPKOMBEI.
CooTHOILIEHHE MY KUYHHBI : )keHIUHbI cocTasisier 1,4 : 1. [Tourn 80 % nanuentos
Moroxke 20 JIeT, MUK 3a00JIeBaeMOCTH MTPUXOAUTCS Ha BTOPOE NECSATHIICTHE KU3-
Hy. Ciyuau y DanMeHTOB B Bo3pacte crapiue 30 JIeT BCTPEUaloTCsl pexe, U 3TU
OIyXOJI Yallle BO3HUKAIOT B MATKHUX TKaHAX. Penxocte capkomsl FOunra cpeau
JUL aPUKAHCKOTO IPOUCXOXKICHUS [0 CPABHEHUIO € JIMLIAMU €BPOIEHCKOTO MIPo-
WCXOXKJICHHUSI, BEPOSITHO, BBI3BaHA T€HETHUECKUMH (akTopamH, a He (HaKTopamu
OKpY>Karollel cpesibl uiiu 00pasa >KU3HU.

ITHOJI0THSA

BonbLIIMHCTBO CIy4aeB sIBISIOTCS CHOPAAUIECKUMU, HO ObLIM OOHApY KEHBI
MYTaIUH 3apOAbIIICBON JINHUH.

ITaTorenes

Bce caygan capkombl FOnHTa CBSI3aHBI CO CTPYKTYPHBIME MEPECTPOKAMH,
kotopble reHepupytot ciaurtbie rensl FET-ETS. JlononHuTenbHbIe MyTallMd MOTYT
Bo3HuKath B STAG2 (15-22 %), CDKN2A (12 %) u TP53 (7 %). ['ens! cnustans
FET-ETS xoaupytoT XuMepHble (paKTOpbl TPAHCKPUIILMH, KOTOPBIE CIIYKaT IVIaB-
HBIMU PETYJIATOPAMU ISl aKTUBALIUHU U PEIIPECCUH THICSIY TE€HOB. DKCIIPECCUs ITUX
a0eppaHTHBIX TPAHCKPUILIMOHHBIX (aKTOPOB HEOOXOAMMA ISl Pa3BUTHUSI CapKo-
Mbl FOunra. benku cBsizpiBaroT kak Mukpocatermmutel GGAA, Tak 1 KaHOHUYE-
ckue caithl cBs3biBaHug ETS B reHoMe U NPUBIEKAIOT K YYaCTHIO PEryJIsaTOPBI
xpoMarrHa. CBsi3bIBaHHE CIUTHIX OeikoB ¢ Mukpocareuimtamu GGAA mnpuBo-
JUT K NEPEXOJY XPOMATUHA U3 3aKPLITOrO B OTKPBITOE COCTOSHUE, UTO IPUBOIUT
K YCTaHOBJIEHUIO ycHinTeneld de novo, KoTopble akTHBHPYIOT TeHbl. HaoGopor,
CBSI3bIBAHHE C KAHOHMYECKMMHU caiiTamu cBsizbiBaHuSI ETS BbITeCHsET (akToOphI
ETS nukoro THma u penpeccupyer 3KCIpeccuro reHoB. Bmecre 3T coObITHS ycTa-
HaBJIMBAIOT IPOrPaMMY SKCIIPECCUM OHKOTEHHBIX FE€HOB, KOTOPAs JIEXKUT B OCHOBE
TpaHchopMay 1 MOCIeYIONIeH HHAIIMAIIH Oy XOJH.
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Maxkpockonuyeckuii BUjg

IToBepxHOCTh cpe3a capkoMbl lOunra cepoaro-Oenast U Msrkas, 4acTo
C yJacTKaM{ KPOBOM3IHMSHUN M HEKPO3a.

I'ncromarosiorus

B GonpmmHCTBE CiiydaeB Kiaccuueckas capkoma FOwWHra cocTtout M3 ofHO-
POJTHBIX MEJIKHX OKPYIIIBIX KJICTOK C KPYIIBIMH SIIPAMH, COJICPHKAIIMME MEJIKO3ep-
HUCTBIF XPOMaTHH M HE3aMETHBIE SIPBIIIKH, CKyIHYIO MPO3PAvHYI0 WIIH Y03UHO-
(HIBHYO IUTOILIA3MY U HEYESTKHE [IUTOIUIa3MaTHYecKie MeMOpaHs! (puc. 97, 98).
B npyrux cimydasx omyxoseBble KJIETKH KPyITHEe, C BEIPaKEHHBIMH SAPBIIIKAME U
HENPaBUIBHBIMU KOHTypaMH (aTtuiu4Has capkoma lOunra). MHOTIA IPHUCYTCTBY-
eT OoJiee BBICOKAsl CTEMEHb HEUPOAKTOICpMaIbHON MuddepeHIIMpOBKH (HEYETKO
ompeeNneHHbIe TPyHnsl 10 10 KIeTOK, OPHEHTHPOBAHHBIC K IICHTPAIBHOMY PO-
CTPAHCTBY W/HJIM C IMOCTOSIHHBIM MMMYHO(EHOTHUIIOM), HCTOPHIECKU Ha3bIBaeMast
IPUMUTHUBHOM HelposkTonepManbHOil omyxoinsto (puc. 99). [locne nHIYKIMOHHO
XUMHOTEPANUH KIeTKH capkoMbl KOMHTa IPOSIBISIOT Pa3IuIHyIO CTENIeHb HEKpo3a
Y 3aMEIIAI0TCSl PHIXJION COSTMHHUTEIEHON TKaHbIO.

Nmmynorucroxumuuecku CD99 mpezcrariser coO0W MIUKOMPOTEHH Kile-
TOYHOW MOBEPXHOCTH M BAXKHBIH JMarHOCTHYECCKUH Mapkep capkomsl HOuHra.
Bripaxennast nuddysnas memOpannas skcrnpeccus CD99 BrisiBisieTcs mpuMep-
HO B 95 % capkom FOunra (puc. 100). NKX2-2 oGnanaer 6onee BHICOKOH CreLH-
¢uunocTeio, yeM CD99. IIpumepno B 25 % ciydaeB MPUCYTCTBYET 3KCIPECCHUS
keparusa. FLI1 u ERG 4acTo NO3UTUBHBI B CIIy4yasX ¢ COOTBETCTBYIOIUMU CIIMs-
HUSIMU T€HOB. B HEKOTOPBIX CITydasiX 9KCIPECCHPYIOTCS HEHPOIHIOKPHUHHBIC aH-
turensl W/ S100.
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Puc. 97. Knaccudeckas capkoma lOunra. HedeTknii jomsuathlii pUCYHOK CTPOEHUS M CBETIAs

LUTOILIA3Ma 33 CYET HAKOIUICHHS IINKOTeHa
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Puc. 98. Conuanble ToIsT MOHOMOP(HHBIX Puc. 99. Heiipooskronepmanbhas audde-
HenuddepeHIUPOBAHHBIX OKPYIIIBIX Kile- penmpoBka (Homer Wright poserkn)

TOK C HCYCTKUMHU KJICTOYHBIMU I'PaHULIAMUA

Puc. 100. Beipaxxennast MemOpanHas sxcrpeccust CD99

OtzenpHAs MOATPYIIA TTOPAXKEHUI, HECYIUX TE XKE CIUSIHUS, MPEHMYIIe-
CTBEHHO B 00JIACTH TOJIOBBI M [IIEU ONMCaHa KaK aJlaMaHTHHOMOIIO00HAs capKoMa
Ounra. TOT MOABH/ YaCTO IKCIPECCUPYET MAPKEPhI MIIOCKOKIETOUHON Audde-
penmpoBku. Ero cBs3b ¢ kimaccuueckoii capkomoit FOnHTa HesicHa.

uToJorust

He nmeeT KITMHUYECKOTO 3HAUCHUSL.

