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CAMDIU NMOJTHbIN CMNEKTP
OHKOINrEHETUYECKUX UCCNNTEOOBAHUMU

ComMaTmyeckme Mytaumnm
MNPUCYTCTBYIOT TOJTbKO

B OMYXO/n, U1 ABMAIOTCA
MULLEHAMM ON4A
TapreTHom Tepanmm

[[epMUHaNbHble
MyTaL MU MPUCYTCTBYIOT
B KaXKOOW KNEeTKe U
ABMAKOTCA MPUYMHOMN
HacneOCTBEHHbIX PAKOB

\\ +  Onpepenexne 4acTbiX MyTALMIA
B reHax BRCAT1, BRCA2, RET, CHEK?2

MyJ'I bTUreHHble TeCTbl

+  OnpepenexHne mytaumim un o A
9KCNpeCccum oTaesbHbIX reHOB (1 A\ * [loHenu reqos

OHkoremaTonorms ARG +  TlofiHOe CekBEHMPOBAHME 3K30MA

XngkocTHas émoncus WRW +  [lonHOE CEKBEHMPOBAHME reHOMA



UCCNEAOBAHUA HA OCHOBE CEKBEHUPOBAHUA
CNEAYIOLWEINo NOKOJIEHUA (NGS)

MoneKkynsapHbin npodusib onyxonm

NMNaHenu reHoB NMounckK MyTaunm otaesibHbIX FreHOB

MNo3BONSAIOT ONPENENUTL HONWYNE MYTALMIA CPA3Y B HECKOSIbKMX FEHAX, UTO MNo3BonseT onpenenuTb KIMHUYECKN 3HAYMMbIE MYTALLUA
OAeT BO3MOXHOCTb CPpa3y MOgo6pATh ONTUMASBHOE NieYeHne 1 genaet B HOMG0NEEe 3HAYNMBIX FEHAX
NCCNEeQOBAHME 3KOHOMUYECKN 3PPEKTUBHBIM

Onpepenerne mytauuin B reHe EGFR

OHkoKapTO
ABLT CTNNBI FGFR2 IDH1 MLH1 PTPNTI TSCI Onpepenexve mytaumi 8 reHe NRAS
AKT1 DDR2 FGFR3 IDH2 MPL RBI TSC2
ALK DNMT3A FLT3 JAK2 MSH6 RET VHL Onpepenenne mytaumim B reHe KRAS
APC EGFR FOXL2 JAK3 NOTCH1 SMAD4
ATM ERRB2 CNATI KDR NPMI SMARCBI Onpepenenne mytaumin V600 B reHe BRAF
BRAF ERBB4 GNAQ KIT NRAS SMO
CDH1 EZH2 GNAS KRAS PDGFRA SRC _

Onpepnenerne mytaumin B reHaox PDGFRA

CDKN2A FBXW7 HNF1A MAP2K1 PIK3CA STKT
CSFIR FGFRI HRAS MET PTEN TP53

Onpepenerne mytaumm B reHax H3F3A, HISTTH3B n HISTTH3C

Pak nerkunx, 60308asa NaHeNb

EGFR KRAS NRAS BRAF Onpepenerne mytaumm B reHe IDH1

Onpepenenne mytaumin B reHax BRAF, KRAS n NRAS
OnpepeneHne mytaumm B reHe IDH2
BRAF KRAS NRAS

Onpepenenne mytaumim B reHax BRAF, NRAS um KIT Onpepenexne mytauuin B reHe KIT

BRAF NRAS KIT

Onpepnenerne mytauunin B reHe PIKZCA
OnpepeneHne myTaumm B TKAHW onyxonu B reHax BRCAT, BRCA2, PALB2

BRCAI BRCA2 PALB2 OnpepeneHus MyTaumin C NponyckoMm 14 ak3oHa reHa MET



UCCNEAOBAHUA HA OCHOBE CEKBEHUPOBAHUA
CNEAYIOLWEINo NOKOJIEHUA (NGS)

MoneKkynsapHbin npodusib onyxonm

NMpeumyLwlectBa Metoaa NGS ansa OcHOBHbI€ 3Tanbl UccneaoBaHUNA:

ANArHOCTUKUMN COMaTUHECKUX MyTaLl,Mﬁ _
+  [ucrtonaTtonornyeckunin AHaAIM3 06PA3LA OMyXonn

B OMNMyXOJ1n. (napaduHoBOro 6n10Ka MK CPe3a) 1 oNpPeaenseTcs y4acToK

_ C HAMBOSbLLINM copepXxaHmneM onyxosieBblX KNeTokK
MNossonseTt AHATN3NPOBATL OT OOHOM 0O HEeCKOJIbKNX ThiCAY

