COBPEMEHHDBIE METOADbI
MOJIEKYJISPHOWU ANATHOCTKMU
B OHKOJIOTUMU




Tect OncoDEEP npepHasHaueH Ans [eTasbHOro aHaiu3a Onyxosu
M COCTaB/IEHUS ee MOJIeKYNSpPHOro nacnopra. TecT npefycMmaTtpyBaeTt
aHaM3 OuoncuHHOro MaTepuana, a TaKXe, B C/lydae 3aKasa
pacliMpeHHOro BapuaHTa TecTa, elie W obpasua kposu. B ocHose

OnCODEEP > Tecta JIeXMUT YHUKasibHbIM KOMMJEKC METOJOB aHanM3a OMnyxosiu Ha
yposHe JHK u 6enka.

MepcoHaAn3nposaHHoe ] )
OncoTRACE — nepcoHanusuMpoBaHHbIM TECT, BbIMOJIHAEMbIM Ha

NedHeHne obpasue KpoBW, KOTOPbIH NpeaHasHayeH A1 MOHWTOPUHIA Pa3BUTHS

ONMyXOJ/IM W OUEHKU 3PEEKTUBHOCTU MPOBOAMMOrO JledeHus. TecT
OncoTRACE sBnsietcs norMyeckMM MpPOAO/IKEHUEM MNPOBELEHHOIO
paHee Tecta OncoDEEP.

Mockonbky ans npoeenerust Tecta OncoTRACE pocratouno obpasua
KPOBW, HET HYXObl B MOBTOPHOM B3sTWKM 6uoncuu. bBnarogaps

UCNO/Ib3OBAHUIO TakKOro HEeWHBa3WBHOINoO noaxoda, TECT MOXKeT
npoBOAMUTbCA C TOM PerynsapHoCTbio, KOTOpasda NO3BOJIMT OHKOJIOry
AUarHOCTUPOBaTb niobbie peunanBbl Ha paHHeﬁ CTaguu.

ONCODEEP

OT4eT AnS Bpaya

AHanun3 06pasua onyxoAu

1. MoneKkynsipHas XxapakTepucTuka OnyxXoAn

1. ucTonaTonornyeckuin aHaAms obpasua onyxonm 2. BapuaHTbl Ae4HeHus
2. CekBeH/pPOBaHVIE HOBOIO NOKOAEHUS] a. TapreTHas Tepanus
a. bonee 65 reHoB, «ropsuve Touku» MyTareHesa + Bapuauuu b. xumnoTtepanus
yucna KOnuM reHos. C. MMMyHOTepanus
b. CpenHsis rnybuHa nokpbitus 1000x. 3. BO3MOXHOCTb YHACTUSI B KAVHUHECKUX UCNBITaHUSIX
HOBbIX NPenapaTos

3. VHAamBMAyaAbHbIi aHaAN3
(c y4eTOM TVNAa paka 1 NPOBOAVMOW paHee Tepanun)

P NMMyHOrMCTOXMMHUYECKHE MCCefoBaHWA ONS onpeneneHu s
3PPEKTUBHOCTH TAPreTHOM Tepanuu

P VMMyHOrMCTOXMMHUECKHE UCCNefoBaHUs AN ONpeAeneHus
3P hEKTUBHOCTU XMUMHUOTEPANUHU

P MMMyHOrMCTOXMMHUECKHE UCCNIefOBaHUs AN ONpeaeneHus
3(pPEKTUBHOCTU UMMYHOTEpPANUM

: and Transportation, Kit
€mpt human Specimen

P AHanu3 TpaHCNOKalMWi, MeTUIMPOBaHHUA



ONCODEEP+ONCOTRACE

»  MMMyHOrMCTOXMMHYECKHE UCCIefOBaHUs ANS ONpeAeneHus
3P PEeKTUBHOCTU UMMYHOTEPANHH.

»  AHanu3 HeTUNUYHOro cnnaﬁcmra, MEeTUNUPOBaHHUA.

1. MicTonaToAorvyecknin aHaAms obpasua onyxoAu, aHaAn3 AHaAN3 0bpa3ua KposBu - ceKxBeHMpoBaHue
5]
Ka4ecTsa obpasua Kposu HOBOFO NOKOAEHWS]
AHanun3 obpasua onyxoAu

Ananus 6onee 200 BapMaHTOB, acCOLWUPOBAHHbIX

2 CEKBEHMDOBaHVle HOBOIMO NOKOAEHWS C YYBCTBUTEJIbHOCTbIO U1K PE3UCTEHTHOCTbIO ONYXOJIH

K TapreTHoW Tepanuu (TouyedHble MyTauWu, UHCEPLMH /Aeneumnu,
a. bonee 150 reHoB, «ropsuve TOukW» MyTareHesa + .

BapuaLMKu Yucia KOMui reHos).
koaupytowue ydactku JHK.

b. Bonee 350 hbiOXKH-FeHOB (aHaNU3 TpaHC/IOKaLuK). OT4eT AAS Bpa4a

c. CpegHssa rnybuHa nokpbitus — 1000x.

d. Boibop fo 15 monekynspHbIX BapuaHTOB A5 1. MoneKyAsipHasi XapaKTepucTHKa OnyXoAn
nocneayioLero MOHUTOPHUHra C UCMO/Ib30BaHUEM 2 AHBAUZ SKNAKOCTHOW BUONCHM

nepcoHanusuposaHHoro tecta OncoTRACE.
. 3. BapuaHTbl Ae4eHun
3. VHamBUAYyaAbHbI @HaAN3

(C y4eTOM TVINa paka 1 NPOBOAVMON paHee Tepaniu) a. TapretHas Tepanus.

b. xumuoTepanus.
»  MIMMyHOrMCTOXMMUUECKUE UCCNE0BaHWS LNA ONpeneneHus

3phEeKTUBHOCTU TAPreTHOU Tepanuu. C. UMMyHOTepanusi.
»  VIMMyHOrMCTOXMMHUYECKHUE UCCNENOBAHUSA O/1S ONpeaesieHus 4. BO3MOXXHOCTb YHaCTUS B KAUHUHECKMX NCNBbITaHNSIX
3PhEKTUBHOCTU XMUMHUOTEPANUM. HOBbIX NpenapaToB

ONCOTRACE

OT14eT AAS Bpa4ya

AH3AU3 YKMAKOCTHOM Broncin 1.  AHaAu3 >XMaKOCTHon Broncun
2. 0630p paHee naeHTUGUUNPOBAHHBLIX
1.  AHaAu3 ka4yecTsa ob6pasua Kposu NepCoHaAN3VPOBaHHbLIX MEeHHbIX BAPU3HTOB B AUHAMNKE
2. CexseHVpoBaHyie HOBOMO NOKOAEHMS! 3. OTYeT 0 BHOBb BbISIBAEHHbIX MeHHbLIX BapUaHTax,
a. MonwuTopuHr Bnnotb go 15 paHee MAEHTUHLHMPOBAHHbBIX aCCOUMMPOBAHHBIX C PE3NCTEHTHOCTLIO OMYXOAU K
MONIEKYNSPHbIX BapUaHTOB. BbIGpaHHOM Tepann NAM C HyBCTBUTEABHOCTbLIO K HOBbIM
b. Bonee 200 MyTauui, acCOLUUPOBAHHBIX C UYBCTBUTENbHOCTbIO B3pUBHTaM AEHEHUA
WK PE3UCTEHTHOCTBIO OMYXOJIM K TapreTHOoM Tepanuu (TouyeuHble 4. BapuiaHTbl AeHeHUs! (tapreThas Tepanis)
MyTauWK1, UHCEePLWH / Leneuunn, Baphalumm Yucaa Komnum reHos),
— 28 reHoB. S. B0O3MOXHOCTb YHaCTUSI B KAMHUMECKUX UCNbITaHUSIX
HOBbIX NPenapaTos

TecTtbl ONncoDEEP n OncoTRACE BbINOAHAOTCA B COTpyAHMYecTBe ¢ nabopatopuenn OncoDNA, benbrus



MoneKyAspHbIn NpodnAb

onyxoAn — «OHKoIKapTa»

.