MonekyJsipHasi ZMarHOCTHKA

Jns nuarHocTHKH capkoMbl FOuHra wacto TpeOyercsi TeHeTHUeCKOe MOJI-
TBepkaeHue. Haubosee pacrmpocTpaHeHHOH TpaHciaokauueid capkomel FOunra
(mpucyTcTBYeT mpuMepHO B 85 % citydaeB) siBisiercst TpaHciokamms t(11;22)
(924;q12), xotopast IpUBOAUT K CIUSHUIO TpaHckpunrta u Oenxa EWSRI1-FLII.
BropeiM 1o yacrote siBisiercst t(21;22)(q22;q12), uro npusoautr k EWSR1-ERG
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npumepHo B 10 % nabmromennii. OcTanbHBIE CIIydaW UMEIOT albTepHATHBHBIE
Tpancnokanuu, npucoenunstone EWSR1 unn FUS (xotopeie Bmecte ¢ TAF1S
obpazytot cemeiictBo FET) k npyrum wienam cemerictBa ETS. Takxke npu capko-
Mme FOunra Bcerna nabmonaercs cnusinue FET-ETS.

OcCHOBHBIE U KeJIaTeIbHbIe AHATHOCTHYECKHE KPUTEePHH

Ocnognble: MEIKOKPYIIIOKJIETOUHAsE MOP(OIJIOrHs; MEMOpaHHAasl SKCIIPECCHs
CD9%9.

JKenamenvuvie: ooHapyxenue ciusiuus FET-ETS.

CraaupoBanue

MoryT npumenstses cucteMbl TNM AMepuKaHCKOro 00beIMHEHHOTO KOMHU-
TETa Mo paKy U Mex1yHapoIHOTO coro3a OOpHObI MPOTUB paKa.

IIpornos

[Iporuo3 capkombl FOWHra 3HaUMTENBHO YAydIIWIICS Onmaromapst COBpeMeH-
HOIl MyJIBTUMOZIJIBHOM Tepamnuu: NoKa3aTelb U3aeueHus cocrasiser 65—70 % st
JIOKaJIM30BaHHOTO 3a0oineBaHnsl. OHAKO METAaCTaTUYECKHE OITyXOJIH M OITyXOJH
C PaHHUM PELUIMBOM UMEIOT IUIOXOH POTHO3 € S-JIeTHEH BBKMBAEMOCTBIO MEHEE
30 %. Hanmame meracTa3oB SIBISETCS OCHOBHBIM MPOTHOCTHYECKUM (HaKTOPOM.
Jpyrue HeOmaronpusTHbIE NPOTHOCTHYECKHE (AKTOPHI BKIIIOYAIOT aHATOMHUYE-
CKO€ PacIOIOKEHHE OITyXOJH, HanpuMep Ta3. [10IHBII OTBET Ha HE0AIHIOBAHTHYIO
XUMHUOTEPAITUIO SBIISIETCS OJaronpUsITHBIM IIPOTHOCTHYECKUM (akTopoM. B HacTo-
s1Iee BpeMst HeT JPYTUX IIHPOKO UCTIONB3YEMbIX MPOTHOCTHYECKNX MAapKEPOB.

KPYTJIOKJIETOYHAS CAPKOMA
CO CJIUSITHUEM EWSR1-HE-ETS

Onpenesienue

Kpyrinokierounsle capkoMsl co ciausgausiMu EWSR1-ue-ETS npencrasisior
co00# KpyIJIo- U BEPETCHOKIIETOUHBIC capkoMbl co ciusHusimu EWSR1 wmu FUS
C yuacTHEM MapTHEPOB, HE CBA3aHHBIX ¢ ceMeiicTBoM reHos ETS.

KomnupoBanue no MKB-O

9366/3 Kpyrnoknerounas capkoma co ciusinieM EWSR1-ne-ETS.

KonupoBanue no MKb-11

Her.

Casi3aHHAsI TEPMUHOJIOTHSI

He pexomendyemcs ynorpeOieHne TepMUHA IOUH2ON0000HAs CapKoMa.

MMoarumn(s)

Her.

Jlokaau3zanus

Capkxombl EWSRI1-NFATC2 npeuMyIecTBEHHO J0KaIU3YIOTCS B KOCTSIX,
COOTHOIICHNE C BOSHUKHOBEHUEM B MATKHX TKaHsX 4 : 1. Metadusbl win nuadusst
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JUTMHHBIX KOCTEH TIOPAXKAIOTCs B CIACAYIOIINX MECTax B MOPSIIKE YaCTOTHI yObIBa-
Husl: OelpeHHas KOCTb, IJIe4eBast KOCTb, JIyueBast KOCTb U 00Jbl1e0epoBast KOCTb.
Crnyuau JTOKaJIM3alnuy B MATKUX TKaHSIX BKJIIOYAIOT KOHEYHOCTH, TOJIOBY U IIIEHO,
a taioke TpyaHyto creHky. Omyxonn FUS-NFATC2 6bliu 3aperucTpupoBaHbl UC-
KJTFOYMTENBHO B JUIMHHBIX KOCcTsX. CapkoMbl EWSR1-PATZ1 BO3HHKAIOT B IIyOOKHX
MSTKUX TKaHSX U IIPOSBIISIOT CKIOHHOCTb K IPYJHON CTEHKE U OPIOIIHOMN MOJIOCTH,
OJIHAKO TaKKe OBUTH OTMCAHbI JIOKAJIM3AIUH B 00IACTH KOHEYHOCTEH 1 TOJIOBBI/IICH.
Cnusauss EWSR1-PATZ1 Taxoke Oblau unentuduuposansl B onyxossx [THC.

Kiunnyeckue ocodeHHOCTH

Capxombl EWSRI-NFATC2 u FUS-NFATC2 nposiBIsitoTCsl B BUAE 4acTo 0ose3-
HEHHBIX, JIOKAJIbHO JIECTPYKTUBHBIX MIOPAKEHUI KOCTH, KOTOPBIE MOTYT IIPOPACTaTh
B OKPY’KaIOIIMe MSTKHE TKaHHU, a TAKOKe, PEXE, B BUJIE OTPAHUUCHHBIX WIH JIOKATIbHO
MHBA3MBHBIX NIEPBUYHBIX OIyXOJIEH MATKMX TKaHEH. Y 4acTH NMAllMeHTOB OTMEYAOTCs
CHMIITOMBI MEUICHHO PACTYILETO OITyX0JIEBOIO 00Pa30BaHUsl B TEUCHUE MHOTUX JIET
JI0 TIOCTAHOBKHM JiarHo3a. Y naiueHToB ¢ capkomamu EWSR1-PATZ1 moryT ObiTh
najbnupyeMas Macca B MATKHX TKaHSIX /MM O0JIb, CBSI3aHHAsS C JIOKATHU3aLUEH,
pa3MepamMu OIyXOITH, cTa ek 3a00eBaHus (B HEKOTOPBIX MOATrPYIax 0OHAPYKHBa-
I0TCS OTJAJICHHBIE WU PETMOHAPHBIE METACTa3bl HA MOMEHT [IOCTAaHOBKYU AUArHO3a).

