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BBenenne. B coBpeMeHHOI MpaKkTHKe TEparuy OHKOJIOTHYECKUX 3a00seBa-
HUIl BO3paACTaIOUIYIO POJb UTPAaeT Tepanus, HarpaBJieHHas Ha paKOBbIE KIETKU —
TapreTvpoBaHHas Tepanus [1, 2], KoTopas MOXKET UCIOIb30BaThCs Kak OCHOBHOE
JIeUEHHE WM KaK KOMIIJIEMEHT K CTaHJapTHBIM METOJaM: XUMHUOTEPAIuH, XUpyp-
TMYECKOMY YJaJIEHUIO OITyXOJIH, JIy4eBOW Tepanuu. AMEpHUKAHCKOE COOOIIECTBO
M0 M3YUYCHUIO OHKOJIOTMYECKHX 3a00JIeBaHUIA BBIJEINSET CIEAYIOIINE HalpaBIie-
HUSI TAPTEeTUPOBAHHOM Teparuy: WHIHOMTOPHI aHTHMOTeHEe3a, MOHOKJIOHAIbHBIC
aHTUTENA K CIEeU(PUIECKUM MOBEPXHOCTHBIM OMOMapKepaM pPaKOBBIX KIIETOK,
MPOTEOCOMHBIE MHTHOUTOPBI U PA300IIUTENN TPOBECHUSI BHYTPUKICTOYHOT'O
curnanunra [3, 4]. [lepeuncieHnble TapreTHPOBAHHBIC MOAXOIBI OCHOBBIBAIOTCS
Ha JIeTaJbHOM M3y4YeHUH OnomapkepoB omyxoiu: ansTepanusix B JTHK, Bo BHYT-
PHKIICTOYHBIX M TOBEPXHOCTHBIX OENKaX, B CBS3U C TUM METOJIbI MOJICKYIISIPHON
JTMAarHOCTHKH JOJDKHBI COOTBETCTBOBATH TPEOOBAHUSAM 00JIaCTH.

B ciydae conmmmHOM OMyXONH, OJWH M3 OCHOBHBIX CIIOCOOOB IMOWCKa OWO-
MapKepOB — aHATIN3 KJIETOK, B3SITHIX HAMPIMYIO U3 OMYXOJHU (TKaHeBasi OMOIICHS).
CexBennpopanue HOBOro mokonienns (NGS) Ha OTHOAK30MHBIX WIIH TapPTETHBIX
TeHHBIX TaHENsX TO3BOJSIET BBISABIATH MyTalluu B ApaiiBepHbIX rerax (KRAS,
BRAF, PIK3CA, ALK # T.11.), U1sl KOTOPBIX CYIIECTBYIOT TEPAITHH WU TIPOBOJIST-
sl KIIMHUYECKUE UCIIBITaHuA [5, 6], a Tak)Ke pacCUNTHIBaTh KOMITJIEKCHbBIE METPH-
KM, TaKHe KaK OIMyXOJeBas MyTaI[iOHHAs Harpy3Ka WIH OLleHKa MHUKPOCATEIIHT-
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HOW HECTaOMJIBHOCTH, JUIsl Ha3HAYCHUS MHIMOMTOPOB MMMYHHBIX KOHTPOJBHBIX
Touek [7, §].

JI7st 3710KaueCTBEHHBIX 3a00JIEBaHUIA, K KOTOPBIM 3aTPYAHEH JOCTYI JUIS B3s-
THSI OMOTICUH, WJIH 33/1a4H1 TPOIOJDKUTEIBHOrO MOHUTOPUHTA MIPOrpecca OIyXoix
B MOMEHT WJIM TOCJE JICUEHHS HCIOJIb3yeTCsl MPOIeAypa aHaIn3a KUAKOCTHON
Ouoricun (B OOJBIIMHCTBE ciydaeB oOpasua kpoeu). [lo nanasiM NGS BHeke-
TO4HOM IUpKyIupyromien omyxoneBoit JJTHK (110/IHK) Bo3aMOXHO paccunThIBaTH
CIIeKTp OMOMapKepOB, aHAJIOTUYHBIX COMUIHON OUOIICHY — TeHOMHBIC TOUCUHBIE
aNbTepallii, CTPYKTYpHBIC BapHaHTHI, MYTAllHOHHAS HATPY3Ka H T.I., a TaKKe
crierduIHbIe A TaHHOTO MaTepraia OHOMapKephbl — TaTTePH METUIINPOBAHUH
CpG octpoBkoB, pacnpenencaue aaud Gparmertor JJHK, BupycHbie nocienosa-
tenpHocty JIHK, ypoBens omyxonesoit [IHK B o0ime#t dpakiiny BHEKICTOUHOH
JHK [9, 10].

