KnuHuyeckoe npumeHeHne ~—
MOJEKYNSPHO-reHEeTUYECKUX
MapKEpPOB B OHKOJOru



AKTyanbHOCTb

Tema «KnnHuyeckoe npuMeHeHne MonekynapHoO-reHeTUYECKNX MapKepoB B OHKOSTOMUM»
OoTpakaeT COBPEMEHHbIE TEHOEHLNN U OOCTUXKEHUS B 061acT ANArHOCTUKU N NeYeHns
OHKOJSIorm4yeckmx 3abonesaHnin. CerogHst MONEKynsapHO-reHeTU4eCcKne Mapkepsbl
npuobpeTatoT 0cobyto 3Ha4YMMOCTb Briarogapsi cneayrowmM acnekTam:

* UHOueuOdyanu3ayuss mepanuu: NO3BoNsAeT UHANBUAYANbHO NOAXOAUTb K KaXXOoMy
nauuneHTy, BbIOMpasa Hanbonee noaxoasaLWmMiA NnpenapaT UNnu MeToA NneYeHns Ha
OCHOBaHMW €ero reHeTU4ecKoro NPoduns.

* PaHHs151 Qua2gHOCMuUKa: BbIIBIIEHNE rEHETUYECKNX UBMEHEHNWN, NPEeaLLECTBYOLLNX
NOSIBNEHUIO KNUHUKM 3aboieBaHUs, NO3BONSIET NPOBOAUTL NPEBEHTUBHOE NIEYEHNE U
CHU3UTb 3aboneBaeMoCTb.

 [Ipo2HO3UpOBaHUe meYyeHus1 60s1e3HU: 3HAHNE FTEHETUYECKNX XapaKTEPUCTUK ONYyXOnu
NOMOraeT NpaBuUSibHO NM1aHUPOBaTb AallbHENLLYIO TAaKTUKY NevYeHnss 1 MOHUTOPUTDL
9P PEKTUBHOCTL TEPanuu.

« DKOHOMUYECKasi 8bl200a: paLnoHanbHOE Ha3Ha4YeHe OOPOroCToSALLMX NpenapaToB
CHWXaEeT 3aTpaTbl HA HEAMAEKTUBHOE NEYEHME N YMEHbLLIAET NOOOYHbIE 3PEKTHI.
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UTo Takoe MoneKkynsapHoO-reHeTu4eckne Mapkepbl?

* MonekynsipHo-reHeTu4eckue
MapKepbl — 3TO cneumndunyHble
yyvactkn QHK nnu PHK, koTopklie
YHUKaNbHbI AN KaXXO0ro
opraHu3ma 1 MOryT yKa3sblBaTb Ha
NPUCYTCTBUE NN OTCYTCTBUE
onpeaeneHHbIX reHeTUYEeCKNX
N3MEHEHNN. DTN MapKepPbI
NCNOSb3YITCA ANA ANarHOCTUKM,
OLIEHKN PUCKOB U
NPOrHO3npPoOBaHUA Pa3BUTUS
3aborneBaHn, B YaCTHOCTU
OHKOJTOMMYeCKunX.
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KJ'IaCCM(*)I/IKaLI,VIFI MOJ1EKYJTAPHO-reHETUYECKNX MapKepPOB [0
KIMMHN4E€CKOMY 3HA4YE€HUIO

[AvarHocTtuyeckue [MporHoctun4yeckne [MpeankTopHbIE TapreTHble
MapKepbl. MapKepbl: MapKepbl: MapKepbl:
e N e N e N s N
Mcnﬁgbgﬁrg:'g; AnA MpepackasbiBaoT Yka3biBaloT Ha OnpegensioT
— MaFI)’HOCTI/IKVI — BEpPOSATHOE TeYeHue — BO3MOXHblIE — noaxoasLyto uenesyto
326oneBanﬂ' 3aboneBaHus; NoCrneaCcTBuUS NeYeHs; Tepanuio;
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eHeTUYECKNE aHanua MyTauuu B reHax ALK, ROS1 myTtauuu:

| mvrauum: BRCA1/2 | | MHOXECTBEHHbIX reHOB | | penapauuun OHK: | nokasaTtenu ans
y ECI:-lFR- KRAS: ’ OISt NPOrHO3MpPOBaHMS BRCA1/2 onga TapreTHom Tepanum
’ ’ BEPOSATHOCTU pa3BUTUS repMyHarnbHOro paka; paka nerkux;
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MeTunupoBanue OHK:
AHTUTENA K paHHee BbISBNEHNe Akcnpeccus PD-L1: HER2: nokasaTtenb A5
— aHTUreHam: CEA, PSA, — onyxornemn vyepes —  OUEeHKa peakuun Ha — BblOOpa aHTUTEN
CA-125. N3MEHEHNS METUbHOIo UMMYHOTEpPanuio. npoTUB peLenTopoB.
cTaTyca.
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[InarHocTmMKa OHKONOIrMn NO reHeTUYECKNM NPOoUNam

CoBpemMeHHagd
OHKOOMarHocTuKka
OCHOBaHa Ha rfybokom
MOHMMAaHUN rEeHETUYECKNX
0CODEHHOCTEN OryXornen.
bnarogapsa atomy

oeHTndpukauma npoToTUNOB OMyXonen:

NnoABMIiiacb BO3MOXHOCTb [eHeTMYecKkMe NPodUnY Onyxonei NoMoratT
He TOJ1bKO pasgenntb UX Ha pasHble NoATUNMbI, KOTOPble
KJ'IaCCl/ICbl/I LMpoBaTb obnagatT cobCTBEHHbLIMWN DUONTOrMYECKUMM

6 CBOWICTBaMU 1 OTBEYAIOT Ha JIeYEHWE No-
onyxoJn, HO U BbIONPATb pasHomy. OAMH U3 SIPKMX NPUMEPOB —

onTmnmMmalibHOe Jie4eHune XpOHI/ILI.eCKVIVI muenonenkos (Chronic myeloid
A8 KaXXaoro nauneHTa. leukemia, CML).
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OndpdpepeHumnanbHaa gnarHocTruka OHKOJIOrM4ecknx
3aboneBaHnn

[MlaTOorHoMOHWYHbIE MyTaLUMK: NMpumep: EWS-FLI1 npu capkome FOuHra

* [1aTOrHOMOHUYHBLIMU Ha3bIBAOTCA MyTaLUK, « OAWH 13 Ny4YwnX NPUMEPOB NAaTOrHOMOHNYHOWM
KOTOpPbIe XapaKTepHbl TONMbKO O114 MyTaLMn — TpaHcnokauus, oobeanHsoLwas
onpeaeneHHon opmbl 3a6onesaHns u reHbl EWS n FLI1, koTopasi npucyTcTByeT

npumepHo y 85% naumeHToB ¢ capkomon KOuHra.
OTa TpaHcnokauus NpMBOAUT K BO3BHUKHOBEHUIO
XUMepHoro 6ernka, cnocobcTByOWEro ObICTPOMY
paspacTaHuto OMyxoriu.

» ObHapyxeHune TpaHcrnokauum EWS-FLI1
saBnsieTcst abconoTHO cneundnyHbIM MPU3HAKOM
capkombl FOnHra n nomoraeT yBEPEHHO OTNNYNTb
€€ OT ApYyrnx cxogHbIX N0 CUMMATOMATUKE
COCTOSIHUI, TAKNX KaK ocTeocapkoma unm
paboommocapkoma.

NOYTU HUKOr4a He BCTpeYaroTcd npu apyrnx
COCTOSAHUAX. DTN MyTauumn urpatot
OrPOMHY0 poJSib B AndodpepeHumarnbHon
ONarHoCTMKe OHKONOrm4yeckux 3abonesaHun.
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HacneaocTtBeHHblE CUHOPOMDI

MyTauumn B reHax

BRCA1/2

Lynch-cuHgpom
(CMHOPOM CEMENHOIO

HENMOJIUMO3HOIO

KONIOPEKTAarIbHOIro
paka)

* CnHapowm, Bbi3aBaHHbIM MyTaumnsamm B reHax BRCA1 n BRCA2,

XapakrtepusyeTcs NoBbILLUEHHbIM PUCKOM pPa3BUTUA paka MOOYHON
Xernesbl N AMYHMKOB. DTN reHbl KOAUPYIOT BesikK, oTBeYvaroLme 3a
BOCCTaHOBJIEHME OBOMHbLIX paspbisoB AHK. MyTaunn B HUX HapyLialoT
HOpMarbHbIM NpoLecc penapaumn, YTo Be4eT K YBESIMYEHUIO YacToThbl
MyTaLWW N NOBbILLIEHUIO pUcKa pasBUTUA OMyXOSien.