Tect OHkoKapra nos3BonsieT ycTaHOBWTb Ha/luuMe MyTauuh B Tak

Ha3blBaeMbIX Toukax» 50 reHoB, accouUMMPOBAHHbIX
C pa3BUTHEM OMyXOJU (OHKOTEHOB W OHKOCYMPECCOPOB), B TOM YMcC/ie
B Takux reHax, kak KRAS, BRAF u EGFR. «lopsaune Touku» - 3T0

YyUYaCTKM FEHOB, B KOTOpPbIX Haubosee 4acTo BO3HWKAIOT MyTaluuu,

«ropayux

oTBevaloulMe 3a pa3BuUTHUE paka.

I'IonyquHble pe3ynbTaTbl NOMOrakoT B Bbl60pe npaBuUJIbHOro ne4yeHusA,
OCHOB@HHOIo Ha Tapl’eTHOlji Tepannunu Unun CTaH,EI,apTHOFi XUMUOTEPANUH.

NccneaoBaHue BKAKOHAEeT B cebs:

lMcTonaTonorMyeckui aHanms obpasua onyxosiu
Boigenenve OHK us onyxonesoro obpasua

TapreTtHoe cekBeHupoBaHue onyxoneson OHK co cpegHum
nokpbithem 2000x

CBerTO'—lHoe BbiABJIEHUE MyTaLl,Ml:i, aCCOLUHUHUPOBAHHbIX
C pa3BUTUEM ONYyXOJIU

OHKOKAPTA

Mccne,qosaHme ABnaeTca 6a30BbIM OHKOJIOFM4yeCKnum TECTOM,

BK/lOYAIOWMM B cebs  aHa/iM3 MyTauMid B OCHOBHbIX reHax,

aCCoUMHUpPOBaHHbIX C Pa3BUTUEM paKa U OTBETOM ONYyXOJIM Ha Tepanutio.

MNpeumyLiectso OnkoKapra nepen ppyrumu
onpegenieHuss MONEKYNAPHbIX U3MEHEHWH B Oonyxonu (Takumu, kak [MLP,

Tecta MeToAaMu
FISH, UI'X) 3akntouaetcs B BO3MOXHOCTH OAHOBPEMEHHOTO BbISIBJIEHWS
myTauui B 50 reHax, vrpatoLux BaykHylO pOJib B KaHLeporeHese.

OunkoKapra npepncraenser coboi TapretHoe cekeBeHupoBaHue 50
reHoB ¢ 6onbwok rnybuHon nokpbitus (2000x). Meton nossonser
O0OHapY>XMTb KaK TO4euHble MyTauuu, TaKk W HebosbluMe BCTaBKH

W oeneuuu.

["eHbl, BKAIOYEeHHbIe B NaHeAb OHKoKapTa



BAPVNAHT NEHEHWNS PAIKA
MeToAnka

Ha nepBomM 3tane npoBOAWTCA TMCTONATONIONMUYECKUHA aHanu3
obpa3sua onyxosu (napadrHoBoro 610Ka Uiv cpesa) v onpeaensercs

5 MASH AEYEHUS! Ha OCHOBe y4acToK C HaubO/IblIMM COAEPXKaHUEM OMYXOJEBbIX KJ/ETOK.
OBbi4HBIN MnaH PE3YALTETOB MOAEKYASIPHOMO M3 atoro yyactka Bbigensercs onyxonesas [JHK u nposogutcs
NEHEHI NPOMVIAPOBaHVS] CeKBEHUpPOBaHUe ¢ 6obLIoN ryGUHOM NoKpbITHs. Mo pesysbratam
CEKBEHWPOBaHWS OCYLLECTB/ISAETCS BbisiBIEHWE MyTaLWi B OMYXO/H,

Baprant nevernts 1 BapranTe! nevenns B TOM YKC/le TEX, KOTOPbIE MPUCYTCTBYIOT B HEBO/IBLLOM KOIMUECTBE

OnyxoJieBbIX KNIETOK U HEe noaonarTcAa o6Hapy>+<eHmo C NOMOLLbIO

° 0 He HasHauatoT BapuaHTel A/B, TPaAHULHUOHHbIX METOLOB CEKBEHUPOBAHMUS.
MOXXeT 6bITb Ha3Ha4yeH BapUaHT C

0, 0,
NET PESYNETATA YyectBuTenbHocTb Metopa coctaensetr 98% npu 5% pone

BapuanT neverus 1 MYTaHTHOro ansienis B obpasue.
BapwaHT neyenus 2

Kpome Toro, u3 obpasua KpoBW NauueHTa TakXKe BblessieTcs
u ceksenupyetrcas [JHK. 310 no3Bonsier BbiCHUTb, Kakue
MyTauuu, OBHApY>KEHHbIE B OMYXOJIM, SBMSIOTCA rEPMUHA/IbHbIMM

(BpOXKAEHHbIMK), @ KaKhe - COMaTUYECKUMMU.
BapuaHT neuenus 3 BapuaHTbl neuenus 2

() Pe3ynbTaThl

Ty TecT BK/touaeT B cebs 6UOMHOPMATUYECKHI aHaNM3 pe3ynbTaToB
OrpatuueHHoe 4uCc/Io BapHaHToB cexkBeHupoBaHua [HK, BbiieneHHOM M3 KNeTOK Onyxonu W W3

I<aKk MO>KHO 33aKa3aTb
nccAeAOBaHMe 3aKnlo4HeHune

OHKOI(apTa B pe3ynbTate UCCnefoBaHUA NedalleMy Bpady npenocrtaBndeTcs

KJIETOK KPOBW nauueHTa. Bpau nonyyaet cnucok Bcex MyTauuu,

0BHapy>KeHHbIX B OMYyXOJIM, C yKa3aHWEM [OJIM MyTauuu B obpasue

OMyXOJIK U MOSICHEHWEM, SBISETCS /1M MyTaUWsi TEPMUHANbHON WK
COMaTHYECKOM.

3aK/llo4HeHHne, KOTOpOoEe BKJ/IKOYaeT:

S Pe3yanaTb| TMCTOMNATOJIOTM4YECKOIro aHa/1M3a onyxosesoro
IKakmne ob6pa3ubl HY>KHbI AASI UCCAEAOBaHNS
obpasua (kauectBo obpasua, nNpoOLEHTHoe cohepyKaHue

ONyXO/EBbIX KJETOK B 0bpasue).

MepeueHb Bcex MONEKYNAPHbIX W3MEHEHWM, BbISBIEHHbIX
B 0bpa3sLax onyxosiu U KpOBM, C YKasaHWEM Ha MPOUCXOXAEHWE
MyTauuu (repMuHanbHas wWAM  comatuyeckas). OtpenbHo
nomMevaloTCa MyTaluu, Nonajalolve B  «ropsyue  TOUKH»
myTareHesa. [lna kaxkao# myTauuM, €CiM OHa onWcaHa, JaloTcs
CpOK BbINOAHEHNS NCccAneAOBaHUS CCbUIKM Ha 6a3bl  [aHHbIX, COAEp’Kaliue [LOMOJHWUTENbHYIO
uHdopMauuto o gaHHok MyTauuu (dbSNP, COSMIC).




Onyxonb - 370 MynbTUdakTopHoe 3abosieBaHWe, OAHOM M3 MPUUWH
KOTOPOro MOXEeT SIBNSATbCA HapyLUEHWE CTPYKTYPbl XPOMOCOM KETKM.
Mpyv 3TOM HeEKOTOpble yyacTKU XPOMOCOM, KOTOPblE HECYT TreHbl-
Cyrnpeccopbl, MUcYe3aloT, a [APYrde Y4YacTKM, HECyLUUe OHKOreHbI,

AHaAMB CprI(TyprIX oTBevaroulme 3a pa3BuThe onyxosin, HanpoTus, NOABJIAKOTCA B 60ﬂbLL|eM
< KonuyecTse (amniuduumpytoTcs).
N3MeHeHU reHOMa OMyXOAU o

Cno>kHble KOMMIEKCHble reHOMHble I'IepECTpOI:IKM B KJIeTKe ABNAI0TCA

«OHKOCKaH» CNeAcTBUEM TaKoro eHoMeHa, Kak XpoMoTpurncuc. XpoMOTpUncUc
MoXKeT HabloAaTbCa B OMYXONEeBbIX KAETKax NpM pasHbiX TMNax paka.