SNHUIeMHOIOT Ul

Oro peaxo Berpevaronuecs omyxonu. Capkomsl EWSR1-NFATC2 u FUS-
NFATC2 xapakTepu3yrTcsi 3HaYUTEIbHBIM MPeo0iiaJaHueM y My»KYrH (COOTHOILICHHE
MY>KYMHBI : )KEHIIUHBI 5 : 1) ¢ MaHudecTanueit y nereil u B3pocibix (BO3pacTHON
nuana3on — 12—67 ner; cpenuuii Bospact — 32,3 rona). BozpacTHoi ananaszoH narm-
€HTOB ¢ MarHocTupoBaHHo capkomoit EWSR1-PATZ1 B onyOinuKOBaHHBIX CITydasx
ummpok (1-81 rox, B cpeanem 42 roza); pactpe/esieH e 1o Moty Mo4TH PABHOMEPHO.

ITHOJIOr U

Hewussectha.

ITaTorenes

Ha muroreHeTnueckoM ypoBHE TPaHCIIOKALHS, TPUBOASIIAS K CIMSAHUIO T€HOB
EWSRI (22q12.2) u NFATC2 (20q13.2), 00bIYHO BO3HUKAET B IPOM3BOIHON 22-KOJTb-
1IEBO¥ XpOMOCOME Kak HecOalaHCUPOBaHHOM 1 aMmIunduumpoBanHoi. CrusHue
EWSRI1-NFATC2 unnyuupyet aktuBanuio daxropa tpanckpumimu NFATC2 Benen-
cTBHE NoTepu N-KOHIIEBOTO PETYJIATOPHOTO JJIOMEHA, YTO MPUBOAUT K U3MEHEHHIO
HOJIOXKEHNUS] B AIPE XUMEPHOTo (aktopa TpaHckpunuuu. [Ipodunposanue sKCIpeccuu
" MeTriioMa nokaszaino, uro capkombl EWSR1-NFATC2 u FUS-NFATC2 otnmuaror-
cst ot capkoM FOunra, capkom EWSRI1-PATZ1, a takxke capkoM, ciautbix ¢ CIC, u
capkom c peapamkupoBkoit BCOR. B otnmuune or EWSR1-NFATC2, cnutsriii ren
FUS-NFATC2 ne ammmdunupyercst. KnactepHblii aHamm3 Takke HOATBEPKAACT, UTO
caprombl FUS-NFATC2 tpanckpunumonno otngarorcs ot capkoM EWSR1-NFATC2.

PATZ1 xomupyer Oenok «uuHkoBoro manbla» ¢ Cys2-His2 ¢ ¢ynxuus-
MM TIOIaBJICHUSI OITyXOJieH, yJacTBYIOIINHM B perymsinuu Tpanckpumiuu. PATZ1
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HAXO/AUTCS B HenocpeacTBeHHOM Onn3zoctu ot EWSR1 Ha xpomocome 22. CoObiTHe
ciusust EWSRI-PATZI1, ckopee Bcero, SIBISETCS PE3yJIbTaTOM CyOMHKPOCKOIIU-
YECKOM BHYTPHUXPOMOCOMHOM IMapaneHTPUUECKOH HHBEPCHUHU (MTOCKOJBbKY TEHBI
0OBIYHO TPAHCKPUOUPYIOTCS B MPOTHBOIOJIOKHBIX HANPaBICHUSX), XOTS IeHE3
9TOTO CIUSHHUS Yepe3 0oJiee CI0KHBIE CTPYKTYPHBIE H3MEHEHUS, 110 KpaiHe Mepe
JULSL HEKOTOPBIX CJIy4aeB, HE MOXKET OBITh IIOJTHOCTBIO UCKIIOUeH. CIUAHNE MEXITY
sk3oHOM & wi 9 EWSR1 u sx3ou0M 1 PATZ1 npuBOAWT K yoaneHUIO Mperno-
JIaraeMoro JioMeHa peripeccopa TpaHckpunimu u gomeHa AT-hook nHa N-koHue
PATZ1 n mpeBpamaer penpeccop TPaHCKPHIILIAK B aKTUBATOP TPAHCKPHUIIIIHH.
Capkxombl EWSR1-PATZ1 o61anaroT yHUKaJIBHONH 0COOCHHOCTBIO SKCIPECCHH, HO
WX He cpaBHHBaNM co ciydasmu nopaxenus [IHC. B ogaHom uccrenoBannu koM-
mekcHoe cexkBenuposanue JJHK u PHK BeisiBmio norepro/nenennto CDKN2A/
CDKN2B B 5 u3 7 capkom EWSR1-PATZ1 ¢ onnoBpemenHbM yeuieanem MDM?2
B OZHOM M3 HUX (JaHHBIC U3MEHEHHsS MOTYT UMETh IPOTHOCTHYECKOE 3HAYCHUE,
MOCKOJIBKY 3TH COOBITHs ObLITM OOHAPYKEHBI B OOJIBIIMHCTBE KIIMHUYECKH MTPOCIIe-
JKEHHBIX arpeCCUBHBIX OIMYXOJICH 1 OTCYTCTBOBAIIN B XUPYPIrHUECKHU PE3ELIUPOBaH-
HOM, XOpOIIO MHKarncyaupoBanHo#i capkome EWSR1-PATZ1, y koTopoii He ObL10
MPU3HAKOB 3a00sieBaHus yepe3 19 MecsieB nocie pe3eKunn).

Maxkpockonuyeckuii BUjg

[Tpu MaKpOCKONMYECKOM UCCIIE0BAHIN TIEPBUYHON CAPKOMBI MSTKHX TKAaHEH
nnn kocteit EWSR1-NFATC2 o6HapyKHUBaeTCst COMMIHAS Macca C IUPOKHM JHa-
Ma30HOM pa3MepoB (4—18 cM B HauboJIbIIEM U3MEPEHHH) U KEJITOBATO-KOPUUHEBOH,
TBEPIOHN UM MSICUCTON MOBEPXHOCTHIO paspe3a (puc. 101). BombIIMHCTBO ATHX CapKoM
MMEIOT HEYETKUE KOHTYPbI 1 JIOKaJIbHO J€CTPYKTHBHBI MM MHPHIBTPUPYIOT COCEI-
Hue Tkauu (puc. 102), 0IHAKO HECKOIBKO MEPBUYHBIX TTOPAKECHUH MATKUX TKAHEH 1
KOCTEH ObUTH OITHCaHbI KaK YETKO OYEPUYEHHBIE WIIM OrPAaHUYEHHbIC HHTPaMeTyILIsip-
Hoti monocthio. Capkoma EWSR1-PATZ1 npencrasinsier co00it COMUIHO-KUCTO3HYIO
Maccy ¢ pazmepamu oryxomnu ot 3,5 10 10 cM u 6osee B HanOOIIbILIEM U3MEPEHHH.