Lynch-cuHOpom cBS3aH C HapyLIEeHUAMW B reHax, OTBETCTBEHHbIMM 3a
ncrnpasneHne owndok cnapmeanus ocHosaHnn JHK (MLH1, MSH2,
MSH6, PMS2). MyTaunmn B 3TUX reHax Bbl3biBalOT HapyLUeHne
MexaHn3Ma KoppeKkLnn HECOOTBETCTBMUI B NpoLecce pensikaumm
OHK, 4To NnpuBOANT K HAKOMMEHUIO OLIMOOK N PUCKY PasBUTUS
KOJTOPEKTasibHOro paka, a Takke paka MaTku, xxenygka u
MOYEBbIBOASALLEN CUCTEMBI.
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BrninaHme Ha BbiKMBAEMOCTb U PUCK peumanBa

OnpepaeneHHble MONEKYNSIPHO-TeHEeTUYECKNe MapKepbl OKa3bIBalOT CYLLECTBEHHOE BINUSIHME Ha MPOrHO3 U
ncxopn 3abonesaHus. NpuBegem Tpu npumepa:

== TP53 (tumor protein p53):

* OYHKUNOHUPYET KakK "CTpax reHoma": KOHTpONupyeT CTabunbHOCTbL reHoMa 1 NpeaoTBpaLLaeT pasBmMTmE OMyXornen.
* MyTaumn B reHe TP53 yxyaLwatoT NporHo3 1 ysennineatoT pUCK peumansa.

BCL2 (B-cell lymphoma 2):

* YyacTByeT B perynsauum anonTtosa (npouecca 3anporpaMmMmpoBaHHON rmbenm KneTok).
* [ToBbiweHHas akcnpeccua BCL2 cBaA3aHa ¢ NSIOXUM NPOrHO30M U HU3KOM YyBCTBUTENBHOCTLIO K XMMUOTEpPanuMu.

MYC (myelocytomatosis oncogene):

» KogmpyeT Kno4eBon perynatopHbli 6enokK, ynpaBnsaowmnin KIeTo4HbIM LIMKIIOM 1 POCTOM KMETOK.
» AMnnudpukaums reHa MYC cBsizaHa € BbICTPbIM POCTOM OMYXON U NIIOXUM NPOrHO30M.
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[TpuMepbl MPOrHOCTUYECKNX TECTOB B OHKOMOTMMNM:

B nocnegHee necatuneTtne paspaboTaHbl MHOFOYUCIIEHHbIE NMPOrHOCTUYECKNE TECTbI, KOTOPbIE OLIEHMBAIOT
reHeTu4eckne npodunun onyxonemn 1 NnoMorarT Bpayam NpUHNMaTb 0OOCHOBAHHbIE PELLEHNS OTHOCUTENbHO
neYeHns 1 NporHo3a 3abonesaHus. [1Ba U3 HUX 3acny>K1MBatoT 0CoO0ro BHUMaHUS:

Oncotype DX

[aHHbI TECT OLIEHNBAET CTEMNEHDb PUCKa peunanBa paka MOMOYHON enesbl, CNonb3ysa aHanua 21 rexa,
accouumnpoBaHHbIX ¢ onyxornbt. Oncotype DX nomoraeTt onpeaenuTb LienecoobpasHoCTb NPOBEeAEHNS
XUMUOTEpanuu nocrie onepaTMBHOro BMeLLaTeNbCTBa U AaeT NPOrHo3 A0NTOCPOYHON BbIXKMBAEMOCTM.