MyTALWA B OGHOM UCCEROBAHNN +  Bblgenenue JHK 13 onyxonesoro o6pasua

B otnndmm ot MLUP, TouHo noeHtnouumpyet Mytaumio, a He +  TapreTHoe cekBeHnpoBaHme [HK co cpenHnM nokpbITuem
TONMBbKO KOLOH, B KOTOPOM MPOU3OLLIA AMUHOKUCIIOTHAS 2000x

30MeHda

+  BuonHdopPMATUYECKNIA AHANN3 PE3YSILTATOB
MossongeT onpenenunts YacToTy annens (oOTHoLLeHWe

MYTQHTHOTO QNNeNs, K anento AnKoro Tl/II'IO) ° [MogroToBKA 3AKAKYEHUS C MCMNOSb3OBOHNEM I'Iy6ﬂVI‘-IHbIX 603

OCHHbBIX N IUTEPATYPHbBIX MCTOYHNKOB
CHMXOET CTOMMOCTb onpepeneHnda mytaumm npun

MCMNONb30BAHUM NAHENN Kakue o6pasubl
+ [lokpbiBOET O651ACTH FrEeHOB, KOTOPbIE O6bIYHO He HY)XHbI ANga nccriegosaHua?
nokpsisatoTes MLP 1 BbISBNSET BAPUAHTLI HE ONpefensemble
MNLpP MapaduHoBble 610KM CO CTEKNAMM (6110KM BO3BPALLAKOTCS
nocre npoBefeHns ccnenoBaHus). CoaepxaHmne oryxoneBsbix
VIMeeT BbICOKYIO UyBCTBUTENbHOCTb, AETEKLMNA MyTAHTHOMO Knetok >20%

annens npu ero cogepxaxHuny B oépasue 20.1%

CpOK BbIMNOJIHEHUSA: OT 8 pabounx gHen




FISH UCCNEAOBAHUA

MoneKynapHbIiY Nnpodusib onyxonm

FISH, nnn ¢nyopecueHTHAs rnépunaomaaums in situ, oéecnedmBaeT HAONGONEe TOUHbIM AHAN3
KONMMUYECTBA KOMUIM OTAENbHbIX reHOB (aeneuun/amMnnmndukaumm) unm 6onee CroXHbIX
XPOMOCOMHbIX MepecTPOeK, TAKMX KAK TPAHCIOKALMA, B BMOIOrMYeCKoM 06pdasLie

= KnuHuyeckas 3HauMmMocTb
WccnepyeMbii reH/nokyc 3a6oneBaHue
FISH-uccnepoBaHus

Onpepenexne nogTnna 3aéoneeanuns. Bei6op
Tepanun

AmMnnnoukaumsa reHa ERBB2

ERBB2 (Her2/Neu), amnamdukaumm Pak MonouHom xenesbl, Pak xenyaka

Pak nerkoro (HMPS1), nuMdpombi,

HeRpoANECTOMa Bbi6op TapreTHo Tepanuu (HMPJ1)

ALK, TpaHcnokaummn

Pak nerkoro (HMPS1), rmmoénactoma,

Bbi6op TapreTHoi Tepanmm (HMPJ1)
XONAHrMOKAPLMHOMA

ROS1, TpaHcnokaumm

Pak nerkoro (ageHokapumHoMa), pak

_ Bbi6op TapreTHoM Tepanmm
LLIMTOBUOHOM Xenesbl

RET, TpaHcnokauum

MET, amnaudukaumm Pak nerkoro (HMPS) Bbi6op TapreTHom Tepanum
_ Heipo6nacTtoma, nemkosbl, OnpepneneHune rpynmbl PUCKA, MPOrHo3
Gz P s s e MUENoANCTNACTUYECKUA CUHAPOM 3060MeBaHUS TpOHCJ'IOKCJLI,I/IFI reHa ROST
MYCN, Bapuaumm yncna konuin Henpo6nactoma Onpenenetue rpynnkl PUCKa, NPOrHo3
3060n1eBaHUs

OnpepeneHue rpynmbl pUCKa, MPOrHo3 M aTe p mMan anga

JNokyc 1p36, BapuaLmm Yncna Konmmn Hempo6nactoma

3a6oneBaHns
nccnenoBaHumA:
EWSRI, TpaHcnokauum Capkoma KOuHra [OunarHocTnka 3a6oneBanHms
MNapadrHOBbIR 610K (TKAHb OMyxosu)
SS18, TpaHcnokaumm CuHoBManNbHAS capkomMa [MarHocTuka 3060neBaHUs

n CTekno

Cpok BbinosiHeHUs: 10-14 paboumnx gHen




OHKOCKAH: AHANIN3 CTPYKTYPHbIX UBMEHEHUM
rEHOMA BMECTO HECKOJIbKUX FISH TECTOB

MoneKynapHbii npodunb onyxosam

OHKOCKOH - 3TO MOSIHOFEHOMHbI AHANM3 BAPUALMIA YMCIA KOMWNIA TEHOB M YYACTKOB XPOMOCOM. TeCT NO3BOSAET BhISB/IATL KK Mefkue,
TAK W KPYMHbIE CTRYKTYPHbIE HOPYLLEHWUS B XPOMOCOMOX KIETKM