7 & o

Puc. 101. Xopouro oTrpaHHueHHAs OITy- Puc. 102. VlHBa3us OIyX0IH cepo-0e1oro
XOJIb  KOPMYHEBATO-Ceporo IBera 0Oe3 L[BETa C HEKPO3aMHU B MOIMEPEYHO-MIOI0CA-
3aMETHBIX HEKPO30B TYIO MBIIICYHYIO U )KUPOBYIO TKaHb
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I'mcronaronorus

EWSRI1-NFATC2 u FUS-NFATC2 coCTOAT U3 OKPYINIBIX W/HIH BEPETECHO-
BUIHBIX KJIETOK Majlor0 M CPEIHEro pa3Mepa ¢ He3HAYUTEIbHBIM KOJIHMYECTBOM
903MHO(DHMIBHOI MIIH CBETJION IUTOILIA3MBI, TPEHMYIIECTBEHHO PACIIOIOKECHHBIX
B BHJIC TSDKCH, HEOOJNBIIINX THE3/I, TPAOEKyYIT U TICEBOAIIMHAPHBIX CTPYKTYp B (-
OporuaJnHOBOM MM MUKCOrHanuHoOBoO# ctpome (puc. 103, 104). Pexe BcTpeua-
roTcst GOKaATBHO MK TUPPY3HO OCIHBIC MATPUKCOM ILTACTHI KIeTOK. ONUCaHHBIN
MOP(HOJIIOTHYSCKHIT CIIEKTP BKIIFOYACT B ¢eOsI MEJIKHUE OKPYIVIbIe MOHOTOHHBIC MIIH
SIBHO TUICOMOPGHBIE SApa C DIAAKMMH WM HENPAaBWIBHBIMH KOHTYpPaMH siIep,
IUIOTHBIM TUTIEPXPOMHBIM MM BE3UKY/ISIPHBIM XPOMATHHOM M HEOOIBIIMMHU WU
3aMETHBIMH SIIPbIIKaMHU. HeKpo3 OmyXonm ¥ MHTOTHYECKast aKTHBHOCTD BapbH-
pytot. Onyxonessie kiaetku auddysno sxcnpeccupyror CD99 B nonoBune ciyya-
eB; MoryT 3kcnpeccupoBatbest PAX7 n NKX2-2. Bo3amoxHO 09aroBoe TouedHoe
okparmBanue keparnHoM AE1/AE3, a taxoke (okabHas OJIOKHUTEIbHAS PEaKIHs
¢ CDI138. Dtu Heomia3ud B OCHOBHOM OIIMOOYHO TUATHOCTHUPYIOTCS KaK MHO-
SNUTENNAJBHAS OITyX0JIb, INIA3MOIUTOMA U JTuMdoma.

T'ucronaronornyeckne ¥ IMMYHO(DEHOTHITHMUECKHE OCOOCHHOCTH, ONUCAH-
uble Juist capkoM EWSR1-PATZ1, noBonbHO pa3Ho0Opa3Hbl. OIMyX0JIeBble KIETKU
MEJIKHE, OKPYTIIbIe H/UIH BEPETCHOOOpA3HbIC U YaCTO COYETAITCS ¢ PUOpO3HOM
crpomoii (puc. 105). Hekpo3 1 MuToTHYECKass aKTUBHOCTh MOTYT OBITh OUEBHJI-
HBIMH WJIM IUTOXO 3aMeTHBIMH. Koskcmpeccust MuoreHHslx (Desmin, MHOTe€HHH,
MYOD1) u neiiporennsix (S100P, SOX10, MITF, GFAP) mapkepos nHabmonaer-
Csl C pa3HOM MHTCHCHUBHOCTHIO. MOXKET ObITh MOJIOXKHUTENBbHOW peakuusi ¢ CD34.
CD99 skcnpeccupyeTcst HEMOCTOSHHO.

Puc. 103. Wnpunsrpaunss u paspyuieHue KocTHOW TkaHu capkomoii EWSRI-NFATC2,
JIECTPYKIIMS KOCTHBIX TPaOeKyI
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Puc. 104. Capkoma EWSR1-NFATC2:
a — HenudpepeHHPOBAHHBIE OKPYIIIBIE KICTKH 03 CTPOMAILHOTO KOMIIOHEHTA, C LIUTOJNOTH-
YECKHMH 0COOCHHOCTSMH, HallOMUHAIOIUMHU capkomy fOwunra; 6 — muddysHas skcnpeccust
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Puc. 105. Capxoma EWSRI1-PATZ1:
a — s171pa OITyXOJICBBIX KJIETOK MaJIoro U CPEJHEro pa3Mepa, OKPYIVION MIIH OBOUIHON (OPMBI,
C MEJIKO3CPHUCTBIM XPOMAaTHHOM; 6 — HEOOJIbIIast aTUINS C Bapualueil pasmepoB 1 GopMbl,
rpyOBIM XPOMAaTHHOM

IuTonorust

He uMeeT KIMHUYECKOTO 3HAYCHUSI.

MouJiekyasipHasi IHATHOCTHKA

WUnentuduxanus cnusauii EWSR1-NFATC2, FUS-NFATC2 u EWSRI1-
PATZ1 moxeT ObITh JOCTUTHYTA C TOMOIIBIO PA3THUYHBIX MOJICKYJISIPHBIX METOJIOB.
Opnako mst cnusinust EWSR1-PATZ1 4yBCTBUTENBHOCTD pa3lelisiONIero 30H1a
MOYKET OBbITh CHMIKEHA M3-3a2 KOPOTKOTO T€HOMHOTO pacctosiHus mexay PATZI1 u
EWSRI1 na 22q12.2 1 coOTBETCTBYIOIIUX MPOOIEM MHTEPIPETALMH [IPU BU3ya-
JM3alH TOHKOH JMCCOLMALNM WM pa3pblBa CHIHAIOB B COATaHCHPOBAHHBIX
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M3MEHEHHUSX; MOTYT IIOTPEe00OBATHCS JONOIHUTENLHbIE HCCISJOBAHUS IS HICHTH-
¢uxanuu napraepcrsa PATZI1.

OcHOBHBIE U KeJIaTeJIbHbIe JHATHOCTHYECKHEe KPUTEPUHU

Ocnognule: TUTOMOPQOIIOrHs OT BEPETEHOOOPa3HOM 10 OKPYINION; B OCHOB-
HOM HHU3KOTPEHIHBIC MPH3HAKH, HO COOOMIAETCS O BBICOKOTPEHIHBIX CITydasXx;
yacto BcTpevaroTcs: (puOporuanuHoBeie cTpomaibHble u3menenus; FISH ¢ pas-
peiBom EWSR1 nokasbiBaer amruindukanuio 5'-30H1a B capkoMax ¢ peapaHku-
poBkoii EWSR1-NFATC2; uneHTuduKanus TPaHCKPUNTA CIUSHUSA OCTAeTCsl 30-
JIOTBIM CTaHIAPTOM.

Kenamenvnvie: G0NbIIMHCTBO OIyXouie ¢ peapamxkupoBkoil NFATC2 noka-
JIM3YIOTCS B JUIMHHBIX KOCTSIX; CApKOMEBI ¢ peapamkupoBkoil PATZ1: ot kpyribix
JI0 BEPETEHOOOpa3HbIX KJIETOK C JAWBEPrHPYIOMIMM (PEHOTHUIIOM KaK MHUOTCHHBIM,
TaK 1 HEHPOTEHHBIM.

CragupoBaHue

Kpyrnoxnerounast capkoma co cimmstausmu EWSR1-we-ETS cramupyercs
B cootBeTcTBHHU ¢ cucteMamu TNM Coro3a 1o MexyHapoHOMY KOHTPOJIIO paka
1 AMEpPHKaHCKOTO 00bETMHEHHOTO KOMHUTETA TI0 PaKYy.

