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AnHoranusi. CTaThsl MOCBSllleHA AKTYaJbHOW HAa CEroOAHAIIHUI [eHb MNpodjeMe — TUATHOCTHKE
OHKOJIOTHYecKHX 3a0oneBaHnii. BHumanue B padoTe aKIEeHTHPOBAHO HAa NPHMEHEHHH OHKOIeHEeTHYeCKHX
uccjeoBaHuii OHKO(poKyc M oHKonpopuiab. [IpuBegeH aKTyalbHbIN NepeYyeHb MOJIEKYJISAPHO-TeHEeTHYeCKHX
HCCJIeJOBAHNH, (UHAHCHPYEMBIX H3 CPeACTB TEPPUTOPHAIBLHOrO0 ¢oHAA 00M3aTEJBLHOI0 MeIUIUHCKOIO0
crpaxoBanusi (T®@OMC). Kpome T0Oro, npoaHaIu3MpoBaHbl aKTyaJbHbIe CTATHCTHYECKHE JAHHBIE MPUMeHeHUS
NGS meTonuku B Ops1oBcKOM 00JIaCTHOM OHKOJIOTHYECKOM JIHCIIaHCepe.

KiroueBble clioBa: OHKOTEHETHYECKHE HCCIEIOBaHMs, OHKO(OKYC, OHKONMPO(UIb, TUArHOCTHKA PAKOBBIX
3aboneBanuii, CKpUHUHT MeTozioM NGS.
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Abstract. The article is devoted to an urgent problem today — the diagnosis of oncological diseases. The
main attention in the work is focused on the application of oncogenetic researches of oncofocus and oncoprofile.
An up-to-date list of molecular genetic studies paid for at the expense of the Territorial Compulsory Medical
Insurance Fund (TFOMS) is given. In addition, the current NGS method statistical data from the Orel regional
Oncological dispensary were analyzed.
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Ha ceropgHsmHui €Hb OHKOJIOTHS SBJIAETCA OJAHOM M3 BEAYIIMX IPUYUH YEJIOBEYECKOU
CMEpPTHOCTH B Mupe. JIMiIb B cTpaHax C pa3BUBAOLIECICS 3KOHOMMKOH JaHHOe 3aboyieBaHUE
YCTyTMaeT CBOM MO3UITUN UHCYIBTY U uilieMuueckoit 0one3nu cepana (MBC).

OpnHUM U3 IEpBBIX YIIOMUHAHUI 00 OMyX0JsX sBisieTcs J[peBHeernneTckuil nanupyc JBuHa
Cwmura (mpubnusutensHo 1600 rog mo H.3.). B HEM yka3zaHO 0 HEM3NEYMMOM YIUIOTHEHHH B TPYIU
KEHIMHBI, CITYCTsI HEJ10JIr0e BpeMsl CKOHUaBIIeics oT ganHoro Hexyra. B XXVIII Bexe anrauiickuii
Bpau [loTT yctaHOBMI TOT (haKT, 4TO IBIMOXOJHAS ca)ka — 3TO BEAYIIMH (aKTOp B pa3BUTUHU paka
KOXH MOILIOHKH y TPyOOUHCTOB (BBEIEH TEPMUH «KaHIlEporeHe3»). Takum o0pa3oM, 4eI0BEUYECTBO
y’K€ HECKOJbKO ThICAYENeTUH OOopeTcs ¢ pa3IUuHbIMU MPOSBICHUSMH HEOIUIACTHYECKHX
(omyxoneBbIX) TpaHchopManuii B CBOeM opraHuzMe. U 5umb  HaydyHO-TEXHOJIOTHYECKHE
noctmkeHnss XX u XXI| BeKoB caenaiym BO3MOKHOW HE TOJIBKO PAHHIOKO JTMATHOCTHKY U YCIIEITHOE
M3JIeYeHHE MAlMEHTOB C MOJOOHBIM IUAarHO30M, HO M MPEJOTBPAICHHE PAa3BUTHS 3a00I€BaHUs KaK
TaKOBOTO.