NMpeuMyLlecTBa Tecta OHKOCKaH

Bbicokasa paspeLwuiatoLlas CNOCO6GHOCTb:

+ Ot150 - 100 Tbicay HykneoTngos no 900 oHkOreHam
+ Ot 300 ThICAY HYKNEOTNOOB MO BCEMY FEHOMY

MonHOreHOoMHbIN aHaIU3 BapuUaLMUM YnCria KOMUM reHoB:
+  Yucnosble AHOMOMNN XPOMOCOM

+  Heneuun

. Lynnukaumm

+ AMmnnundukaumm ¢ uncnom konmin 10 n 6onee

* YUyacTku notepm retepoamrotHocTh (LOH) — 4acTo 9BnsaioTcs «BTOPbLIM

yoapom» y 60/bHbIX C HACNEACTBEHHbIM onyxoJieBblM CMHOPOMOM _
AHaNKM3 0BLLErO YMCA KOMUIM MO3BOSSET BbISBUTL OENELUn K GMI'IJ'IVICI)VIKGLI,VIVI

He Tpeb6yeT noaTBep)XXaeHUa pedpepeHcHbiMU MeTogamm (FISH): Y4ACTKOB XPOMOCOM (A). AHOIN3 MPOLIEHTHOrO COAEPXAHMS Annens No3BonseT
BbISIBUTb MO3OMYHbIE HM3KOYPOBHEBLIE aMnndukaumm 1 geneummn, LOH, a takxe

+  [oKA3aHHAS KOHKOPAAHTHOCTb PE3YSIETATOB MO BbIABIEHMIO
OLEHUTb 3BOMIOLMIO KITOHOB (B).

nepecTpoek B KSIIOUEBbIX OMYyXONEBbIX reHAx, Takux kak ERBB2 (Her2),
EGFR, MDM2, MYC, FGFRI1

TexHonorunga: XpoMoCOMHbIN MUKPOMATPUYHbIN aHaNU3




OHKOCKAH: AHANIN3 CTPYKTYPHbIX UBMEHEHUM
rEHOMA BMECTO HECKOJIbKUX FISH TECTOB

MoneKynapHbii npodunb onyxosam

Pak anyHmkos

Kakune o6pasubl
Pak Mono4yHon xenesbl HY>XHbI Angd
nccneposaHua?

O6pa3Lbl C CUNBHO OErPAANPOBAHHOM

onyxony Sﬁ Pak ronossl u e OHK (napadurHoBbIn 6110K), 06pa3Lb
AEMOoHCTpUpytolhe KPOBW M KOCTHOIO MO3rd rnpw
PEMMYLLECTEEHHO _ reMo6a1acTO3aX
XPOMOCOMHbI€e MNOCKOKNETOYHbIN
NepecTPoOnKM m PAK nerkoro

OrpaHuyeHua Metopga:

5

MMuanbHble onyxonu _
Y C60naHCUPOBAHHbIE NEPECTPOMKM,

TPAHCIOKAUNN, MHBEPCUA
o P H P

% Henpo6énactoma
CpOK BbINOJIHEHMUSA: OT 7 pa60t-mx aHen



OHKOINrEMATOJ1IOI'N4

TecTbl Ha OCHOBE CEKBEHUPOBaHUSA
cnepyowero nokoneHuns (NGS)

OcTpbint Myenoneitkos (OMJ1), muenogmcnnactuueckmin cuxgpom (MOC) v gpyrve
MUENonponMdepaTUBHbIE HOBOOGPA30BAHUS (MIH) ABASIOTCS KITOHAbHBIMM
HOPYLUEHNSAMU FrEMOMO3TUYECKMUX CTBOMOBBIX KIETOK.

OpHoBpeMeHHoe 06HapyXeHue ¢ nomoLbio NGS naHenM CoMaTuyeckmx MyTauun B
LeCATKOX FreHOB NPedOoCTABMNAET BPAYY U NALUMEHTY BAXHYIO MHGOPMALMIO O AMATHO3E,
NPOrHOCTUYECKOM CTPATUDUKALMM PUCKA, BOZMOXHOCTM TAPreTHOM Tepanmu,
OBHAPYXEHUN U MOHUTOPMHIE MUHMMASIBHOrO OCTATOYHOMO 3a6051eBaHms (MOB)

TET2, DNMT3A, TP53, SF3B1, SRSF2,
U2AF1, ASXL1, RUNX1, EZH2, JAK2,
CALR

[nddepeHumanbHbin anarHos MAOC
1 DOBPOKAYECTBEHHOM LIUTONEHUN

[narHoctTnyecknin Mapkep
CSF3R XPOHUYECKOTO HENTPOGUIIBHOrO
nenkosa

JAK2, CALR, MPL [narHocTuka knoHanbHeix XMIM3

MporHos

BnaronpusatHein nporHos OMJ1

NPM1, CEBPA (6e3 myTaumm FLT3)
RUNX1 Mnoxon nporHos npv MOC 1 OMJ1
TP53 Mnoxon nporHos npv MAOC 1 OMJ1
DNMT3A Mnoxoi nporHos npu OMJ1