MNoHumaHue CTPYKTYPHbIX XPOMOCOMHbIX M3MeHeHMﬁ, npoucxopawmx
B ONyXOJiM, 3a4yaCTylo MNO3BOJIAET YTOYHUTb NPOrHO3 pPa3BUTUA
3aboneBaHUa M MOXKET ABAATbCA K/OHOM K nop,6opy npaBuIbHOro
neyeHna ona MHOrux onyxoneﬁ.

Tect OHKOCKaH - 3TO NOJIHOreHOMHbIW aHa/IM3 BapUauMi YMcia Konum
FeHOB M YYaCTKOB XPOMOCOM. TecT NO3BOJISIET BbISB/IATb KaK MesiKue,
TaK W KpYMHble CTPYKTYpHbIE HapYyLUEHWS B XPOMOCOMaX KNETKH.

3HauUMMOCTb U3MEHEHUs uucna KONuK (aeneuun
W aMnandguKauuit) ycraHoeneHa Ansi 60/blworo Yicaa reHos,
aCCOLMUPOBaHHbIX C Pa3BUTUEM OMYXOJIH.

Konuyectso W cTpyktypa abeppauuii NO3BOMSET OLEHWTH
MPOrHO3 L1l MHOTUX CONWAHBIX OMYyXOJEN.

BbisieneHne abeppauui B OTAENbHbIX KJIOHAX OMyXOJIEBbIX
KNETOK W OLeHKa 3BOJIIOLMK KIOHOB MOTYT MrpaTb peLuatoLLyio
pOJib B MPUHATHK PELLEHWUS OTHOCHTESNIbHO BbIGOPA NPaBU/IbHOIO

AHanua obLUero Yncna Komnuit No3BOSIET BbISIBUTD AENELWU U aMIIUPUKALMK YHACTKOB XPOMOCOM
leyeHus. (A). AHanu3 NPOLEHTHOrO COAEPIKaHWA anens No3BOJSET BbISBUTb MO3aUyHble HU3KOYPOBHEBbIE
amnandprkaumnn 1 geneunn, LOH, a Takke oueHntb 3Bosoumnio knoHos (B).

NPEVNMYLWECTBA TECTA OHKOCKAH:

Paspewatowas cnocobHoctb B 50—100 TbicAy HyKneoTMaos
no ~900 oHkoreHam.

LLInpokui guHaMUUYecKWi guanasoH, NO3BOJAIOLLMUMI
KOJIMYECTBEHHO XapaKTepHU30BaTb Y4aCTKU XPOMOCOM,

npepcrasneHHbie 10 konusimu 1 Gonee.




Amnnudpmkaumus reHa EGFR, Tak ke Kak W Hanuuve myTauuu Amnnudrkaums reHa KRAS npuBogMT K aKTUBaLMKU TeX >Ke
B 18, 19 uam 21 ak30He reHa, ABNSETCA MOOXKUTEbHbBIM CUrHaNbHbIX MyTeW, UTO W Ha/MuMe aKTUBUPYIOLLEeH MyTaluH,
MapKepoM OTBETa MaLUEeHTOB C HEME/IKOK/IETOUHbIM PaKoM no3ToMy BbisiBNeHWe amnindpukauuii B reHe KRAS BaxkHO npw
Nerkoro Ha UHrMBUTOpPbI TUPO3WHKKHa3bl EGFR Ha3HayeHuu aHTU-EGFR Tepanuu
POCTOBOW ®AKTOP POCTOBOW GAKTOP POCTOBOW ®AKTOP POCTOBOW ®AKTOP POCTOBOW ®AKTOP POCTOBOW ®AKTOP

AMMINOU-
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Het otBeTa Ha Het otBeTa Ha Het otBeTa Ha
OTBeT Ha UHrUOMTOPDI OTBeT Ha MHrUOUTOPDI OtBeT Ha UHrMOMTOPDI
MHIUOUTOPDI UHrUBHUTOPDI MHrUBHUTOPDI
TUPO3UHKHUHA3bI TUPO3UHKKUHA3bI TUPO3UHKHUHA3bI
TUPO3UHKMUHA3bI TUPO3UHKMUHA3bI TUPO3UHKMUHA3bI

BbisiBneHWe ~ XPOMOCOMHbIX ~ MEPEeCTPOeK  MPOBEfEHWs  aHalu3a MOJIHOTO  reHoma
M y4yaCTKOB  MOTEPU  FETEPO3UTOTHOCTM B paMKax OfHOrO LMarHOCTUYECKOro TecTa.

LOH) npepctaBnsier coboW [OCTaTO4HO
( ) npea . Kpome Toro, Tect OHkockaH obnanaet 6onee

BbICOKOW paspeluaiolieit cnocobHocTbio Mo
CpaBHEHUIO CO CTaHAAPTHbIMU METOAaMM.

CNOXHYIO 3aaauy B YC/I0BUSAX HEOBXOAUMOCTH
paboTbl C  OrpaHWyeHHbIM  KOJWYECTBOM
nerpaguposaHHHon JHK, BblgeneHHon w3
napadgMHoBbIX 6/0KOB 0Opasua onyxosu. C pgpyron cropoHbl, Tect  OHKOCKaH
Takxke obnafaetr NpPeMMyLLECTBOM nepef
TEXHOJIOTMEN CEKBEHWPOBAHWS ClIELYIOWEro
nokosnenus (next generation sequencing,
NGS). HecmoTps Ha TO uTO TexHosorus
NGS naert OTJ/IMYHYIO BO3MOXHOCTb
NOJIHOreHOMHOTO BbISIB/IEHUS TOYEUHbIX
MyTauWH, aHaIn3 XPOMOCOMHbIX NepecTpoeK
B reTeporeHHoM onyxonesoM obpasue

OHKoCKaH no3BonsieT pelwuTb 3Ty npobnemy
nyTem WCMNOJIb30BaHMA YHUKaNbHOM
TEXHOIOTMU MONEKYNAPHBIX UHBEPCHbIX NPo6
(MIP). B oTanuve oT TpagWLMOHHbBIX METOLO0B
[EeTEKLHUU XPOMOCOMHbIX MEPECTPOEK, TaKUX
kak FISH w TLUP, npegHasHaueHHbIX pnns
aHa/M3a uyWcna KOnuih B OTAe/IbHO B3ATOM
nokyce, tect OHKOCKaH [aeT BO3MOXHOCTb

ABNAETCA 3aTpyAHWUTENIbHbIM C  MOMOLLbIO

3TOro MeTofa B cuny HeobxoaumocTu ocoboi
npo6onoAroTOBKM M CEKBEHUPOBAHUSA C OYEHb
6ONbLIOK rNyBUHOM MOKPBITHUS.

Tect OHKOCKaH, OCHOBAHHbIA Ha TEXHOJ/IOrMU
MWKPOMATPHUUHOTO aHanusa, naet
BO3MOYXHOCTb  MPOBECTU  MOJIHOreHOMHOEe
uccnegosaHue umcnakonui JHK c ebissneHvem
yuacTKoOB C notepei retepoaurotHoctu (LOH)
C MOBbILWEHHbIM pa3pelleHneM B obnactu
~900 onyxoneBbix reHOB Ha MaTepuane
oaHoro obpasua. [laHHble MOXHO MOAYYUTb
npu Hanuuuu ecero 80 Hr OHK, BbigeneHHom
U3 napaduHosoro 6n0okKa.