Tect MammaPrint HanpaBneH Ha oUeHKY pucka peungmBa y NauMeHTOK C pakoOM MOJSTIOYHOMN Xenes3bl C HU3KUM
YPOBHEM BTOPUYHbLIX 04aroB nopaxeHus. AHanunsnpyetcs 70 reHoB, 1 pe3ynbTaTbl TECTa MOMOraloT Bpayam peLLnTb,
HY>XOaeTcs N1 nauneHTKa B AOMNOSNHUTESTbHOM Ne4YeHn NOMUMO XUPYPrn 1 ny4eBoun Tepanumu.
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MeTunupoBaHue Kak rnporHoctnyeckun mapkep: MGMT npwu
rmnobnacrtome

* MGMT (O6-meTunryaHmnH-OHK-
MeTuUnTpaHcgepasa) — 3TO reH,
OTBETCTBEHHbLIN 3a yaaneHue
TOKCUYHbIX METUIbHbLIX OCTaTKOB U3
NHK, 3awmiasa knetkm ot
nospexaeHus. MetnnuposaHue
npomMoTopHou obnactn reHa MGMT
NPUBOAUT K NOAABMNEHUIO €ro
aKcnpeccumn, YTo NoBbILWaET
YyBCTBUTESTIbHOCTb KIETOK K
XMMuoTepanuu npenaparaMmm Knacca
ankKUnNUpyoLwmx areHToB (Hanpumep,
Temosornomungy).

* [NaumeHTsbI C rmmobnacromon, y
KOTOPbIX OOHa K/ImeHo MeTUMMpoBaHue
npomotopa MGMT, nokasbiBatoT sl o cn s
MyYLYO peakumio Ha XuMumoTepanuio u
NMEIOT NyYLLINK NPOrHO3 NO CPaBHEHUIO
c Temu, y koro MGMT He noaBeprHyT
METUITMPOBAHWULO.
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LHLE R R R e n R R R B e U S S e e Y
EGFR/ALK/ROS1 B NSCLC
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* HemenkokneTtoyHbin pak nerkoro (NSCLC)
— 3TO rpynna pas3HopoaHbIX ONyXonewn,
XapakTepusyrLasaca 3HauYnTebHbIM
reHeTn4yeckmm pasHoobpasnem. OgHUM U3
BaXXHbIX JOCTMXXEHUU NOCNeaHUX
OECATUNETUN CTano OTKPbITUE ApanuBepPHbIX
MyTauKuin, KOTOPble MOTYT BbICTyMnaTb
MULLEHAMW NS TapreTHoOu Tepanun.
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MenkokJieToYHbl i HeMenKoKneToYHbIN
pak nérkoro pak nérkoro
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EGFR (Epidermal Growth Factor Receptor) — BnnsaHune Ha
TapreTHyo Tepanuto

MyTtaunmn B reHe EGFR Habntogatotca npumepHo y 10-15% nauneHtoB ¢ NSCLC.
QT MyTauum OenatT OnyxosieBble KNeTku 3aBuCcuMbiMU OT curHana EGFR, 4to
aenaeTt Ux ya3BUMbIMU K MHIMBUTOopam TUpPO3nHKMHa3bl (TKIS).

[[edonTnHMG (Iressa) — nepsbin Nnpeactasutenb TKI, ogobpeHHbin FDA.

OpnoTnHuob (Tarceva) — gencTByeT aHanorm4yHo reuTnHuoY.

OcumepTnHNG (Tagrisso) — TpeTbe nokoneHne TKI, adodekTMBEH NPOTMB
NpPUOBPETEHHON YCTOMYMBOCTU K NEPBbIM ABYM NOKOSIEHNAM NpenapaTos.
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ALK (Anaplastic Lymphoma Kinase) — BnmsiHue Ha TapreTHyo
Tepanuio

PeapanxupoBka reHa ALK ¢ obpasoBaHnem xumepHoro 6enka ALK-EML4 6bina Bnepsble
oTkpbITa B 2007 roay. OHa Habntogaetcs npumepHo y 3-7% nauneHtoB ¢ NSCLC.
NHrmbntopbl ALK-Tnnasel nokasann 3Ha4YnTenbHy adPEKTUBHOCTD:

KpnsotnHno (Xalkori) — nepsbin oqobpeHHbIn nHrmontop ALK.

AnecnHunb (Zykadia) — BTOpas nuHnsa Tepanuu nocre npnobpetTeHns yCToM4YnMBoCTH K
KPU3OTUHUODY.