IIpornos

Knnamyeckoe TeueHHe MOXKET BKJIIOYaTh MECTHBIC PELMINBBI /MM MeTa-
cratuueckoe nopaxenHue. Konrpons Han 3aboneBaHueM ObLT JOCTUrHYT y 11 u3
14 marmentoB ¢ EWSR1-NFATC2, koTopbiM ObLia IPOBECHA XUPYpIrudeckas pe-
3€KIHMs CO CPEAHUM IepruojoM Habmonenus 45 mecsines. CooOiianock o Meracra-
3ax B JIETKKE, KOKY U KOcTH B TedeHue 10,5 et nocie nepBoHavalibHOTO AMarHo3a
Y OTCYTCTBUH KJIIMHHUYECKHUI MPOSBICHUI; 2 MallMeHTa YMEPIIU OT OOJIE3HHU Yepe3
4 u 94 mecsna. Y maneHToB, MOJTyYaBIIuX HEQAbIOBAHTHYIO XUMUOTEPAIHIO, TH-
CTOJIOTMYECKUI OTBET NPAKTHUECKU He Habmonancs. JlaHHble 00 UCX0ax CapKoM
FUS-NFATC2 orpaHu4eHsbl, ¢ OHUM HEOJIAronpUsTHBIM MCXOAOM 4epe3 15 me-
CSIIIEB, 3aPErHCTPUPOBAHHBIM IIPU BPOXKJIEHHOM Clly4yae, KOTOPbI MM BBICOKO-
rpeliiHbIe MPU3HAKH, TOI/IA KaK y APYTUX MAIMEHTOB He OBLUTO 3a00IeBaHus TIOCIIe
XUPYPTrU4ECKOro JICYSHNUSI.

Jloka3zarenbcTBa METACTaTHYECKOTO MOPAKEHMST BO BpeMsl MOCTAHOBKU JIU-
arHosa, pa3BUTHs METAacTaTUUECKOro MOpakeHus depe3 5—24 mecsua mnocie IHo-
CTaHOBKH JIMarHO3a ¥ CMEPTH MaIeHTA U3-3a 3a00J1eBaHus B TeueHue 5—32 mecs-
LEB [OC/IE NEPBOHAYATIBHOIO JUArHo3a IMOJUEPKUBAIOT arpeCCUBHOE MOBEACHMUE,
xapakrepusytoiee noarpynmbsl capkom EWSRI1-PATZ1. Peakuus Ha 0OBIYHYIO
CHCTEMHYIO XMMHUOTEPAIHIO OblJIa OT HE3HAYUTENBHON 1O YMEPEHHOM.

115



CIC-PEAPAH’ KUPOBAHHASI CAPKOMA

Onpenenenne

CIC-peapanxupoBaHHasi capKkoMa MPEACTABISIET CO00H KPYIIOKIECTOUHYIO
HenudhepeHIMPOBAaHHYIO CAPKOMY BBICOKOH CTENEHHU 3JI0KaueCTBEHHOCTH, OIpe-
JIeIsIeMyI0 CIHsTHAEM TeHOB, cBs3aHHbIX ¢ CIC, wame Bcero CIC-DUX4.

Konuposanue no MKb-O

9367/3 CIC-peapamkipoBaHHas CapKOMa.

KonupoBanue mo MKb-11

Her.

Cpsi3aHHas TEPMHUHOJIOTUS

Jomyctumo ynorpedienue tTepmuna capkoma CIC-DUXA.

MoaTun(sr)

Her.

Jloxkanm3anus

BonpmmacTBO CIC-CcapkoM BO3HMKAIOT B IIYOOKHX MSTKHX TKAaHSIX KOHEY-
HOCTEH WM TYJIOBMILA, PeXe B 00JIACTH IOJIOBBI U 11IeH, 3a0PIOIIMHHOM IIPOCTPaH-
ctBe wiu Tazy. Oxono 10 % ciaydaeB UMEIOT MEPBUYHOE BUCIIEPAJILHOE MPOSIBIIE-
HUE, BKJII0YAas TIOYKH, KeJTyIOYHO-KUIIEYHbIH TPaKT U rosioBHOM Mo3r. [lepBuunoe
MopaykeHne KocTel Bcrpeyaercs penko (10 5 %).

Kiaununveckue ocodeHHOCTH

CIC-capkoma mpeacTaBiseT coOoil OOJIE3HEHHYIO WM 0e300Je3HEHHYTO
TKaHEeBYI0 Maccy. ¥ HEKOTOpbIX nanueHToB (16—50 %) nposBiIsioTCs CUMIITOMBI
METacTaTUYECKOr0 OPAXKEHUSI.

Onu1eMHOJI0T U

Bo3spacTHoli 1uana3oH WUPOKUH, OT AETEH A0 MOKUIIbIX JIIOACH, TeM HE Me-
Hee CyIIECTBYET MPeIpacoNoKeHHOCTh BOZHUKATh Y MOJIOBIX JItoAel (cpeaHuit
Bo3pacT 25-35 set) u 10 25 % ciydaeB MPUXOJUTCS HA NIEIUATPHUUYECKYIO BO3PACT-
Hyto rpymy. HeGonbioe npeotnaianue My 4IuH.

ITHOJOrHsA

Hen3seectHa.

IlIaTorene3

Cnustaue CIC-DUX4 npucyrctByet B 95 % ciydaeB B pesysbTare TpaHCIIo-
kanuu at(4;19)(q35;q13) umm at(10;19)(q26;q13), onHako penkue MpUMeEpHI CBsI-
3aHbl ¢ TeHaMU-TIapTHepamu, ormrmuHeiMu oT DUX4, Brmrouas FOXO04, LEUTX,
NUTMI1 u NUTM2A. CIC xomupyeT OOKC-penpeccop TPaHCKPHIIHU TPYIIIbI
BbIcokoil moaswkHOcTH (HMG). BonbmmHcTBO Touek paspeiBa CIC pacrionoxe-
Hbl B 9k30He 20 CIC. T'en DUX4, xomupyromuii (paktop TPaHCKPUIILUK JBOW-
HOTO TOMeOOOKCa, PACIONOKEH B 0OJaCTH MaKpOCATEIUIUTHBIX MOBTOpoB D4Z4
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cyoOrenomepHbIx obnacreit xpomocom 4 u 10 (4935 nnm 10q26.3). DUX4 00b1u-
HO OSKCIIPECCHPYETCS] B 3apOIBIIEBBIX KIETKaX, HO SMUIECHETHYECKH 3aTopMa-
JKMBAeTCsl B COMaTH4eckd ud(GepeHIPOBAHHBIX TKaHIX. [IpOrHO3MpyeMBbIit
xuMmepHsblii 6enok CIC-DUX4 coxpansier 6ok HMG, npu 3ToM 0Oosbliasi yacTh
N-konneBoro DUX4 tepsercs. B wactu cmyuaes cnusiuue CIC-DUX4 mpuBoaut
K CTOI-KOZIOHY Cpa3y IOCJIE TOUKH pa3pblBa; TAKUM 00pa3oM, B IIOJYYEHHOM XU-
MEpHOM OeJIKEe OTCYTCTBYET Kakasi-miuoo rnocnenoarenbHocTh DUX4, 4T0 yKa3bl-
BaeT Ha TO, 4To ykopoueHHOro Oenka CIC MOXeT ObITh JJOCTATOYHO IS 3aIyCcKa
onkorenesa. Tpucomus 8§ u ammmnduranuss MYC SBISIOTCS OIHUMHU U3 JAPYTUX
pacIpoCTpaHEHHBIX I'eHeTHuecKux u3MeHeHuil. ComyrcrByromue myTanuu CIC
ObUIM OMUCaHbI B KOHTEKcTe omyxodei co cnusiauem CIC-LEUTX. Ipoduins skc-
nipeccuu reHoB capkombl CIC otnnuaercs ot npoduns capkomsl FOunra. CrustHue
CIC-DUX4 3aMeTHO yCWJIMBAeT TPAaHCKPHUIIMOHHYIO akTuBHOCTH CIC, akTuBU-
py#s ee muieHu, Bkitodas rerbl cemericteBa CCND2, MUCS5AC u PEA3 (nanpu-
mep, ETV1, ETV4 u ETVY).