C HOPMABHBIM KAPUOTUMOM
U2AF1 Mnoxown nporHos npu MOC
KIT Mnoxon nporHos gns CBF-OMJ1
ASXL1 Mnoxown nporHos npv MOC 1 OMJ1
FLT3 MnTepuTnHNG
IDHT, IDH2 DHO3NOEeHN6, MBOCUAEHNS

JAK2, MPL, CALR

KIT

Pykconutunng
MMATUHWG, NOHATUHWG

NceneposaHne: «MuenovaHble HOBOOBPA3OBAHMS, PACLUMPEHHAS NAHESb» BKIIOYAET B cebs
cnenytowme renbl: ASXLT, CALR, CEBPA, CSF3R, DMNT3A, EZH2, FLT3, HRAS, IDH]1, IDH2, JAK2,
JAK3, KDM6A, KIT, MPL, NPMT1, RUNXT, SETBP1, SF3B1, SRSF2, TET2, TPS3, U2AF1

TecTbl Ha ocHoBe lNLUP B peasibHOM BpeMeHuU

McecnenoBarms Ha ocHoBe [MLUP no3BoastoT TOUHO U BbICTPO YCTOHABAMBATL HONMMYME
MYTOLMIA/ TRAHCIIOKALMA FEHOB, MMEIOLLIMX HAMBOMNEE BAXHOE 3HAYEHUE B MOCTAHOBKE
ONArHO3A U HO3HAYEHMM TePAnMM reMoBaCTO30B.

Tak HanpuMep TpaHcnokauus t(9;22) unu unagenseunckas xpomocoma (Ph'-
XPOMOCOMA) — YHUKASIbHbIA CMIeUMPUUECK A MAPKEP XPOHUYECKOrO MUENONERKO3a.
TapreTHble MHIIMEUTOPLI TUPO3MHKMHA3LI BCR-ABL —06nandioT NOBbILLEHHOM
3bdEKTUBHOCTBIO B CPABHEHMM CO CTAHAAPTHON XMMUOTepanunen 6onbHbix XMJ1

OnpepneneHue TpaHcnokaumm BCR-ABL t(9;22) (p210, p230, p190)*
Onpepenenne mytauum V617F B reHe JAK2*

Onpepenenne mytaumm W515 B reHe MPL

Onpepenenne mytauum V617F B reHe JAK2*

Onpepenenne mytaumin 9 ak3oHa reHa CALR

Onpepenenne geneumn B 12 ak3oHe reHa JAK2

OnpeneneHune TpaHcnokaumm PML-RARA t(15;17)*

Onpepenenue TpaHcnokaumn AMLI-ETO t(8;21)

*BO3MOXHO BbINOMIHEHWE KAYECTBEHHOIO U KONMYECTBEHHOMO UCCNENOBAHNS

TecTbl HA OCHOBEe CeKBeHUpoBaHUA No CaHrepy

Onpepenerve mytauum D816V B reHe KIT

MaTepuan uccnefoBaHUs: KPOBb, KOCTHbIW MO3r




XHXNOKOCTHAA BUOINCcumd

MoneKkynsapHbin npodusib onyxonum

XunpkocTtHasa éuoncusa npeacraesnseT co6omn meton
ANArHOCTUKM COMATUYECKUX MYTALIMMK B LUPKYNUpPYIoLLei
onyxonesoi AHK (uo[AHK) B kpoBu nauymeHTa

OTKyna 6epeTtca umpkynupyowasa JHK?

B mpouecce Hekpo3a 1 anonTo3a KK HOPMASbHbBIX KNEeTOK
OPraHM3Ma, TAK M OMyXOneBbIX KNeTok ¢pparmeHTbl [HK
BbICBOSOXAAOTCA M3 9400 M MOrYyT NONAAATb B KPDOBOTOK.

Takyto cBo6oaHO uupKynupyowyto B kposu I HK moxHo
AETEeKTUPOBATDb, BbIAENATb U U3y4yaTb!

NMpoBepeHue XXMAKoCTHOM 6uoncum
MOXXeT 6bITb peKOMeHA0BaHOo
cneaylowmuM nauueHTam:

° MNauymeHTam ¢ ONArHOCTNPOBAHHBIM PAKOM B Cliydde

OTCYTCTBUSA MATEPUANA OMYXOSN C LIENbO MONUCKA MyTALUM
1 NogoéopPA ONTUMANBHOM Tepanuu.