INopnatuHno (Lorbrena) — tpeTtuin nurmbmutop ALK, adodektneeH npotne 6osnbLLUNMHCTBA
YCTONYUBLIX MyTaLNMN.

Ore0Y BO BonrTMY Munsgpasa Poccun



ROS1 - BNUaHME Ha TapreTHyo Tepanmio

Penkas TpaHcrnokauus, 3atparnaruwlas reH ROS1, HabnogaeTca NnpuMMepHoO y
1-2% naymeHToB ¢ NSCLC. lNpenapaTthl, aencreytowine Ha ALK-
peapaHXupoBkn, adpdekTneHbl U NpoTnB ROS1-nonoxutensHoro NSCLC:

KpnaoTtnHub (Xalkori) — rnokasaH npu NonoXXmMTerbHbIX pe3yribTaTax TecTa Ha
ROS31.

OHKkpaTnHMb (Rozlytrek) — cneunanunanposaHHsin npenapat gnsg ROS1-
NONOXNTENBHbLIX ONMYXONEWN.

Ore0Y BO BonrTMY Munsgpasa Poccun



LHLE R R R e n R R R B e U S S e e Y
KRAS/NRAS/BRAF npu konopekTtarnbHOM pake \
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KonopekrtanbHbin pak (CRC) — ato
pacnpoCcTpaHEeHHbIN TUM OHKOSTOMMYEeCKOro
3aboneBaHus, pa3BMBaOLLMNCSA B CIN3NCTON
obosio4Kke KnweyHuka. BaxkHenwen
ocobeHHocTbio CRC siBnsieTcs BbiCOKas
yacToTa MyTauuu B reHax, y4acTBYIOLLUX B
curHanobHom kackage MAPK (mutoreH-
aKTUBMPOBAHHasi NPOTENHKMHA3a), YTO
co3gaeT NpeanocblfikKK Anst NPUMEHEHUS
TapreTHOW Tepanuu.
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KRAS/NRAS/BRAF npu konopektanbHomM pake

KRAS

NRAS

BRAF

* MyTtauum B reHe KRAS nipoucxogsT npumepHo y 35-45% naumeHtoB ¢ CRC. OHun
NOKanun3yrTcs rnaBHbiM 06pa3omM B NonoxeHnn 12 n 13 nepBon 3K30HbI N NPENSTCTBYIOT
Bo3gencTauio nHrmbutopos EGFR (uetykcumab, naHntymymao). Nockonbky KRAS-myTaumm
HeraTMBHO BAMSIIOT HA MPOrHO3 U CHWXKAKOT 3(P(PEKTMBHOCTL TEpPaANUK, UX BbiSiIBNIEHNE KpanHe
Ba)XKHO AJ151 NIIaHMPOBaHUS NeYeHus.

* NRAS — 6nuskopoacteeHHbI reH KRAS, ero mytauum npucyTcTByOT NPUMEPHO Y 5%
naumeHToB ¢ CRC. NMogobHo KRAS, myTtaumm B NRAS cHuxatoT acpdekt nHrmbntopos EGFR
N oTpMUaTEeSIbHO BANSAIOT Ha MPOrHO3.

* MyTtauun B reHe BRAF HabntogatoTcs npumepHo y 10% nauuneHtoB ¢ CRC. Hanbonee
pacnpocTpaHéHHasa myTaunsa — V600E, koTopas aBnseTcs He3aBUCUMbIM HEraTUBHLIM
NPOrHOCTUYECKUM (PaKTOPOM 1 CBMAETENBbCTBYET O XyALeM NPOrHo3e 1 Nioxom
BOCMNPUMMYMBOCTU K CTaHAAPTHOM XuMmnoTepanuun. JledeHne nauneHTos ¢ BRAF-myTaumen
TpebyeT cneumanbHON KOMBMHMPOBAHHOW Tepanun, BkNoYatrowwen nHrmdmntopsl MEK n BRAF.

