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[MHEKOOTMYEeCKME CapKOMbI — rpynna
OMNyXoJien
C 0CODOOM reHeTUYeCcKom CTPYKTYPOM
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CapKombl

* CapKoMmbl — A0BO/IbHO peaKue (<1% ), Ho
Yype3Bbl4aNHO reHEeTUYECKM U
mopdonormyeckmn pasHoobpasHble
3aboneBaHus

* B coBpemeHHOM Knaccudukaumm
Bblaenserca 6onee 50 BUA0B capkom

* ExXerogHas 3a6oseBaemocCTb B mupe —
okono 200 000 yenosek

* [o-npexxHemy ABAAOTCA OAHOW U3 CambIX
CNIOXKHbIX B Tepanuu rpynn onyxonei,
ycnexu xummoTepanuu, UMMyHoTepanum u
TapreTHOro eYeHuns Noka J0BONbHO
CKPOMHbIEe

* CoBpemeHHan Knaccudukauma
paccmaTpMBaEeT HECKOIbKO TUMOB 3TUX
onyxonew ¢ TOYKN 3peHUA FeHEeTUYECKMX
abeppauuii

Naylor et al 2011 Nat Rev Cancer. ; 11(8): 541-557. doi:10.1038/nrc3087
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[epBbIn TN — TOYEYHbIE MyTaL MM

* Tun nepBbI — OTHOCUTENIbHO NPOCTbIE OMNYXO/IN —
06ycnoBAEHbl BOSHUKHOBEHMEM OrpPaHUYE€HHOro KOIMYecTBa
MyTauuMi-aBuraTesieil OoHKoreHesa, TapretHoe 6/10KMpoBaHue
KOTOPbIX BO3MOXHO

Knaccuueckuit npumep — N’MCO (mytaunm reqos KIT,
PDGFRa, perke — BRAF, ewe perke — SDH-aepumumnTtHbIE
onyxonu)

* OcHoBHas npobaema cerogHA — NOBTOPAEMOCTb MyTaLLUM,
YYBCTBUTE/IbHbIX K TApreTHoM Tepanum KpanHe HMU3Ka (0,8-1%).
[na nx BbiaBneHus Heobxoammo npumeHeHme NGS, ogHako B
PYTUHHOM NPaKTMKe NOKa He peKoOMeHAyeTcA

TCGA Cell. 2017 November 02; 171(4):.d0i:10.1016/j.cell.2017.10.014.

BTopomn Tmn — ycTonymBble TPaHCAOKALNM

* Tun BTOpOl‘;I — bonee CNoXHbIN — CapPKOMbI, accoumnmnpoBaHHbIe C
NOBTOPAOWMNMAUCA HeCﬂy‘-'Ia[;iHblMM TpaHcioKaumamu MNpuBbIYHAA Ham TapreTHan
TepannAa BO3MOXHa HE BCeraa

* B aty rpynny BxoaAaT okono 25-30% Bcex CapKOM MATKUX TKaHeM

* MpPUYNHON BO3HUKHOBEHUA TPAHC/NOKALMIA MOTYT CNYXKUTb KaK C/ly4aiHble
cobbITMA, NPUBOAALLMNE K NPEUMYLLECTBEHHOMY BbI*KMBAHUIO K/TIOHOB C
nepecTpoikamu, TaK U BHeLLIHWe BO34enCcTBuA

TCGA Cell. 2017 November 02; 171(4):.doi:10.1016/j.cell.2017.10.014.




04.05.2021

TpeTtun Tmn —HapyLweHUsa KONUMHOCTHU

* TpeTunit TN — NPoTEeKaoLWMN NPEUMYLLECTBEHHO C
yBennyeHmem/ymeHblLUeHNEM KOMUMHOCTU FEHOB U LeNbIX
Y4aCTKOB XPOMOCOM

* B 31Ol rpynne moryT 6biTb BblAeNEHbI ONYX0AU C
YMepEeHHO CNI0XKHbIM reHOTUNOM, NpoTeKatoLwme ¢
amnanduKaumen reHoB, TapreTHbIM NOAXOA K KOTOPbIM
MOMeT paccMmaTpmBaTbes (aeanddepeHunpoBaHHan
nmnocapkoma — amnandpumkauma MDM2) n 6onee
CNOMKHble (aHrMoCcapKoMbl)

i,
3y

TCGA Cell. 2017 November 02; 171(4):.d0i:10.1016/j.cell.2017.10.014.

BapunaHT TpeTbero Tmna - XpOMOTPUNCUC

* TpeTnit TN — CIOXKHEeNWMe HapyLeHMA KaprMoTnna, NpuBoaALLME K NONHOM
aBTOHOMWK OMYXONK

* OCHOBHOW NPUYNHOM ABNSETCA XPOMOTPUNCUC —KaTacTpoduyeckan
AEe3NHTerpaumsa, Kak npaBuao, og4HOM XPOMOCOMbI C MocneaytoLLein
CNY4aHOW UHTEerpaumen oTaeNbHbIX y4acTKOB reHEeTUYECKOro matepmana
(netomurocapkoma, 0CTEOCAPKOMbI, YaCTb XOHAPOCAPKOM)

TCGA Cell. 2017 November 02; 171(4):.doi:10.1016/j.cell.2017.10.014.
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YacTtoTa BCTPEHAEMOCTUN PA3/TNYHBIX TMCTONOTMYECKNX

NoATUMNOB

Soft Tissue Sarcoma
A Disease of Many with Exceptional Molecular Heterogeneity
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BblCcOKan yacToTa myTaumi reHos TP53 (49%)
M RB1 (27%) v nx coveTaHHasa buannenbHan
MHaKTMBaumA (92% u 94%)