+  lMaumeHTaM B npoLecce NedyeHns 0ag QUAarHoCTUKM MyTALMK,
OBYCIOBMMBAIOLLIMX PE3UCTEHTHOCTb K TAPreTHOM Tepanum
(MyTauma T790M B reHe EGFR

° lNauneHTaM nocne yodaneHuna onyxonm ninn B Ctagnm
peMmccnmn C uesiblto MOHUTOPKMHIA U PAHHETr O BbidBIIEHNA
BO3MOXHOIO peungmnsad

Cpok BbinosiHeHUs: 10-14 paboumnx gHen




XHXNOKOCTHAA BUOINCcumd

MoneKynsapHbiA Npodusb onyxonm

° Cnucok reHoB, AOCTYNHbIX ANy nccnegqoBaHms C NOMOLLbIO TEXHONTOrMu
n peM Myl.l.leCTBa MeToﬂa' XXUBKOCTHOM 6Moncumn:
*  HeuHBO3uBHbLIN METOL, ABL1 FLT3 PALB2
AKT1 FOXL2 PDGFRA
*  BO3MOXHOCTb MPOBOOUTL AHANN3 PEryNAPHO C HEOBXOAMMOWM ALK GNATI PIK3CA
YOCTOTOMN APC GNAQ PTEN
ATM GNAS PTPNT
+  BblCcokas 4yBCTBUTENBHOCTb OBHAPYXEHUS MyTALMI B LOLHK BRAF HNF1A RBI
B nnas3me kposwm BrNaoTe go 0.1% BRCAT HRAS RET
BRCA2 IDH1 SMAD4
+  [lo3BONSET OLEHUTbL FETEPOrEHHOCTb OMYXOSn CDH IDH2 SMARCBI
CDKN2A JAK2 SMO
CSFIR JAK3 SRC
CTNNB1 KDR STK11
B ocHoBe TecTa nexuT MeTo, CeKBEHUPOBAHUS HOBOTIO DDR2 . P53
nokoneHus (next generation sequencing, ngs) co cpeaHnm DNMT3A KRAS TsC1
nokpeiTnem He Huxe 10 000x MeTog no3BongeT NPOBOAUTb EGFR MAP2KI TSC2
OOHOBPEMEHHbIN MOUCK MyTALMI CPA3Y BO MHOMMX rEHAX, ERRB2 MET VHL
OTBEYOIOLLMX 3Q PA3BUTME POAKA U YYBCTBUTENBHOCTD OMYyXOSn ERBBA MLHI
EZH2 MPL
K Tepanuu.
FBXW?7 MSHé
C NOMOLLbKO TEXHONOMMKN XUAKOCTHOM 6UOMNCUM BO3MOXEH MOUCK FGFRI NOTCHI
MYTALMIM B OTAESbHbBIX FEHAX, A TAKXE UCCNEeOOBAHNE NMOHENEN FGFR2 NPM1
reHoB. FGFR3 NRAS

MaTtepuan gna nccnepoBaHUNA: BeHO3Haa KpoBb 20 Mn B ABYX Npo6bupkax Streck




NMPEAPACMOJIOXXEHHOCTD
K PAKY U HACNEAOCTBEHHDbIU PAK

NccnenoBaHusa HanpaB/ieHHblIe HA MOUCK repMUHaNbHbIX MyTaLl,Mﬁ

HacneancrBeHHbIe paku AHanus Ha MyTauumn HacneacTBeHHbIX
5-10% onyxosieBblX CUHOPOMOB:

Cnopanuqecxue PaKu +  TouyHOEe yCTaHOBNEHWEe ANArHO3a

80-90% +  [pOrHo3 1 pUcK PA3BUTUS OPYIMX HOBOOBPA30BAHMIA

MNondop Tepanum

OnpepeneHue 8 Yactbix MyTaumn B reHax BRCAl1 u BRCA2

° Pucku 0n4g NOTOMCTBA U OPYIrMX YieHOB CeMbu
[Tonck HamGonee YacTbix MPWYMH HOCNEACTBEHHOrO PAKA MOSTOYHON

xXernesbl N ANYHNKOB B NOonysgaumm pOCCMVICKMX XKEeHLLUMH

MeTopa uccnepgoBaHua:

OK30MHoOe cekBeHupoBaHue reHoB BRCAl1 nu BRCA2
P MCCﬂe,D.OBC]HVIe npoBOONTCA METOOOM CeKBEeHMPOBAHNA

ViccnepoBaHme Bcex kogmpytowmx ydacTtkos reHos BRCAT n BRCA2 cnepytoLLero nokonerus NGS (next generation sequencmg)

[eHHbIe MAHEeNM NOKPbLIBAIOT GOMbLLYIO YACTb FEHOB, MaTtepuan nccnepoBaHusN:

CBA3AHHbIX C PA3JTMYHBIMU TUMAMKN HACT1IEeOCTBEHHOIo pAKa 1 BEHO3HAS KPOBb
HAcCneaCTtBeHHbIMKM OnyxosieBbiIMM CUMHOOOMAMN