MammaPrint - oueHka pl/ICI(a‘

passuTus peum ”l/lBé npui pake
ok
MOAO‘-I_!-IOVI sKenesbl

IKakyto NHpopMaUnIo ASIOT pe3yAbTaTbl
Tecta MammaPrint?

Tect Mammaprint No3BosisieT OLUeHWUTb BEPOATHOCTb pPeLvauBa
u/vnu obpasosBaHWsi OTAANEHHbIX MEeTacTa3oB y NalUeHTOK C
PMXX B Teuenne 10 net nocne ypaneHuss nepBUUYHOW OMyXOJIW.
PesynbTatbl TecTa galoT 0gHO3HAYHbIN OTBET, ABNASETCA JIK PUCK
BbICOKMM W/IM HU3KKMM. HWKaKUX NpOMEXyTOUHbIX KaTeropuu
pHcKa Her.

P BbICOKWMM PUCK O3HAYaeT, UTO BEPOSTHOCTb MOBTOPHOMO
pa3euTus onyxonu coctasnset 29% (3 cnyuas us 10)

» Huskul puUck oO3HauaeT, YTO TaKas BEpPOATHOCTb paBHa
10% (1 cnyuait us 10).

OueHKka BepoSITHOCTM peuuAvMBa OCHOBaHa Ha  JaHHbIX,
nonyyeHHbix B xoge 10-neTHero HabsofeHUs 32 KOHTPObHOM
rpynnow nauueHToB, He NOJyYaBLIMX KaKoW-TMOO afbloBaHTHOM
Tepanviu (ropMoHaNbHOW UK XUMUOTEPANHHM).

MammaPrint npencrasnser coboil MONEKYNSPHbIA AWArHOCTUYECKUM
TEeCT, npefHa3HayeHHblM AN OOBHEKTUBHOM OLEHKWM pUCKAa peuuAauBa
paka ™MonoyHon >kenesbl (PMXX) Ha ocHoBe aHanusa npoduns
3KCNPECCUH reHoB B ONyxosiesoM obpasue.

B otnuumne ot GONbLIMHCTBA APYrUX MYNbTUrEHHbBIX AUArHOCTUUECKMX
TecToB B 006/1acTM OHKoNorMu, Tect Mammaprint paspelweH K
npuMeHeHuto  YNpaBfeHWEM MO KOHTPOJIO  KayecTBa  MULLEBbIX
NPOAYKTOB U NnekapcTBeHHbIx cpeacts (Food and Drug Administration,
FDA, CLUA).

MammaPrint - 3TO €OWHCTBEHHbIM MYJ/bTUreHHbIM TecT ans PMXK,
NPOLeAWnH PaHLOMHU3UPOBAHHbIE KOHTPOJIMpPYeMble  KJIMHUYECKUE
UCMbITaHUsA, NOATBEPAMBLUME IPDEKTUBHOCTL TECTA B UAEHTUDUKALMUU
TeX MNauWeHTOB, KOTOpbIM cJiegyeT Ha3HadaTb  afblOBAHTHYIO
XUMMUOTEpPAnUIO, U TeX, O/ KOro 3TO SIBISIETCA U3JIULLHUM.

ANS KAKNX NaUMeHTOB NpeAHa3Ha4YeH TecT
MammaPrint?

* 1 uUnun 2 cTagus paka MOJIOYHOM XKenesbl

* WHBa3MBHas KapuuMHOMA

* pa3amep onyxonu He Gonee 5 cm

* OTCYTCTBYET MOpaXeHWe JIMMOY3/10B

* oBOK cTaTyc aKCNPecCUH 3CTPOreHOBOrO peuentopa B
onyxonu: ER+ unu ER-

* /060K cTaTyc aMnindUKaLmK reHa, KOAUPYIOLLEro peLentop
anugepmManbHoro dgaktopa pocta ERBB2 (HER2 /Neu):
HER2+ wnu HER2-

* noboi Bo3pacT nauueHTKH

O,D,HOl:1 M3 OCHOBHbBIX CJIOXXHOCTEM COBpeMeHHOﬁ OHKOJIOTUKU ABNAETCA HeO6XO,D,MMOCTb YEeTKO pas3/iMyatb Ciydyau, Korga nauueHTy umeert

CMbICN1 Ha3Ha4YaTb aAblOBaAHTHYIO XMMUOTEPaANHWIO, a Korga — HeT. ﬂ'O HacToAuwero MOMeHTa Bb|60p NeyeHuss B BONbLUMHCTBE TaKMX cniy4yaes

OCHOBbIBa/ICA Ha TPagULHUOHHbIX K/IMHUKO-NATONIONMYECKUX KPUTEPUAX.

O,D,HaKO, Y4uTbiBas, 4TO Ciydyau PMX co CXOA4HbIMU K/IMHUKO-NATOJIOTMYECKUMHU YEPTAMHU MOTYT XapaKTepU30BaTbCA COBEPLUEHHO Pa3/IMYHbIMU

pe3ynpbTataMmu nedeHusda, O4YeBugHoO, 4YTO CTaHfapPTHble MEeTOoAbl

HEONOCTAaTOYHbIMHU.

OLUEHKHU pPUCKa MNpPpUMEHEHUA aﬂ,b}OBaHTHOﬁ XUMHUOTEPANUU ABNAKOTCA

Mo aToM npuunMHe MonekynspHasi OUarHOCTUKA C Ucrnosib3oBaHWeM Tecta MammaPrint sBnsieTca BaXKHbIM [LOMOJIHEHWEM K CTaHAapTHbIM

MeTon4aM Npu NPUHATUU peLleHUa O Ha3Ha4e€HUU XUMHOTEepPanuu.



Kakon matepran HeobxoAnM AAS1 nposeaeHns Tecta MammaPrint?

ANS ICCAEAOBaHIS CNOAB3YIOTCS NapaduHOBLIE BAOKI C 0Bpa3LOM OnyXOAN. AOMNOAHATEALHAS!

Brioncung He TpebyeTcsl Ha ocHoOBe OAHOIO 0Bpa3La OnyXoA OAHOBPEMEHHO 11 M3PaAAEABHO
NpoBoAMTCS 2 aHaAn3a: MammaPrint n BluePrint

MammaPrint

TeCT, OCHOBaHHbIW Ha aHanu3e JKCnpeccuun 70 reHoB 1 I'IO3BOﬂF|IOLLI,Ml:1 OLEHUTb PUCK peLnonea
npuv PM)K, a TaKXXe pa3fe/iutb nauMeHToB Ha TeX, KOMY csieqyeT Ha3Ha4aTb XUMHUOTEepanuto,
M Ha TeX, O/id KOro HasHa4eHne xXMmMuoTepanun asadaeTca U3JIMHUM.

NccnepoBanus tecta MammaPrint nokasanu, 4To Ha3HaYeHUE aLbIOBAHTHOW XMMUOTEpanuu
nauueHTam C BbICOKWM PUCKOM pPeLManBa AAeT XOPOLIMK 3peKT, Toraa Kak As nauMeHTos
C HWU3KUM PUCKOM TaKOe Ha3HauyeHWe MOXKET OKa3aTbCs HE3EKTUBHLIM U BECnoie3HbIM.

Knauer M, et al. The predictive value of the 70-gene signature for adjuvant chemotherapy in early breast cancer.
Breast Cancer Res Treat. 2010 Apr;120(3):655-61.

BluePrint

Tect, ocHoBaHHbIM Ha aHanu3e akcnpeccid 80 reHoB W MNO3BOJSAIOWMK OMNPeaenvTb
MPUHALNEXHOCTb OMYXO/M K ONpeaeneHHoOMy MonekynsipHoMy noatuny. OnpeneneHuve
MOJIEKY/IAPHOTO TMOATHUMNA SBASETCS BaKHbIM 3TanoM B MOHWMaHWW (PYHKLMOHANbHbIX
0cobeHHOCTEN OnyXo/u.

