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AHHOTALIUA: COBPEMEHHBIE METOJIbI paHHEN TUAarHOCTUKU
OHKOJIOTHUYECKHUX 3a00JICBAHUN UTPAIOT PEIIAIOIIYIO POJIb B YBEIMUYCHUH IIIAHCOB
Ha YCIICIIHOE JIEYEHNE U BBDKMBAEMOCTh MalueHToB. Ocob0e MECTO 3aHUMAIOT
T€HETUYECKUE HCCIIeIOBaHUS, KOTOpBIC MO3BOJISIIOT BBISIBJISITD
MPEAPACTIONIOKEHHOCTh K PAa3IUYHBIM BHAAM paka U OMNPENCIATh BO3MOXKHBIC
reHETUYECKUEe MyTaluu. B maHHON cTaThe paccMaTpUBAIOTCS KIHOUEBBIC
aCMeKThl paHHEW JMAarHOCTUKHM W POJM TEeHETUYECKHUX HCCICAOBAHUN B
oHkoioruu. OOCYXIarOTCd METOAbl BBISBJICHUS TEHETHUYECKUX aHOMAJIHM,
UCIIOJIb3YEeMble OMOMApKEPhI, a TAKXKE MEPCIEKTUBBI, KOTOPbIE OTKPBHIBAIOTCS C
Pa3BUTHEM TEXHOJOTUM CEKBEHUPOBAHUS HOBOTO TTOKOJICHUSI.
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Annotation: modern methods of early diagnostics of oncological diseases
play a decisive role in increasing the chances of successful treatment and patient
survival. Genetic studies occupy a special place, which allow us to identify
predisposition to various types of cancer and determine possible genetic
mutations. This article examines the key aspects of early diagnostics and the role
of genetic studies in oncology. We discuss methods for detecting genetic
abnormalities, the biomarkers used, and the prospects that open up with the
development of next-generation sequencing technologies.
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Onkosorndyeckrue 3a00J€BaHUs 3aHUMAIOT OJHO M3 TMEPBBIX MECT CpPeau
OPUYUH CMEPTHOCTU B Mupe. OIHUM U3 KIIIOYEBBIX (DaKTOpOB B OoprOe ¢
OHKOJIOTHEH SIBJISIETCS paHHSS TUArHOCTHUKA, TIO3BOJISIIOIIAS BBISIBUTH 00JI€3Hb HA
HAYaIbHBIX CTaAusX. [ eHeTHuecKne MCCIeOBaHUsI CIIOCOOCTBYIOT BBISBICHHIO
MIPEAPACIIOIOKEHHOCTH K PaKy W JUATHOCTUKH MOTCHIIMAIBHBIX MYyTaIldi, YTO
MO3BOJISIET TpENCKa3aTh BO3MOXKHOE pa3BUTHE OOJIE3HHM U pa3paboTarh
WHIMBUIyAIbHbIE TIOAXOABl K JiedeHHt0. (OHKOJOTHYECKHe 3a00JIeBaHMS
OCTAIOTCS OJHOM W3 CaMbIX CEPbE3HBIX Yrpo3 370POBBI0 YEIOBEKA, W Ha
NPOTSHKEHUU  AecATwieTnidi Ooppba ¢ HuMmu (DOKycHpyeTcsi Ha paHHEM
BBISIBJICHUW W TIporpecce B JiedeHWH. OHAKO MHOTHE BUIBI paKa Pa3BHBAIOTCS

CKPBITHO H 06HapY)KI/IBaIOTC$I JJUIITb Ha INO3JHUX CTaauidaX, Koraa JICUCHUC
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CTaHOBHUTCS OoJyiee CIOKHBIM 1 MeHee 3¢ dekTuBHBIM. HoBelinme reHeTnueckue
UCCIIETIOBAHUS OTKPBIBAIOT nyTh K  paHHeu JIMarHOCTHUKE u
MEePCOHATM3UPOBAHHOMY TIOJAXOAY, UTO JeiaeT OoprOy ¢ pakom Ooiee
LIEJICHANPABICHHON U Hay4HO OOOCHOBaHHOW. I'€HeTHYeCKHe TeCThl MOMOTraroT
BBISIBUTH MPEAPACTIOIOKEHHOCTD K Pa3JIMYHBIM BUJIaM paKa, ONPEIEIUTh TOUHBIE
MyTalluu U pa3paboraTh Ooznee mnoaxoxsmue crparerun Jjedenus. C
MIPUMEHEHUEM TaKHX TEXHOJIOTMI, KaK CEKBEHHPOBAHHE HOBOTO IOKOJICHHS,
CTaJIO BO3MO>KHBIM TIIyOOKO€ U3y4YeHHE T€HETUUECKUX OCOOCHHOCTEN OMyXOJIeH,
YTO TMO3BOJSIET BpadyaM IpeAcKa3aTh pa3BUTUE 3a00JIeBaHUS U CO3/4aTh
WHIMBUAYaJIbHBIN [JIaH JICYEHUs, HAIIEJICHHBIN HA TPEAOTBPAIllEHUE TPOTrPECCUH
paka.