OHKOreHeTHKa — 3TO OTpacib COBPEMEHHOM MEAMIMHBI, B OCHOBE KOTOPOM JIEKHT

IMPUMEHCHUC MOJICKYIIIPHO-TCHCTUYCCKUX METOJOB UCCIICAOBAHUA YEJIOBEUCCKOTO rcHoMa C 1EJIbIO
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CBOEBPEMEHHOM MPO(DUIAKTHUKY, paHHEH AUAarHOCTUKU U 3((HEKTUBHOTO JICYEHHUS OHKOJIOTHYECKHX
3abosneBaHuid. IMEHHO BpayaMu JaHHOTO MPOQHIISA B KIMHHUYECKYIO MPAKTHKY ObLIT BBEIECH TEPMUH
HacnencTBeHHbI oHkosornyeckuil curapoMm (HOC). HOC moxer ObITh OXapakTepu30BaH Kak
3a00JieBaHKe, BO3ZHUKILEE B PE3y/lbTaTe€ HAPYIIEHUS CTPYKTYPHl WU PETyJALUUA T€HEeTHYECKOIrO
anmnaparta YU MPUBOASIIEE K MOBBIIICHUIO PUCKA Pa3BUTHUS OHKOJIOTMU. | eHeTHuecKue HapyleHHUs
NepeaaoTcs Kak MPaBHIO M3 MOKOJeHHs B mokosieHue. [lpubmmsurensno B 20% ciaydaeB oHuU
Bo3uukaroT de novo. Ilpu HOC B cembsix MOTyT HaOJIOIAThCs ONPEISIEHHBIC OHKOJIOTMYCCKHE
MaTTEPHbI UM 3aKOHOMEPHOCTH, KOTOPBIE BKIIIOYAIOT HATMYME HECKOIbKUX OJM3KUX YJICHOB CEMbU
C OJIHMM U T€M >K€ TUIIOM OHKOJIOTMYECKOTO 3a00JIeBaHUs, pa3BUTHE paka B paHHEM BO3pPACTE WU
HaJIM4YMe IBYX WK 00Jiee BIIOB HOBOOOPA30BaHMIA Yy OJTHOTO M TOTO ke yenoBeka. [Ipumepamu HOC
SIBJIIIOTCSI CHHIPOM HACJIEICTBEHHOTO paka MOJIOUHOM kene3sl ¥ paka suuHukos (HBOC), cunnpom
JIunua (LS), cunapom JIu-®Opaymenn (LSF). CBoeBpemenno auarnoctupoanubiii HOC mo3Bossier
KaK Bpady, TaK U MalUEHTy HE TOJbKO NMPEBEHTHUBHO MPHUHITH MEPHI MO BHISBICHHUIO U MPOTHO3Y
BO3MOKHOT'O OHKOJIOTHUYECKOTO 3a00JIeBaHUsA, HO TAKXKE PACCMOTPETh Pa3IMUHbIC PEIIPOAYKTUBHBIC
pelieHns C LeNbl0 MPEeIOTBPALEHUS Iepelayd IaTOJOTMYeCKOro TI'€HETUYECKOro BapHaHTa
noroMkam [1].

Hnsa nuarnoctukn HOC B OHKOreHEeTHYeCKOW MPaKTHUKE MPUMEHSIIOTCS CJIECAYIOIINE BUJIBI
uccnenoBanuii: OHKopokyc u OHKOIPODUIIB.

Uro takoe uccnenoBanne OHKOGOKyc? DTO aHATU3 I'eHOB, Han0O0JIee YaCTO BOBIICYEHHBIX B
KaHleporeHes ¢ momoinbio Mmeroaa NGS (cekBeHupoBaHHE HOBOTO MOKoJeHHs ). Hapyiienus B 3Tux
reHax IMpPUBOAAT K PpA3BUTUIO ONYXOJIM M HCIONB3YyEeTCS B KayecTBEe JAMAarHOCTHYECKHX,
MIPOrHOCTUYECKUX U IIPEIMKTUBHBIX MapKEPOB OHKOJIOrHYecKkoro 3abonesanus. [lanens Oukodokyc
BKJItoUaeT 52 reHa. JlaHHOe MccienoBaHME MOKA3aHO MAIlMEHTaM C YCTaHOBJIEHHBIM JMAarHO30M
OHKOJIOTMYECKOro 3a0oyieBaHMs A 1Moa0opa Tepamuy, MOHUTOPUHTA M KOPPEKIMH Tepanuu B
ciiy4ae peuuauaa [2].