[IpoBeneHHbIe UCCICIOBAHUS NPU CPABHEHUH PE3yJIHTATOB TECTOBBIX ILIAT-
($hopM 151 CONMUIHBIX M KHMIKOCTHBIX OHOICHI COOOIIAIOT O HHU3KOM Iepeceye-
Hun OrnomapkepoB — 8,6% [11], 7,7% [12], 20% [13] u Gonee BBICOKHMX MOKa3ate-
JISIX TIepeceveHus IpU CTpaTU(UKALINK CITy4YaeB 10 JMar€o3aM U crauusiM 3a0o-
neBanus 77,6% [14] u 36 — 76% [15].

B nacrosiem uccienoBaHuy Oblila IPOU3BE/ICHA OLEHKA CXOAUMOCTH JIaH-
HBIX TIOUCKAa OMOMapKEpOB Ha OCHOBE TOYCYHBIX MYTAIIMH M KOPOTKHX JETICIIUA U
BcTaBOK (MHeMO0B) 110 naHHbIM NGS TkaHEBO# M KHUIKOCTHON OWOICHH C TOTION-
HUTEJIBHOM MPOBEPKOM MyTalMil B TPAHCKPUIITOME OIYXOJIM C LIEIbIO yBEIUYe-
HUSI TOYHOCTH MOJIEKYJISIPHON JAMArHOCTUKU JUISl YIy4YIICHHS KIMHUYECKOH WH-
TepIpeTayy HaXxoJI0K.

Pesyabrarbl. Ilepen HauanmoM aHanm3a B KadecTBe 0a30BOH XapaKTepu-
CTHKHU pa3HbIX MIaTGopM s IOMCcKa OMOMapKepoB Oblia MPOHU3BE/CHa OllEHKA
KOJTUYeCcTBa apTe(haKToB, KOTOPbIE HEOOXOANMO UCKITIOUATh U3 IAHHBIX TEpe UX
KJIMHUYECKOW HHTeprnperanueil. s Mcronb30BaHHOM KOTOPTHl MallMEHTOB B
naHHeIX NGS conuaHoi OMOICHMHM MCTHHHBIC MyTaluu coctarisor 38,6% (AU
95 - 33,6%—43,7%), nast sxuaxoctHoi ouoncun — 1,1% (I 95 — 0,9%-1,3%).

[Mocne ¢unbTpanuu AaHHBIX OT apTe(haKkTOB MPsIMOE MepecevueHUue KIMHU-
YeCKH 3HAYMMBIX MyTaluii cocraBuino 27,1% (AU 95 — 23,2%-30,0%) s NGS
JHK TkaneBo# u xwuukoctHoU Ouorcuit u 82,2% (AW 95 — 79,4%-85,1%) s
NGS IHK u PHK TraneBoii 6uoncuu (puc. A). PaciipeneneHue THIIOB MyTarii
Ha obmieM nepeceuenun JJHK tkanu ¢ JJHK masmer wnu PHK Tkanu BBICISIUT
cxokuM obpa3oM (puc. B) ¢ yBemuuenHoi noneii (>75% cyMMapHO) MyTalluid,
MPUBOJIIMX K 3aMEHAM aMHHOKHCIIOT WM HE M3MEHSIOMMX OENOK MYyTAaIlHi.
OsxuaeMo, 1ok MyTallid UHTPOHOB U PETHOHOB CIUIAHCHHTA CHIDKEHA JUIS T1e-
peceuenus ¢ PHK, otnocutensno JIHK mna3mel, mpu 3ToM MyTaluy, BIUSIONINE
Ha JUIMHY TPAaHCKpHUMNTa (MyTallid B CTOMN-KOJIOHAX), B PaBHOW JIOJE MPHCYTCT-
BYIOT B 000uX Tumax AaHHbIX — 9,5% B nepeceuenuu ¢ JJHK mmasmel, 11% B me-
peceuennu ¢ PHK Ttkanu (puc. b). KoppensunoHnHslit aHann3 ajuiebHBIX 9acTOT
(puc. B, T') BoIBHA CAa0yi0 3aBHCHMOCTB MEXIY TKAHEBOH M IKHMIKOCTHOM
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ouorncusamu (R: 0,41, p-value<<0,001) u Gosiee yBepEHHYIO KOPPESIIHIO MEXTY
PHK u JIHK (R: 0,59, p-value<<<0,001) Tkanesoii 6uoncuu.
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Puc. A — nepeceueHue MyTaluii, 3a1€TEeKTUPOBAHHBIX HA Pa3HBIX IU1aTdOpMax;