OTHU UHHOBALUM HE TOJIBKO MOMOTAIOT YJIYYIIUTh UCXO/bl JEYEHUS, HO U
JAI0T JIIOJSM IIaHC 3aUIUTUTh CeOsl U CBOMX OJIM3KUX, a TaKXe MPEIOCTaBISIOT
BO3MOYKHOCTb YIIPABJISTh 3/I0POBbEM, 3HASI O CBOUX T€HETHUECKUX PUCKAX.

I'eHeTnyeckne  umcciaegoBaHuss B OHKoJdorum  ['eHeTmueckue
uccieaoBanuss B oHkonoruu BikmodaroT aHanu3 JIHK u PHK ¢ nenbro
BBISIBJICHUSI MYTAaIllii, MPUBOSIINX K PaKkoOBbIM 3a0osieBanusiM. HexoTopwie u3
yacTo uccienyeMbix reHoB BkIIo4atoT BRCA1 u BRCA2 (accouunpoBanHbie ¢
PUCKOM paka TpyAu U SIUYHUKOB), TP53 (MyTamuu KOTOpPOro CIOCOOCTBYIOT
Pa3BUTHIO DPa3IMYHBIX BUJOB paka), a Takke APC (acconuupoBaHHBIA C
KOJIOPEKTAJIbHBIM pakoM). ['eHeTndeckoe TECTUPOBAHHME IMO3BOJISET BBISBIISTH
KaK HAacCJIeJICTBEHHbIE, TaK U COMATHUYECKUE MYTAI[U{, YTO I[OMOTAaeT IOHATH
MEXaHHU3M Pa3BUTHUSA OIyXOJIU U MPEJCKa3aTh €€ MOBEACHUE.

1. BRCA1 u BRCA2

I'enst BRCA1 u BRCA2 wrpaior KIHOYEBYHO pOJb B MpOLECCE
BoccTraHoBieHuss nopexacHurd JIHK. Myranum B 3THMX reHax CBA3aHBI C
BBICOKMM PHCKOM paka TpyAu U SIMYHUKOB. ['€HETHMYECKOE TECTUPOBAHHE Ha

mytaunn BRCA 1o3BOJsieT KEHUIMHAM W MYKUYMHAM C HACJIEICTBEHHOU
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MPEAPACIOIOKEHHOCThI0  y3HaTh O CBOMX pPHUCKaX W MPEINPUHATH
COOTBETCTBYIOILIME MEPHI.

2. TPS3

['ern TP53 BbImoONIHAET BaXXKHYIO (YHKUHIO B KOHTPOJIE JEJNEHUS KIETOK U
MOAABJIEHUH OIyXOJIEBBIX MPOLECCOB. MyTalu B 3TOM I'€HE CBSI3aHbI C PSIAOM
arpeccuBHbIX omyxojed. Omnpenenenne craryca TP53 mo3BoisieT HE TOJBKO
OLICHUTh TPOTrHO3 OO0JIe3HH, HO U BBIOpaTh Ooyiee MOAXOMAIILYI0 TAKTHUKY
JICYEHUS.

3. /Ipyrue reubl 1 OMuOMapKepbl

Cpean Jpyrux TEHOB, CBSI3AHHBIX C OHKOJIOTUEW, CIIEyeT OTMETHUTh
EGFR, KRAS u HER2. OTu rensl urparoT BaXHYIO pOjib B MaTOT€HE3€ paka
JETKUX, TOJICTOTO KHUIIEYHHKA U T'PYyAH, COOTBETCTBEHHO, U UX MYTAallUd MOTYT
CIIY>KUTh OMOMapKepaMu JUisl BBIOOpa MOAXOAIINUX TEPATTUH.