Maxkpockonuyeckuii Buj

OmyXoJ, KaK IPaBUIIo, MPEACTABIIIOT 000 O0JbIINE, YETKO OUepUeHHBIE,
Oesechble MM JKEJITOBATO-KOPUUHEBBIE MATKHE MAcChl C YaCTHIMH KPOBOM3IHUSHH-
SIMH U HEKPO30M.

I'mcronarosnorus

Onyxomu cocTosAT U3 IUPPy3HBIX TIACTOB HeauddepeHIUpOoBaHHBIX
OKpYIVIBIX KJIETOK, JE€MOHCTPHUPYIOIIUX, 110 KpaliHeil Mepe 4acTHUYHO, 10Jbya-
THI XapakTep pocTa, ouepuyeHHbIH (Gudpo3Hoii cTtpomoit (puc. 106). Bo mHO-
TUX CIy4asX MOXXHO YBUACTb HE3HAYMTEIbHBIH KOMIIOHEHT BEPETEHOBHIHBIX
WK SMUTEIMOUIHBIX KIETOK. OIyXoJeBble KIETKU UMEIOT OTHOCHTENLHO Ofi-
HOPOAHYIO IUTOMOP(}OIOTHIO, HO YacTO OOHAPYKUBAIOT JIETKYIO CTEIICHb SIIep-
HOTO TUIeOMOp(H3Ma C BE3UKYJSIPHBIM XPOMATHHOM M BBIPRKEHHBIMHU SAPBILI-
kamu. Iluromnasma ciab60303uHOGMWIbHA, NEPUOAUYECKH C IPOCBETICHUSIMU
(puc. 107). Hexpossl pacmpocTpaHEHbI, MUTOTHYECKAasi aKTHBHOCTH BBICOKA.
B oaHOi#t TpeTyn cirydaeB MPHCYTCTBYIOT (hOKaIbHbIE MUKCOUIHBIE CTPOMAIIbHBIE
HU3MEHEHUS, IPU KOTOPBIX OIyXOJIEBbIE KIETKU UMEIOT PETUKYIISIPHYIO UM IICEB-
JoanHapHyo kommnaHoBKy. Omyxonu ¢ Bapuantamu ciustaus CIC-ne-DUX4
CBSI3aHBI C TUCTOJIOTMYECKHMH OCOOEHHOCTSMH, aHAJOTMYHBIMU OITyXOJISIM
c xiaccuyeckuM CIC-DUX4. ITo naHHBIM MMMyHOTHCTOXUMUH, capkoMbl CIC
yacto 3kcrpeccupyror CD99, B OCHOBHOM HEpPaBHOMEPHO M pexe TUPPYy3HO
meMOpanHoO (20 %). WT1 (90-95 %) u ETV4 (95-100 %) yacTo noiaoXuTeIbHbI
1 IPEeACTaBISIIOT co00i Mmose3Hble BeroMorarenbHble Mapkepbl. NKX2-2 00bIu-
Ho otpunarenbHbiii. Capkombl co crnusausmu CIC-NUTMI skcnpeccupyioT
6enox NUT. Keparun, S100 1 MuoreHHble MapKepbl 3KCIIPECCUPYIOTCS PEIKO.
Kanbperunun u OPT” MOTyT ObITH HONOKUTEIbHBIMU.
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Puc. 106. CIC-peapamxupoBaHHas capkoMa:
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Puc. 107. Capxoma CIC
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urosnorus
He umeer knuanveckoro 3Hadenus (puc. 108).

Puc. 108. OmyxoneBeie xnetkn capkombl CIC-DUX4 ¢ OKpymisIMH HIH  OBaJbHBIMU
THIEPXPOMHBIMH SIIPAMH C 3€PHUCTBIM XPOMAaTHHOM, HEPOBHBIMU SACPHBIMU KOHTYPaMH,
y GOJIBIIMHCTBA ONPEACNSIOTCS SAPBIIKH. DKCHEHTPUYHOE PACIIONIOKEHUE SIep, MECTaMH
BAKYOJIM3UPOBAHHAS LIUTOILIA3MA!
a — oxpacka Ma3ka npd-Ksuk; 6 — oxpacka mo [lamanukonay

MouiekyasipHasi JHATHOCTHKA

I'ennbie peapamxnpoBku CIC MOTYT ObITh OOHAPYIKEHBI PA3IMUHBIMUA METO/IA-
mu. OfHAKO HU OJMH U3 3TUX METOJ0B HE 001a1aeT BHICOKON 1yBCTBUTEILHOCTBIO.

OcHOBHBIE U KeJIaTeJIbHbIe JHATHOCTHYECKHEe KPUTEPUHU

Ocnognule: peoOnafaronuii (eHOTUI OKPYIIIbIX KIETOK; CJIa0bIi saepHbIH
IeoMOphU3M; SIHUTETHONIHBIM W/ BEPETEHOBUIAHBI KOMITIOHEHTHI; BapHa-
0ebHO MHUKCOMJHASI CTPOMAa; UMMYHONPO(UIb MOKa3bIBAET NEPEMEHHOE OKpa-
muBanre CD99 ¢ wacteiMu monoxkurensHbIME pesynsTatamu Ha WT1 u ETV4
(puc. 109, 110).

JKenamenvuvie: peapamwxkupopka rena CIC (B OTIEIbHBIX ClTydasix).

a¥.

Puc. 109. Ilponudepanusi OKPyIIIbIX Kiie- Puc. 110. BoipaxenHast sxcripeccuss WT1
TOK B MHKCOMJIHOH cTpoMe B OITyXOJIEBBIX KJIETKaX
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CraaupoBanue

CIC-peapamxupoBaHHasi capkoMa HPEIIIONIOKUTEIBHO CTAIUPYETCsl B CO-
orBercTBru ¢ npuHIHUaMu TNM Coro3a mo MeXIyHapOAHOMY KOHTPOJIO paka
1 AMEPHUKaHCKOTO 00bEANHEHHOTO KOMHUTETA I10 PAaKY.

IIporuos

BOJIBIIMHCTBO OIMYXOJIeH NMEIOT OYeHb arpeCCUBHOE TEUCHHE C OBICTPHIM Me-
TacTa3upOBaHUEM, Jallle BCero B Jierkue. [Ipenmnonaraemas S-neTHsis 00Imast BBDKH-
BaeMoCTh coctanisier 17-43 %, 4To 3HaYNTEIBHO XyXKe, yeM npu capkome FOunra.
XUMHOTEpareBTHIECKUI OTBET Ha CXEMBI JIGUeHHUsT CapKOMBI FOMHTa OBIT IIIOXHM.