Uccnenoanue OHKoONpoduiab, B OTIMYKME OT uccienoBanuss OHKO(OKYC, BKIIOYaeT B ce0s
pacIIMpeHHbI CIEKTP TE€HOB, HAPYIICHUS B KOTOPHIX OOYCIIaBIMBAIOT KAaK «B3POCIBIE», TaK U
IOBEHWJIbHBIE (OpPMBI paka, a TaKKe II03BOJIIOT ONPEAEINTh T'€HETUYEeCKHE BapHaHTHI,
acCOIIMMPOBAHHBIE C HACJEACTBEHHBIMH OHKOJOTMUECKUMH cuHApoMmamu. Ilanens Onkompoduib
BKroyaeT B cebst 161 ren. IlpoBenenne uccneqoBaHusl MOKA3aHO TMAIMEHTaM C YCTaHOBJIECHHBIM
JIMarHO30M OHKOJIOTMYECKOTro 3a0o0JjieBaHUsl I MOJIEKYJISIPHOTO NpOGUIMPOBAHUS OIYXOJIH,
no100pa Tepanui, BeISBICHUS HEOIArOMPUATHOTO MPOTHO3a, MOHUTOPUHTA M KOPPEKIIUHN TEPANTUH B
cllyyae pelUAMBa, MOATBEPXKICHHUS W/WIM JTUArHOCTUKM HACJEICTBEHHOIO OHKOJOTHYECKOIO

cunapoma. Crenyer ckaszaTb, YTO JUUISl UHTEPIPETAIIMN PE3yIbTaTOB HccienoBaHusi OHKOMPO(UIIb,



OlpeseNieHUus OKOHYATEJbHOrO JuarHo3a U JajibHelmero moadopa Tepamuu TpedyeTcs
KOHCYJIbTAIlHsI Bpaua-TeHETHKa, Bpauya-OHKOJIOTa/XUMHUOTEPAIIeBTA.

Kak nmenno pabotaer cexkBeHupoBanue cieaytomero nokonenus (NGS)? Meron mo3Bosnser
OCYILIECTBUTH OJJHOBPEMEHHOE ITPOUYTEHHE COTEH MUJUTMOHOB KOPOTKHX mnocienoBarensHoctei JJHK
U OJIHOBPEMEHHO OOHApY)KUTh BCE THUIIBI HAPYIIEHUH, a UMEHHO: aHAJU3 IOJIHOM KOAWpPYIOLIEeH
MOCJICI0BATEILHOCTH TeHa, «ropsiure Touku» mytareHesa (SNV/InDels), napyiienus yucia Konuii
rera (CNV), xpomocomubie mnepectpoiiku. [locnemyromas OwmomHpopmarndeckas oOpaboTka
JAHHBIX TIO3BOJIACT HAaWTH OTiaMuMs B mocienoBarenbHocTH JIHK omyxomu ot pedepeHcHoM
T€HOMHOM TOC/IeI0BaTeNbHOCTU («30J0TOTr0 cTaHmapray). I[lpenmyiiecTtBamMu JaHHOTO MeETOja
SIBIISICTCS BBICOKAs! YyBCTBUTEIBHOCTD M CHEIM(PUIHOCTh METOa, ObICTpast 000paunBaeMoOCTh TECTa,
COKpallleHHe BPEMEHHM Ha HCCIIEJIOBaHHE, MUHHMAJIbHBIC TPEOOBAaHHUS K KOJUYECTBY U KayeCTBY
o0pa3loB, OJHOBPEMEHHOE OOHapyXeHHEe BCEX THUIIOB MYyTallMii, BKIIOYas CTPYKTypHbIC
nepecTpoiku [4].

Takum  oOpa3om, Onmaromapss MacCOBOMY BHEAPEHHIO METOJOB  HCCIEIOBaHUS,
6asupyromxcss Ha NGS-texHomoruu, Bpauu-oHKosorn Oosiee TOYHO U I(P(HEKTUBHO MOTYT
JMarHOCTUPOBATh U JICUUTH PA3IUYHbIE OHKOJIOTHH.