CpOK BbINOJZIHEHUS: OT 21 pabouux aoHeNn




NMPEAPACMOJIOXXEHHOCTD
K PAKY U HACNEAOCTBEHHDbIU PAK

NccnepoBaHua HanpaB/ieHHblIe HA MOUCK NrepMUHaNbHbIX MyTaLlMFI

MNaHenb «KeHckne HAOCNEACTBEHHbBIE OMYXOnn» MNanenb «PAKOMATO3bl M HACNEACTBEHHbIN PAK»

ATM EPCAM PTEN ABL1 CDC73 ERCC5 GDNF MAP2K1 NSD1 RAD51C SPREDI
BRCAT MLH1 RAD5IC AKT1 CDH1 EXT1 GNAT MAX PALB2 RAD51D STKT
BRCA2 MSH2 RAD51D ALK CDK4 EXT2 GNAQ MCIR PALLD RB1 SUFU
BRIP1 MSH6 STKT APC CDKN1B EZH2 GNAS MENT1 PAX5 RECQL4 TMEM127
CDHI1 PALB2 TP53 AR CDKN2A FANCA HNF1A MET PDGFRA RET TP53
CHEK2 PMS2 ARID1A CEBPA FANCB HNF1B MITF PDGFRB RNASEL TSC1

ASXL1 CHEK2 FANCC HRAS MLH1 PHOX2B RUNX1 TSC2

ATM CTNNBI FANCD2 IDH1 MRETIA PIK3CA SBDS TSHR
APC MSH2 SMADA ATR CYLD FANCE IDH2 MSH2 PIK3R1 SDHA VHL
e — MSHG STk AXIN2 DDB2 FANCF JAK2 MSH3 PMS2 SDHAF2 WRN
CHEK2 MUTYH P53 BAP1 DDR2 FANCG JAK3 MSH6 POLDI SDHB WT1
EPCAM PMS2 BARDI DICERT FANCI KDM6A MSR1 POLE SDHC XPA
MLHT PTEN BLM EGFR FANCL KDR MTOR POLH SDHD XPC

BMPRIA ELAC2 FGFR1 KIF1B MUTYH POTI SLX4 XRCC3

MNanenb «<HacnencTBeHHbIE OMyXOneBble BRAF EPCAM FGFR2 KIT MXI1 PRKARIA SMAD4 ZFHX3
CMHOPOMbI» BRCAI1 ERBB2 FGFR3 KMT2A NBN PRSS1 SMARCA4

APC MEN1 PTEN BRCA2 ERCCI1 FGFR4 KMT2D NF1 PTCH1 SMARCBI

BMPRIA MET RAD51C BRIP1 ERCC2 FH KRAS NF2 PTEN SMARCET1

BRCAI MLH1 RET BTNL2 ERCC3 FLCN LG4 NOTCH1 PTPNTI SMO

BRCA2 MSH2 SMAD4 cD82 ERCCA4 GATA2 LZTR1 NRAS RAD50 SPINK1

CDH1 MSH6 STKN

CDKN1B MUTYH SUFU

CDKN2A NTHL1 TP53

EPCAM PMS2 VHL

FH PTCH1



MAMMAPRINT

OueHKa puUCcKa peuvaBea 1 Heo6XxoanMOCTH
XMmMumoTepanmm npu pake MOJIOYHOM YKenes3bl

MammaPrint npegcTaBnseT Co60M MONEKYNSPHbIN
OUOrHOCTUYECKMA  TecT,  NPefHO3HAYEHHbIR
09 OObEeKTUMBHOM OLEHKM PUCKO  peunamsa
N HEeOoBXOOMMOCTU MNPUMEHEHUS XMMWMOTEPANUM
npun pake Momno4dHon xenessl (PMX) Ha ocHose
aHanusa npoduns akcnpeccum 70-TM reHoB
B OMyXONeBOM 06pa3Le.

Moy neyeHnn pPaka MOMOYHOM Xenesbl, TOK Xe
KOK M MHOMMX APYrMX TMMOB PAKA, HEOOXOOMMO
4YEeTKO PA3NMYATbL Cry4ddun, Korga naumeHTy nmeet
CMbICJT HO3HAYATb AObKOBAHTHYIO XMMNOTEPAMNUIO,

Tect MammaPrint no3BonseTr oueHWTb BEPOSTHOCTb pPeunamea
/N 0BPA30BAHNS OTAANEHHbIX METACTA30B Y MaumMeHTok ¢ PMX
B TeueHue 10 net nocne yooneHns nepBnyHOM OMnyxonu.

Pe3yJ'|bTC|TbI TeCTa AAKOT OOHO3HAYHbLIM OTBET, SABNFETCHA 1M PUCK
BbICOKWUM MU HU3KUM. HUKOKMX MPOMEXYTOUHbIX KOTErOPUN PUCKA HET.