Ore0Y BO BonrTMY Munsgpasa Poccun



LLIBRRARERR L TR R R b R G S I S R RS S SRR et G W W Y

HERZ2 B pake MOno4HoU Xenesbl Q
R EARBLEE LR GRS g Ty Wt M T GRS L TR RGN N B W
« benok HER2 (Human Epidermal growth \
factor Receptor 2) — 3T0 NOBEPXHOCTHLIN Normal Cell HER2+ Cell \
peuenTop, NPUHUMAaLOLLUA aKTUBHOE HER2 receptor — HER2 receptor
y4yacTue B KOHTPOJSIE KITETOYHOro LMKIia u »
pocTe knetok. Okorno 20-30% onyxonel :
\ MOJIOYHOM XKere3bl XapakTepusytTcs (ERBED) & Z
g n3bbiTodHOW aKkcnpeccmen HER2, uto Nucleus = , —— =
< CUITbHO yXyaLwaeT NporHos n tpebyer Amplicaton - muliple HER? gones -
~ crnieumanbHOro noaxoaa K fie4eHmio. 3
~ &
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B

HERZ2 B pake enygka
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HERZ2-3kcnpeccusa Takxe

BcTpeyvaeTtcsa B 10-20%

CcllydaeB paka Xenyaka.

BBeoeHne npenapaTos,

HanpasneHHbIX Ha HER?2, TpacTty3ymab ("MepLenTuH") — OCHOBHOVA
NPUBENO K CYLLECTBEHHOMY
yry4dLLEeHUo pe3ynbTaToB
neyvyeHusa naumeHToB ¢ HERZ2-

NOJTIOKUTETIbHBbIMU OMYXOJTIAMMU KomGuHauma xummotepanum 1 Tpactysymaba
Xenyaka. nokasana nydiuve pesynbTaTtbl N0 CPaBHEHMIO
C U30JIMPOBAHHON XMUOTEPANUEN.

npenapat ana HER2-nonoxmntenbHoOro paka
Xenyagka.
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CBA3b TapreTHbIX NpenapaToB N OHKOMapPKEPOB:

OHKomapkep 3aboneBaHue Mpenapat
recpnTnHNG
EGFR HeMmernkokneToYHbIN pak JIErkoro SpnoTnH1G
OcumepTrHMG
Kpn3oTnHnot
ALK HeMmernKokneTouHbIN pak NErkoro LieputnHnO
AnekpuTnHnG
Tpacty3symab
HER2 Pak MOMOYHO enesbl MepTy3ymab
JTanatnHmn6
MenaHoma BeHypypadeHnd
BRAF
KonopekTanbHbI pak HabpadeHnd
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MIMMYHOOHKOorns \
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* IMMYHOOHKOSIOrMs 3aHUMaeTCs
pa3paboTKoN METOOO0B NleYeHUs,
MOOUNU3YIOLLIMX CODCTBEHHYO MMMYHHYIO
CUCTEMY OpraHu3mMa Anst YHUYTOXeHUd
onyxonieBbIX KNeTok. LleHTpanbHyo porsb B
aTOU cdhepe nrparoT MOSIEKYNAPHO-
reHeTu4ecKkme Mmapkepbl, KOTopble
nomMorarT NPOrHo3npoBaThb
9P PEKTUBHOCTb MMMYHOTEPAaNMUM.
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OCHOBHbIE MapKepbl MUMMYHOOHKOMOTUN:

MSI-H/dMMR (Microsatellite
o ;L,:d(':;." grammed Death Instability High / Defective
° ' Mismatch Repair):

YpoBeHb akcrnpeccun PD-L1 Ha noBepXHOCTU
OMyXOneBbIX KNETOK N NHPUIbTPYIOLLNX UMMYHHbIX

KMeTOK SABMAETCA NPOrHOCTUYECKUM napaMeTpoMm, CraTtyc Microsatellite instability-high n gedexTbl B .
CBSA3aHHbIM C OTBETOM Ha Tepanuio aHTu-PD-1 cucTemax penapauum owmnbok conpspkeHus (Defective
(MHrmbuTopbl Checkpoint). mismatch repair) cBs3biBatOT ¢ 6r1aronpusiTHbIM

OTBETOM Ha UMMYHOTepanuio aHTn-PD-1.