CAPKOMA CTEHETUYECKUMU UBSMEHEHUSAMU BCOR

Omnpenesienne

BB11ensI0T HECKOBKO TPYIII NPIMHTHBHBIX KPYIIOKJIETOYHBIX CAPKOM, HMEFO-
mux reseruyeckue u3mMeHeHuss BCOR, KoTopbie MPUBOIAT K OHKOTEHHOM aKTHBAIIMU
u runepakcnpeccurt BCOR. XoTs 5Ti maroinorndeckue COCTOSHUS COTPOBOKIAIOTCS
Pa3IMYHBIMU KIIMHUYECKUMH NPOSIBJICHHUSMH, CYILIECTBYET COBIA/ICHUE B OTHOLICHUU
MOp(}OJIOTHH, UMMYHOITPO(MUIISI U SKCIIPECCHU TEHOB, YTO MPEAToaraeT OOmIHii
narorenes. IlepBas rpynmna xapakTepusyercs CapKkoMaMU CO CIUSHUSIMU I'€HOB,
csizanHbiX ¢ BCOR, yame Bcero BCOR-CCNB3. Bropas rpyrmna oOHapy)uBaeT
BHYTPEHHIOIO TaHeMHy1o nyminukanuio (BCOR-ITD), kotopast Oblia onucana
B MH(AHTWIBHBIX Henu(depeHIIMPOBaHHBIX KPYIIIOKIETOYHBIX CApKOMax U MpH-
MUTHBHBIX MUKCOUHBIX ME3CHXHMAJIBHBIX OIYXOJISIX MJIa/IEHYECKOr0 BO3pacTa.

KomnupoBanue no MKB-O

9368/3 Capkoma ¢ renernueckumu u3mMeHenusimu BCOR.

KonupoBanue no MKb-11

Her.

Casi3aHHAsI TEPMUHOJIOTHSI

Jonyctumo ynorpeOienue tepMuHoB: capkoma BCOR-CCNB3; BCOR-
PeapandICupoBanHas Capkoma, UH@aHmMuIbHas Heoug@depenyuposantasn Kpyeo-
KIemounas capkoma; npuUMUmueHas MUKCOUOHAs ME3eHXUMANbHASL ONYXOlb MAd-
0enueckozo go3pacma.

HoaTun(sr)

Her.

Jlokanu3zanust

Caprxoma BCOR-CCNB3 Heckonpko yarie BO3HHUKAET B KOCTSIX, Y€M B MST-
KHUX TKaHax (coorHomieHnue 1,5 : 1), ¢ mpenMyIIeCTBEHHBIM MOPAKEHUEM Ta3a,
HIDKHAX KOHEYHOCTEH M mapacnMHAIBHOM oOnacTu. Penkue mokamu3anuy BKIIO-
4aloT o0J1acTh TONOBHI U Iueu, jerkue u nouku. Capkomsl ¢ BCOR-ITD u npu-
MHUTHBHAsT MHKCOWJIHAs ME3EeHXMMAJIbHAs OITyXOJb MJIAJEHYECKOTO BoO3pacTa
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BO3HUKAIOT MPEUMYIIECTBEHHO B MATKUX TKAHSIX TYJIOBHIIA, 3a0PIOIIMHHOTO TPO-
CTPAHCTBA, FOJIOBBI U 1lI€H, OOBIYHO HE 3aTparuBasi KOHEUHOCTU.

Kiunnyeckue ocodeHHoOCTH

Bonb u orex sIBISIOTCS Hanbosiee pacpoCTPAaHEHHBIMI CUMITOMAaMU.

SNHUIeMHOIOT Ul

Omnyxonu cemeiictBa BCOR BcTpeuarorest pefiko, ¢ ropasio MeHblIeH ya-
ctoroit, ueM capkoma FOunra. Capxomsr BCOR-CCNB3 umeroT mpeapacmono-
JKEHHOCTb BO3HHUKaTh y nereit (6onee 90 % maumeHToB B Bo3pacte 110 20 jer),
OTMeJaeTcs MpeodiaiaHie MalueHTOB MYKCKOTO HoJsa (COOTHOIIEHHE MYKUH-
HBI : KeHIUHbI 4,5 : 1). CapkoMbl MATKUX TKaHEH C albTepHATUBHBIMH II€pe-
crpoiikamu rena BCOR BcTpeuarorcst B 0osiee IMPOKOM BO3PACTHOM JTHAIAa30HE.
Capxoma ¢ BCOR-ITD u npuMuTHBHAsE MUKCOUIHAS ME3EHXUMAJIbHAS OIYXOJb
MJIaJIEHYE€CKOTO BO3pacTa BO3HUKAIOT B TEUEHUE MEPBOTO Toja KU3HU WU Jjake
B [IEpHHATATIBHOM IIEPUOJE.

ITHOJI0THSA

HewussectHa.

ITaTorenes

ITonoGHO CBETIIOKJIETOUHON CAPKOME TIOYKHU U 3HIOMETPUATIBbHON CTPOMAbHOM
capKoMe BBICOKOW CTEIIeHHU 3JI0KaYe€CTBEHHOCTH, MHPaHTHIIbHBIC HequddepeH-
LUPOBaHHbIE KPYIJIOKJIETOUHbIE CApPKOMBI XapakTepu3sytorces 1160 BCOR-ITD,
1100, B penkux ciyyasx, ciusausiMa Y WHAE-NUTM2B. O6a reHoTHIIa TPUBOAST
k onkorenHoi akruBanuu BCOR. Omyxonu cemeiictea BCOR umeror cxoxyto
CHUTHATYyPy AKCIIPECCUU TEHOB C CHIIBHOW THIEPIKCIIPEcCCUel TEHOB CeMeNHCTBa
HOX. MonexynsapHble nociencTsus reneruueckux anomanuii BCOR ocrarorest
B 3HAUNUTENHHOH cTenenn Hen3BecTHHIMUA. BCOR sBisieTcst kKak B3anMoAecTBy-
tomuM ¢ BCL6, Tak u penpeccopoM ero sxcnpeccuu. IToske ObU10 IOKa3aHO, UTO
BCOR sBisieTcs 94acThio HEKIACCHIECKOTO MHOTOKOMITOHEHTHOTO PETIPECCHUBHOTO
xomiiekca 1.1 (PRC1.1). B HeliposnuTenuanbHOM OIyXosn BEICOKON CTENEHU
3nokadectBeHHOCTH ¢ m3MenenneM BCOR BCOR-ITD akrtuBupyeTt kak HEKOTOpbIE
curHaibHble yTH, Tak 1 WNT/0era-karenun. Jkcnpeccust Cyclin B3 (CCNB3),
KOTOpasi B HOPMAJIbHBIX TKAHAX OrpaHUYEHA IMYKAMHU, TAKXKE 0KA3aJIach J0CTaTOYHON
JULSL yBEIMYEHUsI KJIETOUHOH mpoiudepannuy B 3KTOMMYECKUX MOJIEIISIX OIyXOIeH.