TpaguuMoHHbIM  €Cnocob  BbiAeNeHUs MNOATUNOB  (HanpuMep, WMMYHOrMCTOXMMMUS W
cdnyopecueHTHas in situ ruMbpuaM3aumMs) OCHOBaH B MEPBYIO oOuvepedb Ha BHELUHMX
OCOBEHHOCTSIX KJIETOK OMyXonu (TakMx Kak, Hanpumep, 3KCMPECCUsl PeLenTopoB Ha

NOBEPXHOCTU K/eToK). B ocHoBe MoniekynsipHOro BbiAeneHWs MOATUNOB NeXWT 6onee
rnybokas oueHKa (YHKUMOHAsIbHbIX WM3MEHEHWH B OMyXO/M Ha YPOBHE OMNpeneseHUs
AKTUBHOCTHU FE€HOB, BJIMSIIOLLMX HA MOBELEHUE OMyXOJIH.

TakoW nopxop sBisieTcs Gonee TOUHbIM W LaeT BO3MOXKHOCTb JOCTOBEPHEE MpencKasarb
BEPOATHOCTb OTBETa OMNyXONM Ha xumuoTepanuto. Tect BluePrint B coBokynHoctv ¢ MammaPrint nossonsiet BbisiBUTb, K KakKoMy
MonekynsapHomy noatuny PMXK otHocutcs onyxosnb (ntoMuHanbHbiv A /B, 6a3anbHbiid uiv HER2-nonoxxutenbHbin). ITH pe3ynbTaTtbl MOTYT
NnoMoub B BblpabOTKe WHAWBHUAYANbHOMO MJaHa JIEYEHWS NaLUeHTa.

Tectbl MammaPrint n BluePrint BeinonHatoTca B coTpyaHuyecTse ¢ nabopatopueli Agendia, HnaepnaHabl



D AN,

o z‘ 4H1o BbiIniBASIET CancerDetect
Vt.:’- :i\f:_ («/ i ™ N /ﬂ% \, CancerDetect sBnsercs HEeMHBa3WBHbIM METOLOM XUAKOCTHOM

5 6uoncuu  (OMarHOCTMKM Ha oOcHoBe obpasua KpoBw),
C MOMOLLbIO KOTOPOrO UCCNEAYIOTCS MyTaLMK B LLUPKYIMPYIOLLEH

)I(MAI(OCTHAQEMO“C/—M\Q onyxoneeor JHK (uo[HK). B npouecce anontoza kak

P ma HOPMa/IbHbIX K/JETOK OpraHW3Ma, TaK M OMyXOJMeBbiX K/IETOK,
~ aHHﬂ/ﬂ—' GMRrHEETE X i g dparmenTbl [HK BbicBOGOMXAAIOTCS M3 SApa M MOryT nonagatb
-\ Py ) % 7 &/

“ B KPOBOTOK.
f Tect CancerDetect MoebiweHne ypoeHs wuwollHK B kpoeu Habnopaetcs npu

(f pasBUTUM Pa3/MYHbIX TUMOB paka M caMo no cebe MoxKer

CNY>XUTb MapKePOM OMyXOJIEBOro NpoLuecca B opraHusme. bonee

T

i\ Toro, uolHK copep>xuT MyTauuu B reHax, acCOLMMPOBAHHbIX
C pasBWTMEM paka. [lo Hanuuuio U CNeKTPY TaKWX MyTauuh

B uupkynupytowen OHK MoxHO cyoutb o Havyane pas3BuTHS

Y10 MOXKeT coobuwnTb O NauneHTe OfyXOM B Oprafnsme u o ee PacnosHasaeMbie yposHH uolHK
BO3MO>XHOUW JIOKa/IU3aLuH. Ha pa3nu4HbIX CTaAMAX paka

TecTt CancerDetect
TecTt CancerDetect

Pe3yanaTb| Tecta CancerDetect MoryT 6bITb UCMOb30BaHbI Bpa4yoM KaK no3BOANSIeT
Oo4uH U3 MeTonoB paHHeﬁ OWarHOCTUKHU paka y nayueHToB, BXOOALLUX AeTeKTnpoBaTb =[5
B rpynny noBbIlUEHHOIo0 PUCKa pPa3BUTHUA ITOro 3abonesaHua. B cuny Hanbonee 4acTo

HEWHBA3WBHOCTM MeTOAa, TaKas [AWarHOCTUKa MOXKeT MPOBOAWUTLCS BO3HUKAIOLLIMX My TaUNIA

perynsipHo Hapsgy C TPagWUMOHHbIMW METOAaMW [LWUArOHOCTUKM, B8 9 ApaliBepHbIX
TakuMu Kak, Hanpumep, Y3U unu MPT. PanHee obHapy>keHue OHKoreHax 8 uoAHIK

Craaua 1 Craaua 2 Craaua3 Crapnad

HOBOO6pa3OBaHMﬂ ABNAETCA 3a/10romM yCcnewHoro JsiedeHnusa onyxosiu. KpoBW.

KTO s1BASIETCSI NOAXOASILLMM KaHANAQTOM
ANS HanpasAeHust Ha Tect CancerDetect

Tect CancerDetect paspabortaH gns nauueHTOB, BXOASALIUX
B rpynny NOBbIWEHHOro pUCKa pa3sBUTUA paka.

Mpumepbl hakTopoB pUCKa

- OHKOAOrn4yeckmnx 3abonesaHn
Pe3yAbTaTbl nccAneaoBaHUN NO 3PPEeKTUBHOCTU

Cpeny (pakTOpOB pHUCKa BO3HUKHOBEHWS paka Ha MPOTSXKEHWU

YXNAKOCTHOW Broncun

>KW3HU NMaLMeHTa OTMEeYaloT cieayloLLue:

B HepaBHeMm uccnepoBaHuM, nposefeHHoMm Perrone et al. (2014),

* [eHeTnyeckas Uy 6abyLkn 6bis
6blNM NoKasaHbl MHOroobellaioliMe pesynbTaTbl NPU UCNOMb3OBAHWM NPeAPACTIONOKEHHOCTD K MArHOCTHPOBAH PaK KHLIEUHHKA
>KUOKOCTHOW 6uoncuM B KayecTBe MOTEHUMaNbHOro  crnocoba Pa3BUTHIO HAC/IE[CTBEHHOrO paKa,

* OcobeHHOCTH 0Bpasa >KM3HH,

Hanpumep, HOCUTEJIb B O)K,D,eHHol;i
0BHapYYKeHWUsI KOMOPEKTANIbHOrO paKa y Jiul, OTHOCSALLMXCA K rpynne pumep p Hanpumep, KypeHue

NOBbILIEHHOrO PUCKa NO AaHHOMY 3aboseBaHuIo. NaToreHHou MyTaunm & rexe

BRCA1/2 * BoageWicTere okpyrkaroLen

Perrone, F., et al., Circulating free DNA in a screening program for cpefbl, HaNpUMep, B MPOLLIOM

’ _ * CeMeMHbIM aHaMHes,
early colorectal cancer detection. Tumori, 2014. 100(2): p. 115-21. OTSArOLLEHHbIH N0 OnpeaeneHHoMy nauueHT nojgeprascs

BO3[AEWNCTBUIO paguaLmnu
TUMY paka, HanpuMmep, y Matepu



Toncras

MonouHas

xenesa

— YTO O3HAYAIOT PE3SYALTATDI?

NOJTIOXXUTEJIbHbIN

Mopyke-
NyAo4Has
xenesa

OTPULATEJIbHbIN

Hannuue ogHOM MM HecKoNbKMX M3 96 MyTaLMM, BKIIOYEHHbIX B TECT,
MOXeT ObiTb NPU3HAKOM Ha/IMUMS Y NaLMEHTa HEBbISBJIEHHON OMNyXO/U.

Tem He meHee, pesynbratoe Tecta CancerDetect HepgocTaTtouHo Ans
MOCTAaHOBKW AMarHo3a. TecT MOXET C/YXXWTb TOJIbKO KaK AOMOoJIHEHUE
K CTaHOAAPTHbIM METOAAM AWArHOCTHKM.