YpesBblyaliHO pa3sHOO6pasHble reHeTUYeckne
cobbITUA M KpaliHe peaKo BCTpeyatoLmecs
nosTopAloLLMeca reHeThyeckne abeppauun,
AOCTyMNHble COBPEMEHHOM TapreTHoW Tepanum

BblCOKan NA1OMAHOCTb, NPMBOAALLAA K AYNAU-
TeTpanavKauum reHoma

MexaHn3Mbl anbTepPHAaTUBHOIO YAJAUHEHUA
Tenomep

BRCA-ness —HapyLueHuA B reHax
rOMOJIOTMYHOM peKOMBUHALMK, KaK NpaBuno,
BbI3BaHHbIE AOCTAaTOYHO KPYMHbIMM
aeneunsamm

Bbicokas yactoTa xpomoTpuncuca (sbiwe 30©

Mpu 3ToM — B 6O/bLIMHCTBE C/ly4aeB HU3Kan
MyTaUMOHHasA Harpyska (3, 09/Mb)

Chudasama P NATURE COMMUNICATIONS | (2018)9:144 DOI: 10.1038/s41467-017-02602-0
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AnbTepHaTUBHbIE MEXaHU3Mbl YOAUHEHNA TENOMEP
(ALT)

A
DOV, e (o e

* YANMHEeHMEe TeNIoOMEpP — MEXaHU3M
penaMkaTMBHOM MMMOPTAIN3aLINK
KNEeTKN, 0ObI4YHO BbI3BaHHbIN
peakTnBaumen TERT

* Mpu neriommocapkome
3a/1eMCTBOBAHO 2 a/IbTEPHATUBHbIX
MexaHn3ma

- 3aNUreHeTUYeCKUin, cBA3aHHbIN C
HapyweHuamn B reHe ATRX ,
pemMogennpyowmum XpomaTmH

- noBpeXxaeHne Apyrux reHos,
PEryanpyroLLMX pasmepbl TeENOMeEpP
(neneunun RBL2, SP100)

Chudasama P NATURE COMMUNICATIONS | (2018)9:144 DOI: 10.1038/s41467-017-02602-0

BRCA-ness — novyemy 1 Kak? ECTb 1 WWAHC NPUMEHUTD
3TO B 1e4eOHOM TaKTMKe?

* Hanbonee yacto nopaxaembole reHbl
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Chudasama P NATURE COMMUNICATIONS | (2018)9:144 DOI: 10.1038/s41467-017-02602-0
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Banaet nn aepekT roMoNormyHomn pekombHaLmm Ha
YYBCTBUTE/IbBHOCTb K XMMMOTEPANMU U BbIKMBAEMOCTb 3TUX
NaUuMeHTOK?
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Rosenbaum et al 2020 JCO Precis Oncol 4:1350-1360 DOI https://doi. org/10.1200/P0.20. 00122 .

Bo3mMoOXHO 11 ncnonbloBaHne PARP- mHrimbutopoBs B AaHHOM
rpynne’?
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Grignani et al www.thelancet.com/oncology Published online September 11, 2018 http://dx.doi.org/10.1016/51470-2045(18)30438-81




XpOI\/\OTpl/II'ICl/IC. Kakne BO3,D,el7’ICTBMFI BO3MOXKHbIl Ha 3TOT TUT

CapKoOM?
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Stitched chromosome

Pieces lost to cell

PErmm

° OI'pOMHOE Ko/mn4yecTtso cnyqaﬁme
reHeTu4yecCKux HaprJEHVIﬁ aenaet
3aTpyaHUTENbHbBIM MOUCK ,u,eraTeneﬁ
OHKOreHesa, HO MOXXeT CNYXUTb
MCTOYHUKOM HEOaHTUTreHOB

* OpgHako 3pdeKT MMMyHOTEPaNMn
KpainHe HU30K

* MpuynHbI
- notepa komnnekca HLA B 70% cnyyaeB

- HeTpaHcaupyemblie XumepHble
CTPYKTYpbI

Corbes JO Cell 2013, Wang Surg Pathology 2018

RapumMHocapKkoma
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Gotoh et al 2019 NATURE COMMUNICATIONS | (2019)10:4965 | https://doi.org/10.1038/541467-019-12985-x

* Teopun NPOUCXOKAEHUS: KONAU3US,
KOMBWHaUNA, KOHBEpPCUA

* 4 MONEKYNAPHbIX NOATUNA, UAEHTUYHbIE
KNnaccam sHAOMETPMOUAHOIO paKa

- POLE-myTMpoBaHHbIE

- MSI-H

- C NpM3HaKamMM reHOMHOM
HecTabuabHOCTU

- CrabunbHble

* Cpegu Hanbosnee YacTbix ABUraTeNEN
OHKoreHesa - TP53, PTEN, ARID1A,
PIK3R1, PPP2R1A, MSH2, KRAS
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3HayeHune MOJTERYJIAPHbBIX K/1dCCOB
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Gotoh et al 2019 NATURE COMMUNICATIONS | (2019)10:4965 | https://doi.org/10.1038/541467-019-12985-x

K/NOHaibHOE eAMHCTBO M K/JIOHA/IbHaA 3BO/IHOLMA 6M(|)a3HbIX OI'IVXOJ'IGVI

Gotoh et al 2019 NATURE COMMUNICATIONS | (2019)10:4965 | https://doi.org/10.1038/541467-019-12985-x
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