B cooTBercTBUM CO CTpYKTypoil oOmieii 3a0oleBaeMOCTH OT 3JI0Ka4YeCTBEHHBIX
HoBooOpazoBanuii (3HO), B 2021 rony B P® yaie Bcero AMarHoCTUPYIOTCS CIEYIOLIUE:

» 1 mecto — pak MoouHO#H xene3bl (13%);
» 2 MecTo — KoJIOpeKTalbHbIi pak (13%);
» 3 MecTo — pak JIeTKuX, Tpaxen U OpoHxoB (12%).

Pak monounoit xene3sl (PMIXX) nuarHoctupyercst IpUMEpHO y KaX10i AecATOl KEeHIUHBI,
pUYeM WHBA3WBHAs MPOTOKOBAsI KapIIMHOMA — 3TO Hanbosee monyssipHeIid ero Bua. Metogom NGS
aHaM3upyroTcs M3MeHeHHus B reHax ERBB2 (stmonornueckuii pakrop PMIK npumepno B 20%
cinydaeB), BRCAI (mpumepno 15-20%) u BRCA2 (mo 10% cnyuaes PMX) [1, 5].

Konopekranpupiii pak (KPP) mo mokanmusamuu daiie BCEro MopakaeT CUTMOBHIHYIO H
MPSIMYIO KHAIIKY, & THCTOJIOTHYECKH B 95% citydaes mpecTaBiieH ajieHoKapiuHoMami. Jlnarnoctuka
KPP na ocHoBe NGS-TexHon0run BKIIO4YaeT B ceds TectupoBanue myraiuii B reHax KRAS, BRAF,
NRAS u ERBB?2, a takxe BKJI0OYaeT TECTUPOBAHNE MUKPOCATEIUTUTHOM HecTtabmmbHOCTH (MSI) [3].

Hewmenkoknerounsiit pak serkoro (HMPJI) cocraBnser no 85% Bcex ciydaeB
OpOHXOJIETOYHOTO  paka. OcnoBupiMu  noarunamMu  HMPJL  sBisitorcst  ageHOKapiimHOMA,
IUIOCKOKJIETOYHBIH M KPYNHOKJIETOYHBIH paku. Haubonmee momynspHble OuOMapKepbl

MporpeCCUpyromIiero Ujin METACTATHYCCKOI0 HCMCIIKOKJICTOYHOI'O pakKa — 3TO MYTAallUW B T'CHAX

EGFR, KRAS u BRAF, a taxxe ammudukarust (10 u 6onee xonuit) rena MET [1].



Ha ocHOBaHuUM NOSy4yeHHBIX JAaHHBIX MAllMEHTY C OMpPEEICHHBIM PAKOBBIM 3a00JIeBaHUEM
Oyzner Ha3HaueH 3(PGEKTUBHBIN TapreTHBIM METOM JeueHus (MHUIICHBIO NTaHHOW TEparuu SBISETCS
KOHKPETHBIA OEJIOK OIyXOJIEBOW KIIETKH, peain3alusi KOTOPOro JOJDKHA OBITh 3a0J0KHpOBaHA).
Hampumep, B ciiyyae AuarHOCTHpOBaHUs Yy maiueHTa jgroooro moarumna PMOXX ¢ moarBepkaeHHOM
mytanueii B renax BRCA1/BRCA2 B kadecTBE TapreTHOW Tepardd MOTYT OBITh Ha3HAYCHBI
npernaparsl onanapu0 W Tamazonapu6. B ciydae e BBIABICHHS APYrHX OMOMapKepOB JaHHBIC
npemnaparsl OyayT Hed((HEKTUBHBI B JICUEHUH paKa MOJIOYHOM Kee3bl.

B OpiioBckoit 00s1acTu, Kak 1 BO MHOTUX JIpyrux cyobekTax PD, TepputopuanbHbiM GOHIOM
obs3aTenpbHOr0 MenunuHCKOro crpaxoBanus (TOOMC) ¢unancupyrorcs NGS uccienoBanus Ha
CIIeyIoIre OHOMapKEPHI:

. KRAS, NRAS u V600 BRAF w™yranmuum B OHONCHIIHOM Marepuane mpu
MOATBEPKICHHOM KOJIOPEKTaIbHOM PaKe;

. EGFR u V600 BRAF Myranuu B OuOINCHIHOM MaTepuaie MpH MOATBEPKICHHOM
HEMEIIKOKJIETOYHOM PaKe JIETKOTO;