MonoxutensHbin ctaTyc PD-L1 accouunpyeTtcs ¢

nyywmnm Sd)q)eKTOM OT MMMYHOTEepanuu. Bbicokui YPOBEHb M“SVH nogpasymeBaeT 6OJ:IbLIJO€
KONUYeCTBO MyTaLUWi, YTO Bbl3blBaeT MOLLHbIV
WMMYHHbINA OTBET.
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« CoBpeMeHHasi OHKoAMarHocTumka
CTPEMUTENBHO pa3BNUBAETCHA B CTOPOHY
nepcoHann3nMpoBaHHOW MeauLVHbI, rae
peLlleHne NpMHMMaeTCs Ha OCHOBE
rnyboKOro aHanmaa yHuKanbHou
MOJIEKYNAPHOWU CTPYKTYpPbI onyxonu. B
bnvxanumne aecaTnneTna oxmagaeTcs
LUMpoKoMacLiTabHoe BHeOpPEHNE
KOHLIENUNU «MOMEKYNAPHOro nacnopray.
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KOMMNOHEHTbLI MOMEKYNAPHOro nacnopra:

KomnnekcHoe CeKBEeHNpOBaHME ONnyxoJin

* [MlonHoreHoMHoe cekBeHnpoBaHue (WGS) u cekBeHnpoBaHue ak3oma (WES) 6yayT npoBoamTbCS
PYTUHHO, NO3BOSISASt NOAPOOHO U3YUYNUTb FrEHETUYECKNE U3MEHEHMUS B OMYXOSIN.

* BbisiBneHne gpanBepHbIX MyTauun, anMreHeTUYeCKNX NSMEHEHNI N SKCNPECCUN NrEHOB CTaHET OCHOBOW
ans Bbibopa nHamMBmayanbHOW Tepanuu.

NGS-naHenu

« CneumanbHo nogobpaHHble Habopbl reHoB (panels) byayT perynspHo 0OHOBNATLCH N BKKOYATb
Hanbonee 3Ha4YNMble reHbl, aCCoLMMPOBaHHbIE C OHKONOrM4yeckumMmmn 3abonieBaHnaMum.

 [laHenbHble aHanu3bl CTaHYT CTaH4APTOM ANS ObICTPOWN U OOCTYMHOW OUAarHOCTUKM.

Al n Big Data

* VckyccTBeHHbIM nHTennekT (Al) u bonblune gaHHble OyayT NPUMEHATLCS ANS aBTOMAaTUYECKOro
aHanuaa pe3ynbTaToB CEKBEHMPOBAHUSA N PeKOMeHOaLMA N0 NEYEHUIO.

« MalumHHoe o0by4yeHne CMoXeT NPOrHO3MPOBaTh OTBET HA TEPaNMUIO U BbISIBNATb CKPbITbIE
3aKOHOMEPHOCTU B rEHETUYECKUX AaHHbIX.
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BbiBOAbI

MonekynapHo-reHeTu4eckne Mapkepbl UrpatoT KITHOYEBYHO POSlb B COBPEMEHHOM OHKOMOTUM,
cTaHoBACb YHAAMEHTOM NEPCOHANM3MPOBAHHOIO NOAX0Aa K ANArHOCTUKE N NeYeHunIo.

NMpaBunbHoOe UCNONIb30BaHUE 3TUX MAPKepPOB NO3BOJISIET BpavaMm:

» bornee mo4yHo cmasume OuagHo3.

* Boibupampb onnmumarbHOe fie4eHue, coomsemcemeayrou,ee oCobeHHOCMSIM OrlyXorsiu.
 [IpocHO3UpOoB8amMpb x00 3aboriesaHus u rnpedomepamumb OCIIOXKHEHUS.

OpgHako npeacTouT npeoaoneTb pad npodrnem, Takux Kak BbICOKas CTOMMOCTb, CITOXXHOCTb
NHTEepnpeTaumm n 4OCTYNHOCTb TEXHOMNOIMMN. HecMoTpst Ha 9TO, OyayLLEeEe OHKOSOMMn
Hepas3pbIBHO CBA3aHO C LUMPOKUM MPUMEHEHMEM MOJIEKYNSAPHO-TEHETUYECKNX MAPKEPOB, YTO
obellaeT Ka4yeCTBEHHbIN CKa4oK B 3(PdEKTUBHOCTN NEYEHUS N MNOBbILLEHUN
NPOOOIMKUTENTIBHOCTU XXU3HWN NaLUEHTOB.
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Cnacunbo 3a BHUmMmaHue!
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