BeposiTHoCTb MoBTOpPHOrO BeposTHOCTb NOBTOPHOro

PA3BUTMS OMyXOS COCTABNSET PA3BUTMS OMYXOMM COCTABNSET
29% 10%

(3 cnyuas us 10) (1 cnyuaii ns 10)

XnMmoTepanus NoKAa3aHa XnMroTepanus He MOKA3AHA

TecT BluePrint BbINONHAETCS COBMECTHO C UCCNEeOoBAHMEM
Mammaprint 1 No3BonseT onpenenvTb NPUHALNEXHOCTb OMyXOnu
K onpeneneHHoMy MoKy APHOMY MOATUMY: MIOMUHAMbHBIA A/B,
6a3anbHbIR N HER2-nonoxmTtenbHbin

CpoOK BbINONIHEHUSA:

a korga — HeT. [JO HACTOSALEro MOMEHTA Bbl6OpP
neyeHns B 60SbLUMHCTBE CllyYdeB OCHOBbLIBASCS
HO  TPOOMUMOHHBLIX  KIIMHUMKO-MATONOMMYECKMX
KpUTEepUsix.

OpQHAKO, yuMTbIBAS, YTO crydam PMX co cxogHbIMM
KIIMHUMKO-MATONOIMYECKUMM  YepPTAMM  MOTYT
XAPOKTEPU30BATLCH COBEPLLUEHHO PA3UYHBIMA
pPEe3YETATAMM nedyeHus, OYeBUOHO, yTO
CTOHOOPTHbIE MeTOofdbl OLEHKM PUCKA pPeuuamBa
M HEOBXOOMMOCTN TMPUMEHEHUS aLbOBAHTHOWM
XMMUOTEPAMNN ABNSHOTCSH HEOOCTATOUYHBIMM.

46% COKpdaLUeHNe HAO3HAYEeHUN
XMnoTepdanmmn nauneHTam KInmHM4eCkKu
BbICOKOTIO PUCKJ, KAK crnencresne
noBblLLIEeHNe YPOOBHA XM3HN

Tect MammaPrint BbinonHseTcs
B COTPYOHUYECTBE C N1a6opaTopuen
Agendia, Hugepnargel

MaTtepuan
nccrnenoBaHus:

napa$puHOBbIA 650K U CTEKNO

14 pabounx gHen

KoMy nokasaH
MammaPrint?

1unu 2 ctapmua PMX

WUHBA3MBHAS KApLMHOMA

Pasmep onyxonu He 6onee 5 cm

He 6onee 3-x nopaxeHHbIX NMMdoy3nos

Jllo60# cTaTtyc aKcnpeccum aCTPOreHoBoro
peuenTtopa B onyxonu: ER+ unu ER-

Jllo60# cTatyc aMnanemkaumm reHa,
KOAMpPYIOLLEro peuenTop anMaepManbHOro
daktopa pocta ERBB2 (HER2/Neu): HER2+ nnu
HER2-

Jlilo60# BO3pACT NALUEHTKH

MammaPrint BxognTt B pekomeHaaumm NCCN,
ASCO ong NauMEHTOB C PAHHEN CTAAMEN PAKA
MOJTOYHOW Xenesbl C MOMOXMTENbHBIM 3CTPOrEHOBbIM
PELENTOPOM U C METACTA3CAMU B NIMMGATUYECKMNX
yanax (LN + 1-3).

MammaPrint — 3TO eQUHCTBEHHbIN MYSIBTUTEHHbIN
TecT anga PMX, npolwlenLunm paHOOMU3UPOBAHHBbIE
KOHTPOMPYEMBIE KITMHUYECKNE UCTIBITAHNS™,
noaTeepamBLInE ero 3dPEeKTUBHOCTb B BhISBIEHNN
TeX NAUMEHTOB, KOTOPLIM CredyeT HA3HAYATb
OOBIOBAHTHYIO XMMUOTEPAMUIO, U TEX, AN KOFO 3TO
ABMNASTCS USMULLIHUM.

*PesynbTaThl KNMHU4Yeckoro nccneposanma MINDACT o6nagatot
HOMBBICLLIVM YPOBHEM AOKA3ATENLHOCTM (ypoBeHb 1A)




PAHHAY ANATHOCTUKA PAKA
NMPEACTATEJ/IbHOM YXEJIE3bl

OnpepeneHue akcnpeccum reHa PCA3

PCA3 (Prostate cancer antigen 3)

HoBbI AMArHOCTMYECKMA MAPKEP, HE3ABUCUMBIN NPEUKTOP PAKA
npencTaTensHom xenesbl. CTporo cneunduueH ans 3NoKa4eCcTBeHHbIX
onyxonei MK
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NokasaHua anga uccriegoBaHua:

CKPWHMHT NALMEHTOB Nepen 6Moncmern NpeacTaTebHOM Xenesbl, C
LEeSblo CHUXEHUS MPOLEHTA «HEHYXHbIX» 6MOMNCU