MeToabl IMATHOCTUKH U AHAJIU3A

['eHeTnueckre WCCIENOBaHUS ONMMUPAIOTCS Ha TEPEeJOBbIE TEXHOJOTHH,
Takue Kak cekBeHupoBaHue HOBOro nokojeHus (NGS), nmomumepasHas nenHas
peakmust (I11IP), dayopecuentHas rubpuausamus in situ (FISH) u npyrue
METO/IbI.

1. CexBennpoBanue HOBOro nokoJsienusi (NGS)

NGS no3BossieT npoBecTH TIyOOKH aHATN3 TEHETUIECKUX U3MEHEHUN B
OMYXOJM W 3HAYUTEIbHO YBEIWYUTh TOYHOCTh AMATHOCTHKU. OTOT METO]
WCIIOJB3YETCSl JJIsl BBISIBICHHSI MHOXECTBEHHBIX TE€HETHMUECKUX MYyTallud Hu
OLICHUBAHUS UX POJIU B PA3BUTHUH paKa.

2. 1P u FISH

[IIIP ucnonb3yeTcsi mjig aHajdu3a TOYEUHBIX MyTanui, toraa kak FISH
MTOMOTAET BBISBUTH XPOMOCOMHBIE TIEPECTPONKH M aMILTU(DUKAIIUN TEHOB, TAKHE

kak HER2 npu pake rpyau.
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IlepcneKTUBBI M POJIb FreHETHYECKUX MCCJIE0BAHUI B KIMHUYECKOM
NpaKkTHKe

C pa3BUTHEM TEHETMYECKHX HCCIEIOBAHUI B OHKOJOTHH BO3HHKAET
BO3MOXXHOCTh CO3/[aHUsl TEPCOHATU3UPOBAHHBIX METOJIOB JUArHOCTUKH M
nedyenusi. Hampumep, uwaeHTtudukanus crneur@uueckux MyTaluil MO3BOJISET
noAOUpaTh TEPANUIO, HAIPABJICHHYI0 UMEHHO Ha OTpeIeEHHBIN MOJICKYJISIPHBIM
MyTh, YTO MOXKET MOBBICUTH d(PPEKTUBHOCTD JICUCHUS] U CHUZUTH BEPOSITHOCTD
no6o4HbIX 3 PexToB. Mcronb3zoBanue KUIAKOCTHOM Ouoricuu s aHanu3a JJHK
LHUPKYJUPYIOIIUX OIyXOJEBBIX KJIETOK M LUpKyJaupyromen omyxosesor JIHK
ABJISIETCS ~ MEPCHEKTUBHBIM  METOJOM, KOTOPBIM MO3BOJSIET MPOBOAUTH
MOHUTOPHUHT OO0JIE3HU B PEAIbHOM BPEMEHHU U BBISBIATH BO3MOXKHBIE PELIUIUBBI
Ha paHHEU CTAJINH.

3akioueHue

PanHsis AMarHocTuka W TEHETHYECKHE MCCIICIOBAHUS MMEIOT OTPOMHOE
3Ha4€HUE B OHKOJIOrUU. OmpeeseHrne reHeTHYECKON MPEapacioIOKEHHOCTA U
BBISIBICHWE  MyTalMid  MO3BOJSIIOT ~ MpPOBECTH  Ooyiee  TOYHOE |
MepCcoOHANN3UPOBaHHOE JieueHue. COBPEMEHHbBIE TEXHOJIOTUH, Takue Kak NGS u
KUJIKOCTHAsT OWOICHS, OTKPHIBAIOT HOBBIE TMEPCHEKTUBBI B OOpPHOE C pakom.
Opnako asie TOro 4TOObI T€HETUYECKHE MCCIEHOBAaHUS CTalM CTAHIApTHOM
MPAaKTUKOM, HEOOXOJUMBI JIONOJIHUTEIbHBIE HCCIEIOBAHUS U  Pa3BUTHE
TEXHOJIOTUM, KOTOpbIE TO3BOJAT CleNaTh 3TH METOJbl JIOCTYNHBIMU IS
IIUPOKOTO Kpyra MallueHTOB.
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