. BRCA1/BRCA2 myranuu B 00pasiie KpOBH HPH MOITBEPIKICHHOM paKe MOJOYHOM

KCIIC3bI.

bY3 OO «OpnoBckuil oHKOJIOTMYECKUH aucniancep» 3a 2022 rojx mpoaeMOHCTPUPOBAI
CIIEyIOIKE NTOKA3aTeNN IPUMEHEHHSI MOJIEKYJISIPHO-TEHETUYECKUX HccieloBaHuil (puc. 1):

e 113 87 marepuainos, npecTaBIeHHBIX Ha onpeaeneHue myTauuil B reHax KRAS, BbIsIBIICHbI
MOJIOKUTEIIbHBIE PE3YyIbTaThl B 23 ciydasax i 26,4%;

e I3 90 marepuanoB, MpeICTaBICHHBIX Ha omnpeneneHue mytanuii B renax BRCAL,2,
BBISIBJIEHBI TIOJIOXKUTENIbHbIE PE3YJbTaThl B 7 citydasx uiu 3,9%;

e 13 152 wmarepuanoB, NpeacCTaBIEHHBIX Ha ompeneneHue myranuii B reHax BRAF,
BBISIBJICHBI TIOJIOKUTENBHBIE pe3ynbTathl B 30 ciayuasx wim 13,2%;

e 113 30 marepuanos, npeacTaBleHHbIX Ha onpeaeneHne mytauuii B reHax C-KIT, BbisiBIeHbI
I0JIO’KUTEIIbHBIE Pe3yibTaThl B 1 ciydae ninu 3,3%;

e 113 6 MmaTepuanos, MpeCTaBIEHHBIX Ha ONpeIeICHNe MUKPOCATEIUTUTHOW HECTAOUILHOCTH

MCI, BbISIBIIEHBI TOJIOKUTENbHBIE PE3yJbTaThl B 2 ciaydasx win 33,3%.
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Pucynok 1. MonekynsapHo-renetndeckue ucciaenosanus 3a 2022 ron.

B 2021 roxy 0o003HaueHHBIC TOKA3aTeNM CYIIECTBEHHO OTIMYAINCH OT JAHHBIX TEKYIIETO
roaa (puc. 2):

e 113 53 marepuanos, npeacTaBIeHHBIX Ha onpeaeneHue myTauuil B reHax KRAS, BbIsBICHbI
II0JIOKUTEIIbHBIE Pe3yibTaThl B 17 ciydasx wim 32%;

e 113 62 marepuanos, npeacTaBIeHHbIX Ha omnpeaeneHne myranuii B renax BRCAL,2, B renax
BRCAI BbIsIBIIEHBI TOJIOKUTENBHBIE pe3yNabTaThl B 5 ciyyasx uiu 8,1%, B renax BRCA2 BbIsBIICHBI
MOJIOKUTEIIBHBIE PE3YIbTATHI B 2 CiTyqasx uin 3,2%;

e 113 96 marepuaiioB, peACTaBIEHHBIX Ha onpezeneHue myTanuii B renax BRAF, BoisiBieHs!
MOJIOKUTEIBHBIE Pe3yIbTaThl B 6 cimyyasx win 6,25%;

e 13 16 marepuanoB, MpeICTaBICHHBIX Ha OOHApY)KEHHE MPHU3HAKOB MUKPOCATEIUTUTHOM

HECTaOMIILHOCTH, BBISIBIICHBI TIOJIOKHUTEIIBHBIE Pe3yIbTaThl B 1 ciaydae wim 6,3%.
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Pucynok 2. MonekynsapHo-reHeTndeckue ucciaenosanus 3a 2021 ron.

[logBoast wuTOr Hamiero aHaiusa, CIEAyeT OTMETUTh, uTo B 2022 TOay B THEpeyHE

(bUHAHCHPYEMBIX MOJEKYJISIPHO-TEHETHUECKUX HCCICIOBAHUN TOSBWICA CKPUHHHT Ha MYTAaIlllH B

reie C-KIT. I[Tomumo 3toro, B 2022 roay mpociiexuBaiach TEHIACHLUS K CHWKEHMIO MyTalUd B

reHax KRAS, HO B TOXe BpeMsi BO3POCIIO KOJIMYECTBO BhIABIECHHbIX MyTanuii B reHax BRAF u MCI.
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