Heo6x0AMMOCTb MPUHATUS peLLEHNS O MOBTOPHOM 6UOMNCUM, MPK
NoSlyYeHUU OTPULIATENBHOMO PEe3yNbTATA NpenpiayLien éunoncum MX

OnddepeHUManbHbIi OMArHo3 0o6POKAYECTBEHHON MMNepnia3nm 1 Paka
NPEOCTATENbHOM Xenesbl

Mpw noebilweHne ypoBHS MNMCA ong yTOYHEeHUS OAbHEeNLWNX
OMOArHOCTUYECKNX MEPOMPUATIR

«[IPOCTA-TECT?, UMEET PErUCTRALMOHHOE
YIOCTOBEPEHME HA TeppuTopun PO 68.4% 73.1%

TexHMKa c6opa Moum

e

Maccaxk npegcraTenbHomn MepBas nopuua Moyn o6beMoM TpaHcnopTupoBKa o6pasua
ernesbl BpayoM-yponorom 30-50 Mn B labopaTopuio nNpu
TeMnepatype +2..+8°C
B Te4YeHue 2 yacoB

CpokK BbinosiHeHUSN: 10 pabouux gHen




MOHUTOPUHI MUHUMAJIBHOMU
OCTATOYHOMU BONME3HU (MOB)

Signatera

Signatera - 310 NepBbIN AHANM3 CBOGOAHOLMPKYIUPYIOLLEN UccneposaHue Signatera BanuaMpoBAHO U MOXET 6biTb
OHK (cudHK), npeaHasHAYeHHbIR 0518 MOHUTOPUHIA fleYeHUs PEeKOMEeHAOBAHO NALMEHTAM C 4 TUNAMMU 3N1OKAYECTBEHHbIX
n oueHk MOB, ¢ BO3MOXHOCTbIO OBHAPYXEHNS COMOTUYECKMX HOBOO6pPA30BAHMIA:

MYTOALWM B N1A3ME KPOBW MPU YOCTOTE MYyTAHTHOrO annens

< 0.01%.

B ocHoBe nccnepoBaHuns Signatera nexmnT nonHoe
CEKBEHMPOBAHME 3K30MA MNEPBUYHOM OMYyXOnn 1 06pa3La
KpoBW. Ha ocHoBe 16 YHUKANbHBIX COMATUYECKMX MYTALUA
M3roTOBNMBAETCSA MNEPCOHANbHASA TECT-CUCTEMA, NO3BOAAKOLLAS
OBHAPYXMBATL 3TN MyTaumm B cUHK B nnasme.

KonopektanbHblii HeMenkokneTouHbl pak
pak nerkoro
KonueHTpaums uoHK (%) YyecTteutenbHocTb (%) n
0.005 4997 - 72.02
X X
0.030 9997 —9999
100
20.050
MbiLLEeYHO-MHBA3UBHbIN Pak MonouHo# xenesbl

PAK MO4YeBOrro ny3bips

MaTtepuan nuccnegoBaHUN: TKaHb ONyXosinu, BeHo3Has KpoBb (3ATA), BeHO3Has KpoBb (Strek)




MOHUTOPUHI MUHUMAJIBHOMU
OCTATOYHOMU BONME3HU (MOB)

Signatera

TexHonormsd
nccnepoBaHua Signatera:

MonHoe cekBeHMPOBAHME 3K3OMA ONYXOJSIU U COOTBETCTBYIOLLErO
06pasua BEHO3HOM KPOBU. AHONU3 AAHHBIX, AUArHOCTUKA
COMATUYECKMX MYTALMUIA B ONyXOnu

Bbi6op 16 KNOHANbHBIX COMATUYECKUX MYTALUA U UrOTOBNEHUE
MHAauBMAYyanbHoro MynetunnekcHoro MLUP-npaimMepa

Ceepxrny6okoe CeKBEHUPOBAHMUE, CO CPeaHen rmy6uHon
100 000x. AHanNKU3 AAHHbIX C LeNblo O6HAPYXEeHUs
cBo6ofHouMpKynupyLein onyxoneson AHK

BbigeneHue u nogrotoeka é6uéunuotek culHK c nocnepyiowen

3a6op BEHO3HOM KPOBM ANsi NPOBEeAeHUsl XKMAKOCTHOW 6Uoncumn
E P 2 posea 2 16-nnekcHomn MNUP

UccnepoBaHue BbiNoJIHAETcA B Nabopatopuu Natera (CLUA)




NnMPULWINTO BPEMA COTPYOHMUHATD

MeauKo-reHeTUYEeCKUM LLeHTp
JNla6opaTtopua MONEKyNsipHOM NaTONOrumn

r. MockBa, MNogosbckoe wocce, oM 8, kopnyc 5 (MeTpo Tynbckas)
8-800-333-45-38 | mail@egenomed.ru | genomed.ru
JTnuensna N2 JTO-50-01-009532 ot 20 mapTta 2018 T.