Makpockonuveckuii BUjg

Onyxomnu, Kak npasuiio, 6onpiune (6onee 5—10 cM), ppoKeBaTo-cepbie, Msr-
KM€ Ha OIllyNb, C y4acTKaMu HeKpo3a. KocTHble mopa)keHus 4acTo NPHUBOAAT
K KOPTHKaJIbHON JECTPYKIUHU U PACIPOCTPAHSIIOTCS B MATKHE TKaHH.

I'mcronarosiorus

Capxombl BCOR-CCNB3, kak npaBuiio, COCTOAT U3 PABHOMEPHON Iponu-
(bepanny MPUMHTHBHBIX MEJIKUX KJIETOK OKPYIION MM OBOWIHON (OPMBI, pac-
[OJIOXKEHHBIX B BUJAE COMUIHBIX IJIACTOB WM HEUETKOrO I'HE3[HOrO MAaTTEepHa,
OKPYXXCHHBIX OOraTtoi KamwuisipHoW cetbio (puc. 111, 112). MoryT BeTpedarbest
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1 apyrue MopQONOTrHYecKHe MaTTEePHBI, B TOM YHCIIe MEHEee KIETOUHBIC YJacT-
KM KOPOTKHMX BEPETEHOBUIHBIX KJIETOK B MUKCOMIAHOM Marpukce (puc. 113) umu
CONU/IHBIE YYACTKH NMPEUMYIIECTBEHHO «ITyXJIBIX» BEPETEHOOOPAa3HBIX KIIETOK,
(hopMHPYIOIIMX KOPOTKHE MYYKH, HATOMUHAIOLINE HU3KOIUPPEPECHIUPOBAHHYIO
CHHOBHAIIbHYIO capkomy (puc. 114). Slnpa UMErOT MEIKOIUCIIEPCHBIA XPOMATHH,
SIPBILIKK 0OBIYHO HEe3aMeTHbI. MUTOTHYECKast aKkTHBHOCTb BaprabenbHa. B mera-
CTaTHYECKUX/PEUINBUPYIOLNINX MTOPAKEHUSIX MHOTAA OOHAPYXHMBAIOT TICOMOP-
(HBIE Aapa U OTIIOXKEHUs ocTeona. MIMEIoTCst COOOIIEHHS O PENIKUX OMYXOJsiX B
MOYKaX, KOTOpble UMEIOT CYIIECTBEHHOE COBIIAJICHHE CO CBETIIOKJIETOUHOH cap-
koMol mouku. Crnexrp omyxoneil ¢ aHomanusmMu BCOR-ITD noxaseiBaeT pas-
JUYHYIO CTENEHb KJIETOYHOCTH, HAUMHAs OT CIJIOMIHBIX IUIACTOB MEJIKUX IPUMHU-
TUBHBIX KIJIETOK JI0 THIOLEIUTIONISIPHBIX 00JacTeil paccessHHBbIX BEPETEHOBUIHBIX
KJIETOK B MUKCOWJITHOM MaTpHKCe U TOHKOCTEHHbIE COCY/IbI.

Puc. 111. OBabHBIC U KOPOTKHE BEPETCHOBUIAHBIC KICTKH, (DOPMHUPYIOIIHE MECTAMH «IIOTOKO-
BBII» MATTEPH, B (PUOPO3HOI CTPOME C BBIPAKEHHOMH COCYANCTOH CEThIO
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Puc. 114. Crutonissle miacTel HeuppepeHINPOBAHHBIX KIETOK OKPYIJION WIIH OBOHIHON (op-

MBI CO CBETJIO-303MHOMHIBHOI MIIH NPO3PavyHON LUTOIIA3MOM U OKPYIIBIMU SIAPAMH, C TOH-
KM XPOMATHHOM M pa30pocaHHbIMH (GUrypamMu MUTO3a
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VIMMyHOTHCTOXMMUYECKH BCE OITyXOIH C Pa3lMYHBIMU M3MEHEHHSIMH T'eHa
BCOR neMoHCTpUpYIOT CHIIbHYI0 U JUQQY3HYIO MOJOKUTEIbHYIO PEaKLUI0 Ha
snepublii BCOR 1 B GonbIIMHCTBE CityuaeB Takxke skcrpeccupyor SATB2, TLE1
u uukianH D1. CD99 nonoxwurensHeiid npumepHo B 50 % ciydaeB. OpHaKo JKc-
npeccuss BCOR HecnenuduuHa 1, Hapumep, 4acto HaOIoIaeTCs PU CUHOBH-
anpHOH capkome. Capkomsl BCOR-CCNB3 raxoke skcripeccupytor cyclin B3, uro
He HaOmomaercs B Ipyrux omyxoinsx cemeiicra BCOR (puc. 115).
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Puc. 115. Tuddysuas saepuas sxcnpeccust CCNB3, siBisitomascst BoICOKOCTICHUGUIHON st
nuarnoctrku capkombl BCOR-CCNB3
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urosnorus

He umeeT KIMHUYECKOrO 3HAYCHUSL.

MouaekyJisipHasi AMarHOCTHKA

Iepecrpoiixu rena BCOR u BCOR-ITD M0XHO 00HAPY>KUTh C IOMOLIbIO
Pa3IMYHBIX MOJIEKYIISPHBIX METOOB.

OcHoBHBIE U KeJIaTeJIbHbIE JUATHOCTHYECKHE KPUTePUHU

OcHosHble: IPUMUTHBHBIE OKPYIVIbIE MJIM BEPETCHOBHU/IHBIE KIIETKH, PacIio-
JIOKEHHbBIE THE3/IaMH, IJIACTaMH WIIM ITyYKaMH; BapuadeIbHO MUKCOHIHASI CTPOMaA
C TOHKOHM COCYAMCTOM CEThI0; UMMYHOTHCTOXUMHUECKAs! OJIOKUTEIbHAS PEaKIHsl
Ha BCOR, SATB2 u cyclin D1.

Kenamenvuvie (B OTAEIBHBIX CIIydasix): MOJEKYISIPHOE MOATBEPKACHUE Te-
nernyeckoit anomanun BCOR (ciusinue BCOR, BCOR-ITD).

CraaupoBanue

Capkoma ¢ reHernueckumu uzmeHeHussMu BCOR npenmnonoxuTenbHo cra-
nupyetcs B coorBeTcTBrU ¢ npuHinamMu TNM Coro3a 1mo MexayHapOoIHOMY KOH-
TPOJIIO PaKka U AMEPUKAHCKOIO 00bEANHEHHOTO KOMUTETA O PaKy.

IIporuos

HoBsle JaHHbBIE CBUIETENLCTBYIOT O TOM, YTO MAlUEHThI ¢ capkoMoii BCOR-
CCNB3 nMmeroT 5-1eTHIOI0 BEDKHBAEMOCTD, AHAJIOTHYHYIO TAKOBOW y TAIIIEHTOB
¢ capxomoii FOunra (72—80 %), 1 BBISBISIOT THCTOJIOTUYECKAN OTBET HA OCHOBE
cxeMm JieueHus capkoMbl FOuHra. ¥V 3Ha4nTEeIbHON YacTH MalMeHTOB 00HAPYK1Ba-
€TCsl METaCTaTUYECKOe NOPaKEeHHE; HanboJIee YaCThIM MECTOM METACTa3UPOBAHUS
SIBIISICTCSA JIETKOE, 32 KOTOPBIM CIIEIYIOT KOCTH, MATKHE TKaHU U BHYTPEHHUE Opra-
Hbl. Micxons! npyrux omyxonei cemeiictsa BCOR TouHO He onpesieneHsl.
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