OtpuuatenbHbiii  pesynbrar Tecta (oTcyTcTBue B obpasue KpoBM
nauueHTa MyTauWH, BbisSiBNSIEMbIX C MOMOLLbIO TecTa) FOBOPWUT O TOM,
UTO OCHOBAHWM LN NOAO3PEHHUS HA HAJIMUUE HEBbISIBJIEHHOW OMYyXOJU
B OpraHM3me nauueHTa Het.

O,D,HaKO cnenyetr NnOMHWUTb, 4YTO He mobok Tvn paka MOXeT 6bITb
ANarHOCTUpOBaH C NOMOLbIO TeCTa CancerDetect, T.K. OI'IyXOﬂeBbIl:i

npouecc MoXet ObITb accoyumpoBaH C MyTauMaMKU B TeHax,

He BKJ/IlOYEeHHbIX B TecT. Kpome TOoro, TecT MOXeT He aaTb pesysibTata
NPy KpalHe Masbix pa3mepax OnyxoJiu.

MccnepoBaHne CancerDetect npeanaraerca B coTpyaHunyecTtse ¢ komnaHunen Pathway Genomics, CLUA.

aPATHWAY GENOMICS®



KNAKOCTHASI BLONMNCKASI

MOHUTOPUHI Nporpeccuu

U 3(PPEKTUBHOCTHU NEYEHUS ONYXOJIH

Tecr CancerMonitor
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BO3MOXKHOCTb NMPOBOANTL 3HaAN3
peryAsipHO
C HeOBXOANMOW HaCTOTOW

OHKOMapKepbl C NPU3HaHHON
KAVIHNHECKOM 3HaHMMOCTBIO

BblCOKa$1 HyBCTBATEABHOCTH

Np1 OBHapY>KeH CcBOBOAHO
LIPKYAVPYIOLLIE onyxoneson AHIK
(LOAHK) B NAG3Me KpoBW

BO3MOXXHOCTb
NepCcoHaA3POBaHHOIO NOADOPa
AEHEeHWS I MOHUTOPUHIME Pa3BTIG
paKka

/\erkoCTb VHTepnpeTauumn
KAMHNHeCKINX pe3yAsTdTOB

Bpemsl BLINOAHEHIS 3H3A33
COCTaBASIeT BCEro
1 Mmecsau

YT10 Takoe CancerMonitor

CancerMonitor npefcrasnser coboll MeTof Ha OCHOBE >KMOKOCTHOM
6uoncKu, npeaHasHayeHHbId AN MONEKYNSPHOro NPOdUAMPOBaHUS
Onyxo/iM. ITO HeuHBa3WBHas W  3KOHOMMYHAs  a/bTepHaTWBa
TpaguLMOHHbIM MeTogaMm 6uoncuu. Pesynbtatbl Tecta CancerMonitor
mMoryT 6biTb MONE3Hbl Bpady MpW OLEHKe MpOrHo3a pas3BUTHA
3aboneBaHUss WM COCTaBNEHUU HWHAWMBMAYANbHOrO MaHa JeyeHus
nauueHTa, a TakKXKe A1 OUeHKU 3PPEKTUBHOCTU MPOBOAUMOM
npoTUBOONYyXOneBon Tepanuu. Kpome TOro, TecT MOXeT Takxe
NMPUMEHATbCS A/ MOHWTOPUHIra MauWEHTOB, HAXOAALMXCA B CTafuM
KMHUYECKOM PEMMCCUM WU MPOLUESLIMX NPOLEAypY Pe3eKuuu
OMyXOJIM, C LEeNbl0 paHHeW LUArHOCTUKU BO3MOXHOIO peLufuBa WM
nporpeccupoBaHus 3abonesaHus.

Tect BkiouaeT B cebs aHanu3 96 onyxoneebix 6uomapkepos B 9
[panuBepHbIX OHKOreHax, acCOLMMPOBAHHbBIX C Pa3BUTUEM OMYXOJH, B
uoJJHK ob6pasua kposu nauueHTa. HyBCTBUTENBHOCTb TECTa NO3BONAET
BbISIBUTb MyTaLWKW NPHU UX HaIWUMK BCEro B 2 Konusx mytaHTHow OHK
B obpasle KpOoBH.

B 4yem moxkeT nomo4b CancerMonitor

YTOYHEHUE TUMNA OMNYXOAA

TecT nossonset 6onee TOUHO KAACCUPHULMPOBATL TUM OMYXOW NaLy-
€HTa C yYeTOM MOJEKYNAPHbIX ocobeHHOCTel U Bosee AOCTOBEPHO
OLEHWTb NPOrHO3 pa3BuUTUA 3aboseBaHuA.

TecT no3BosisieT NPOCNefUTb, NPOrPECCUPYET JIM OMYXOJib, U Ha ITOM
OCHOBaHWM cfienaTtb 3akjoueHue 06 apheKTUBHOCTH Ha3HAUYAEMOM
Tepanuu.

MOHUTOPWUHI OCTATOYHOIO SAEONEBAHUS

/A PEULMANBA

Ecnu 6bina nposeseHa onepauus No yAaseHUIO OMyXO/M, TECT NO3BO-
JIUT NMPOBOAWUTL PErYNSPHbIM MOHUTOPUHI U CBOEBPEMEHHO BbISIBUTb
peuuauB.

NEPCOHAANSVPOBAHHbLIVI MOABOP TEPANUN

B cootsetcTBuM C MONEKYNAPHbIMU USMEHEHUAMU B ONYXOJIU NalUEH-

Ta Bpau MOXeT BblbpaTb Haubonee apheKTUBHOE leHeHUE U CHU3UTD
PUCK Pa3BUTHUSA PE3UCTEHTHOCTU OMYXOJIU K Teparnuu.



B KaKnx CAy4asix CAeAyeT paccMaTpuBaTb BONPOC O Ha3HaveHn obcaeaoBaHUS

c nomMmouwbto Tecta CancerMonitor?

CancerMonitor moxkeT 6biTb MCNOMb30BaH B KayecTse a/ibTEPHaTUBDI
WK B coyeTaHuu ¢ Buoncuew onyxosun y nayueHToB, Y KOTOPbIX 6bina
AWarHoOCTUpoBaHa WHBa3WBHaA cbopMa paKka MOJIOYHOM Keneasbl,
AWYHUKOB, TOJICTOM KULWKH, paKa Nnerkoro, ham menaHombl. Tect moxer

NMPUMEHATbCA KaK nepen Ha3Ha4YeHuemMm Tepanuu, TaKk U B npouecce

MOAO4YHAS

JKENE3A

BRAF

JleYeHUss ONS OLUEHKU ero adpdpeKTUBHOCTU. Kpome Toro, Tect MoxkeT
npoueaypy peseKkuuu
ONYyXOJIM UK HAXOLAWMUMCS B CTaAUU KJIMHUYECKOM PEMUCCHH, C LeNblo

ObITb  HasHaueH nauMeHTam, npowegumnm
paHHeﬁ AWArHOCTUKHU nporpeccrupoBaHuA 3abonesaHus W BblsIBNEHWSA

BO3MO>XHOIo peunauea.

NErKNE

TECT NPEAHA3HAYEH ANGSI:

OnpeaeneHns

MOHUTOpUHIra

e wmytaumi B uoAHK u npuHsaTUS MHDOpMHUpOBaHHOTrO
pelleHUs O TaKTUKe JieYeHUs1 Pa3fIMuHbIX TUMOB OMyXOJU

° OTBETa ONYyXOJIM Ha Tepanuio

*  pasBUTHUS PE3UCTEHTHOCTU OMYXOJH K MPHUMEHSIEMbIM
npenapartam

° peunuonBoB 3abonesaHus

NccneposaHne CancerMonitor npeanaraetcsa B coTpyaHuYecTBe ¢ koMmnaHmen Pathway Genomics, CLUA.

N IPATHWAY GENOMICS"*



¢ [lepBuyHan n andpdepeHuUnarbHas
AVNArHOCTUKA OMNyXOAU

MoneiynsipHO-
AVNBrHOCTUHECKUE TecTbl

Ha ocHose meToaa NUuUP ; ‘ e OnpeaeneHne MyTauuii B OHKOMeHaX AASI

y BblOOpa TapreTHoW Tepanun onyxoAu
B peaAbHOM BpemMeHu

¢  OnpeaeneHvVe pycka BO3SHUKHOBEHWS
HacneACTBeHHOIrNo paka

MNpocTas n To4Has TeXHOAOIMS1 AeTekun MyTaumnin OCHOBaHa Ha CNOABL30BaHUN meToaAa MNUP
(NnoAvmepasHo LuenHom peakuvn) B peXknme peanbHOro BpeMeHW.

MNpnmMeHaI0TCH pa3AnYHbIe
BadpUadHTbl METOAQd:

ARMS-Scorpions MNLP MNpocTok npoTokon aHanusa

Annenb-cneunduuHas MLUP

MUP ¢ PNA-6n0okupytowmmmu npobamm

TouHas oueHka pesynbTata C MCMOJIb30BAHWEM BHELUHEro
U BHYTPEHHEro KOHTPOJEN

MLP ¢ nocnepyiolwnm aHanM3oM KpUBbIX MIaBEHUS




EGFR

KRAS

NRAS

BRAF

JAK2

BRCA

*TecTbl Ha Bosbluee YUCNIO MyTauUH HaxomsaTcs B paspaboTke

1/2

Mbl npeanaraem cAaeAylowmnii Habop reHeTn4YecKknx TecTos,
OCHOBaHHbIX Ha NUP

Nccneayembliii reH OnpeaensieMmble MyTaunn 3aboneBaHue IKAMHM4YecKas 3Ha4MMOCTb

29 myTtauun*

7 myTtaumn®

7 myTauuin*

6 myTaumi B nonoxkenuu V600

V617F

8 myTaumn

Pak nerkoro

Pak Toncton KuLiKHK, pak
JIErKOro

Pak Toncton Kuiuku,
MesiaHoMa

MenaHoma

XpoHuueckue
MUenionposiudpepaTUBHbIE
3abonesaHus

Pak monouHow >kenesbl,
paK SIYHUKOB

Bbibop TapreTHoM Tepanuu.
OnpepeneHne NpUUMH PE3UCTEHTHOCTH
K TapreTHoW Tepanuu

Bbibop TapreTHol Tepanuu

Bbibop TapreTHoi Tepanuu

Bbibop TapreTHol Tepanuu

JunarHoctuka

OueHKa pUCKa pasBUTHUA HACNefCTBEHHOrO paKa.
OueHKka NporHo3a pa3suTHsa 3aboneBaHus.
Bbibop Tepanuu.

CPABHEHVE NUP-AETEKUN N CEKBEHVPOBAHWS NO COHIMEPY

E

Hu>kHUI nopor petekuuu

AHanuTHyeckas
YYBCTBUTE/IBHOCTb

Pasmep aMIMJIMKOHa

Bpems aHanuza

CnoXXHocTb aHanM3a

Pesynbrar

< 1%

> 999,

~ 100 nH

< 3u.

Huskas

O6beKTUBHBIN

Cy6beKTHBHbIM

25 -30%

70 — 75%

~ 200 nH

> 12 u.

Bbicokas

BT O 6C @ TaeG

“mhhl“ A

TS TSI e pesiks grverin. W gteen pesk indiceses weamse base:
@G Ta GCc aG T MG

Pk disappoan, wien e et DN A G 1%

*TecT-cuctembl ans onpegenequs mytauui B reHax KRAS, BRAF, EGFR

3aperucTpMpoBaHbl Kak U3feNnsi MeAULIMHCKOrO HasHaueHUs ANs KAMHAYECKON
NnabopaTopHON AHarHOCTUKKU



FISH, unn dnyopecueHTHas rubpuamsaums in situ, obecneunBaer
Haubosiee TOYHbIM aHa/M3 KOJIMUECTBA KOMWIM OTHE/IbHbIX TEHOB
(oeneunu/amnandukaumn) unn  6osee  CNOXKHBIX  XPOMOCOMHbIX
nepecTpoek, TakWx Kak TpaHCioKauuu, B Gruonornyeckom obpasue.

B oHkonorun FISH-uccnenoBaHus oyeHb LUIMPOKO WCMOMb3YIOTCA ANS

(OAyopecLeHTHas

[MarHOCTHKKU U Bblibopa Haubonee 3PPEKTUBHOrO JIEUEHUS OMyXoJiem
MOJIOYHOW >Kene3bl, JIErKOro, WHUTOBUOHOW >Kesnesbl, HenpobnacTtombl,

rmbpuansauuns in situ, FISH

capkombl FOuHra u gpyrux onyxone.

Mol npeanaraem caeAytlownin HAbop reHeT4HeCKnx TecTos,
OCHOBaHHbIX Ha FISH

Nccneayemblii FeH/AOKYC

ERBB2 (Her2/Neu), amnavdukaumu Pak mMonouHoM kenesbl, pak >kenyaka Onpepenenve noatuna 3abonesanus. Boibop Tepanuu

Pak nerkoro (HMPJ1), numcpomsi,

e A Bbibop TapretHown Tepanuu (HMPJI)

ALK, TpaHcnokauuu

Pak nerkoro (HMPJ), rnno6nactoma,

Bbibop TapretHou Tepanuu (HMPJT)
XONaHrMoKapumMHoma

ROS, tpaHcnokaumu

Pak nerkoro (ageHokapuuHoma), pak

. Bbibop TapreTHoM Tepanuu
LUTOBUAHOW >Kesesbl

RET, TpaHcnokauuu

Hevipobnactoma, neikossl,

. OnpegfeneHue rpynnbl pucka, NporHo3 3abonesaHus
MWENOLUCNIACTUYECKUI CUHLPOM

11923, Bap1aumu yncna Konuu

MYCN, Bapuauuu umcna Konum Hempobnactoma OnpepfeneHue rpynnbl pUcka, NporHo3 3abonesaHus

EWSR1, tpaHcnokauuu Capkoma tOuHra [LuarHocTtrka 3abonesaHus

SS18, TpaHcnokaumu CuHoBHWasIbHasi capkoMa HuarHocTtrka 3abonesaHus



CornacHo ctatuctuke, 5-10% Bcex cnyyaes paka HOCAT Hac/IeACTBEHHbIH
XapakTep WM OOYC/IOB/IEHbl Ha/IMUMEM MATOreHHbIX MyTaluWi B reHax,
OTBEYaloLLMX 3a Pa3BUTUE OMyXOJIH.

OnpefeneHre HOCHUTENbCTBA BPOXKAEHHBIX MNATOME€HHbIX MyTalWH,
aCCOLMHMPOBaHHbIX C KaHLEpPOreHe3oM, BaKHO [/ OLEHKW pucKa
pa3euTHs 3abosneBaHUs y NOfeH, B CEMEWHOM aHaMHe3e KOTOPbIX
OTMEYEHO HECKOJIbKO C/lyYaeB BbISIBJIEHWS OLHOIMO W TOro e Tuna
paka nMbo pPas/UUHbIX TUMOB paKa, acCOLMMPOBAHHbBIX C MyTaLMAMM
B OJHOM W TOM >Xe reHe.

Kpome Toro, nHpopmaums o HalMuuK TakUxX MyTaLuii MOXKET NO3BOJIUTb
Bpauyy MPWHSATb Mepbl MO PaHHEM LUArHOCTUKE WU NpPefoTBPaLLEHUIO
obpazoBaHWs onyxonud y nauueHta. B cBolo ouepenp, paHHss
[LMarHoCTHKa SBNISIETCS KJIIOYOM K YCMELHOMY JIeYeHHIo paka.

MCI‘IO}'Ib3yeMbIe HaMH reHHble nNaHesIu NOKpPbIBaloT 6OJ'IbLIJyIO 4acTb
reéHoB, CBA3aHHbIX C Pa3/IM4HbIMKU TUNAMHU HaCNeaACTBEHHONo paka
M HacnencTtBeHHbIMU ONyxXosieBbIMU CUHAOPDOMaMM.

WccnepoBaHve NpoBoAMTCA METOAOM CEKBEHWPOBAHUS CNEAYIOLLErO

nokosienus (NGS, next generation sequencing).

J70 camoe NoJIHOE M TOYHOE MCC/IefOBaHUE Ha CErofHsLWHUA AEHb.

CTPYKTYPA TEHA —DOOOA——DOTDDDI DO DA — DOTDDDDDI— DBA—
W3BECTHBIE KAMHUYECKME BAPUAHTI * *X¥® * EX% ¥ ¥¥ * ¥
PETVIOHI, MEPEKPLIBAEMbIE MAHEABIO ¢ 11 | ld  bd | e bl
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JK30MHOe cekBeHUpoBaHWe reHoB BRCA1 /2

Mytauun B reHax BRCA1 u BRCA2 sensitotca npuunHon 20-25%
u 5-10% cnyyaeB HacnencTBEHHOro paka MOJIOUHOW  HKenesbl
M SWYHUKOB, COOTBETCTBEHHO. MccnepoBaHue pekomeHpyeTcs
>KEHLLMHAM C CEMeNHbIM aHaMHEe30M 3THUX 3abonesaHui.

MNaHenb «XKeHckue HacnencTtBeHHble OnyxXoJsin»

B nccnenoBaHue BKJIHOYEHDbI 17 reHoB, MyTaluKU B KOTOPbIX MOryT
6bITb I'IpM‘-{MHOﬁ HacnenCcTteeHHOro paka MOJIOYHOM Kenesbl, AMMHHUKOB
U 3HOOMETPUA.

ATM, BRCA1, BRCA2, BRIP1, CDH1, CHEK2, EPCAM, MLH1, MSH2, MSH6,
PALB2, PMS2, PTEN, RAD51C, RAD51D, STK11, TP53.

MNaHenb «HacnencTBeHHbIM pak MONOYHOM >Kenesbl»

MyTaumu B reHax, BK/IOYEHHbIX B JAHHYIO MaHefb, MOryT MOBbIWATb
pWCK pa3BUTUS paka mosiouHow enesbl Ha 20% wu Gonee; B cnydae
Hannuus mytauui B reHax BRCA1 u BRCA2 BeposiTHOCTb pasBuTUS
onyxonu nosbiwaetcs Bniotb go 55-90%.

ATM, BRCA1, BRCA2, CDH1, CHEK2, PALB2, PTEN, STK11, TP53.

MNaHenb «HacnencTBeHHbIM pak TONCTOW KULLKKU»

Hanuuune BpoKaeHHbIX MyTaLWi B reHax, BKJIIOUYEHHbIX B fAaHHYIO
naHenb, NOBbILAET PUCK 0OPa3OBaHWA paKa TONCTOM KULLKH

K onpegeneHHoMy BospacTty Bnnotb fo 100% B cnyuae, ecsu
CBOEBPEMEHHO He Bbl/Ii MPUHATDLI NPEBEHTUBHbIE MePbI (Hanpumep,
npoduaakTUYECKas KONIKTOMMS).

APC, BMPR1A, CHEK2, EPCAM, MLH1, MSH2, MSH6, MUTYH, PMS2,
PTEN, SMAD4, STK11, TP53.

MNaHenb ((HaCl'Ie,D,CTBeHHbIe onyxosnesble CUHOPOMDbI»

MUccnepoBaHue no3BonsieT YCTaHOBUTb Ha/lWuue MyTauui B 26 reHax,
aCCOLMMPOBAHHbIX C U3BECTHbIMW HAC/EeACTBEHHbIMWU OMYXOJEBbIMU
CUHOPOMaMM.

APC, BMPR1A, BRCA1, BRCA2, CDH1, CDKN1B, CDKN2A, EPCAM, FH,
MEN1, MET, MLH1, MSH2, MSH6, MUTYH, NTHL1, PMS2, PTCH1, PTEN,
RAD51C, RET, SMAD4, STK11, SUFU, TP53, VHL.

MNaHenb «MakomaTo3bl U HACNEACTBEHHbIW paK»

(155 reHos)
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Konuuectso cniy4yaeB B rog

B TOM 4HUC/ie HacneaCTBEHHblIE

CDKN1C

ATM APC APC APC

BARD1
BRCA1
BRCA2
BRIP1
CHEK2
EPCAM
MLH1
MSH2
MSH6
PALB2
PMS2
PTEN
RAD50
RAD51C
RAD51D
STK11
TP53

ATM
BMPR1A
CDH1
EPCAM
MLH1
MSH2
MSH6
MUTYH
NTHL1
PDGFRA
PMS2
SMAD4
STK11
TP53

|

>

™
BRCA1
BRCA2
CDKN2A
EPCAM
MEN1
MLH1
MSH2
MSH6
PALB2
PALLD
PMS2
PRSS1
PRSS2
STK11

BRCA1
BRCA2
EPCAM

CASR
HRPT2
MAX

-
s

FLCN

NF1 MET
PRKAR1A MLH1

PTEN MSH2
PTEN
SDHB
TP53
TSC1
TSC2
VHL

)
m
—

SDHA
SDHAF2
SDHB
SDHC
TMEM127
TP53

BRCA2

CDKN2A

PTCH1

ALK
EPCAM
MEN1
MLH1
MSH2
MSH6
NF1
NF2
PMS2
PTEN

EPCAM
PRKAR1A
TP53
TSCH1

TSC2

TP53
TSC1
TSC2

HACNAEACTBEHHBIE ONYXOANEBbBIE CUHAPOMbI N ACCOUNMNPOBAHHbBLIE C HNMW MEHBbI:

CHHLPOM CEMEHHOU aTUMUUHOM MHOYXECTBEHHOM .
menaHombl CDKN2A

CeMelHbIl afeHoOMaTo3HbIA NOAUNo3
(8 T.u. cuHgpom lapgHepa) APC .

MY H-accounmpoBaHHbIM ceMeNHbIM afieHoMaTo- .
3HbIM nonuno3 MUTYH

NTHL 1-accounnpoBaHHbii ceMenHbIM afieHoMa- .
TO3HbIM nonuno3 NTHL1

OBeHunbHbIM Nnonunos BMPR1A, SMAD4
Cungpom Tiopko MLH1, MSH2, MSH6, PMS2

CuHgpom JlnHua (HacneacTBeHHbIM
HenoJsIMNo3HbIM pak Toncton kuwku) EPCAM,
MLH1, MSH2, MSH6, PMS2

Cungpowm lMentua-Erepca STK11

HacnepctBeHHbIM audbdbysHbId pak >Kenyaka
CDH1

Cungpom KoyneHa (CMHAPOM MHOXECTBEHHbIX
ramapTom), cuHgpom baHasHa-Painu-
Pysanbkabbi, cutapom Jlepmutta-fiokno PTEN

HacnepcteeHHas nanunispHas kapuuHoma
noukn MET

HacnencreeHHbIM 1€MOMUOMATO3 M MOYEUYHO-
KNeTouHbIr pak FH

HacnepncTBeHHbIV pak MOMOYHOM >Kenesbl
n auuHmukos BRCA1, BRCA2, RAD51C

Cungpom Jin-®paymenn TP53
Cungpom unnens-Jlungay VHL

CHUHLPOM MHOXXECTBEHHOW 3HLOKPHWHHOM
Heonnasun MEN1, RET, CDKN1B

CuHApoM 6GasasibHO-K/IETOYHOrO HeByca
(cunppom lMNopnuna-Fonbtya) PTCH1, SUFU
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