b — pacnpenenenue tunos myrauuii B nepeceuenuu JJHK tkanu ¢ JJHK nmazmer u PHK tkanu;
B — 3aBHCHMMOCTB aJUIENIBHBIX 9aCTOT MyTallUil FOPSYUX TOYEK B IIEPECEUEHUN TKAaHEBOI 1
KUIKOCTHOH Ouoricuu; I — 3aBUCHMOCTD aJJIENbHBIX YaCTOT MYyTAlMil FOPSYNX TOYEK B
nepecedennu JJHK u PHK TkaneBoit 6uoncuy; [ — koppensius MyTallMuOHHOH Harpy3ku (MyT. /
Mb) Mex 1y TKaHeBOH | kuaKocTHOH Ouoricueit; E, J)K — mokpeITHe 1 annenpHas 4acrora
mytam KRAS p.G12D u CDKN2A p.D108Y B mannsix JJHK »xunkoctHoit 6noncun u JTHK n

PHK TtkaneBoii Onomncum.

J171s1 OLIeHKHM CXOMMOCTH IO OOIIMM HaXO/KaM ObLI IPOBEAEH aHAJIN3 MyTa-
IIUOHHOW HATPY3KH, PACCUUTAHHOW I10 COJNHMIHON M KHJKOCTHOW OHOIICHSIM.
Koaddurment koppensiiu coctasua 0,28 (p-value = 0,009) mis 87 marueHToB
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0e3 ydera BbIOpocoB (puc. [I). Onenka cnenuduaHOCTH U OTpHIATEIbHAS MPO-
rHoctryeckas 1ieHHocTh (TNR) mjis reHoB, BOIICAIIMX B MaHETU IS 00CHUX
wiatdopm, cocraBmm 96,5% (AU 95 — 95,9%-97,2%) u 98,1% (AU 95 —
97,7%-98,5%).

[Ipn oObenHEHNN TaHHBIX OT Pa3HbBIX TIAT(HOPM — TKAHEBAsI U KHUIKOCTHAS
OuorICHs, a TakKe aHaIW3 PK30Ma M TPAHCKPUIITOMA — KOJMYECTBO MAIMEHTOB,
JUISl KOTOPBIX OBbUTM HaWJeHBl KIMHUYECKH 3HAYMMbIE MYTalllH, BO3pOCio ¢ 51
npu cragaapraoMm ananmmsze NGS JIHK TkaneBoit Ouornicun 1o 58. YBenuuenune
KOJTMYECTBA MYyTalMi ISl KIMHUYECKOTO aHalM3a MPOUCXOJWIO 32 CYET TOJI-
TBEPKJICHUSI HAlICHHBIX TOYEYHBIX 3aMEH W WHENOB B MaHHbIX 1oAHK w/mm
NGS PHK (puc. E, X). [IpumeuaTensHo, HHTErpalis JaHHBIX MMO3BOJISET Cle-
JaTh BBIBOJBI O TETEPOICHHOCTH OITyXOJIEBOTO COCTaBa — TaK, HAIIPUMEp, MyTa-
st KRAS p.G12D (puc. E) nerektupyercst B TaHHBIX KUAKOCTHOW OHOICHH, B
TO BpeMs Kak B o0pasiie TKaHH HaxoJuTCs Ha ypoBHe mryma. Mytarms CDKN2A
p.D108Y (puc. XK) nerekTupyercs BO Bcex THUIAX JAHHBIX, HO B TPAHCKPUIITOME
ee aJuieNibHas 4acToTa TOBBIIIeHa Ooee yeM B 2 pasza otHocutensHo JJHK. VBe-
JIMYEHHAs SKCIPECCHsI ANbTEPHATHBHOTO aJUIENsi KOCBEHHO CBUJETEIBCTBYET 00
W3MEHEHHH YKcila KONHH TeHa.

Oo6cy:xaenne. [Ipumenenrie NGS ayist KTHHUYECKOW WHTEPITPETALIUH BICYET
3a co0O¥1 MOBHINICHHBIE TPEOOBAHUS K MX KOHTPOIIO KauecTBa. FIMEHHO O3TOMY
M3y4YCHUIO apTeakToB M criocodaM UX (UIBTPALUH YIENseTcss 0coboe BHUMA-
Hue. Apredakrel B gaHHbIX NGS mmeroT pasHyio mnpupony. Tak, mpu aHaimze
9KCTPAKTOB TKAHEBBIX OHMOMCHI W3 Tapa(uHOBBIX OJOKOB, BAXKHO YYUTHIBATH
BO3MOXKHOCTb TIPHCYTCTBHS apTedakToB Qukcanuu GpopMaaIrmHOM, KOTOpBIE 1O
TCHOMHOMY KOHTEKCTY CXOXH CO CHOHTAHHBIM JIe3aMUHHPOBAHUEM METHIIIIUTO-
3uHa [16]. Kpome 3Toro, oTmyuTensHON 4epTol ToA00HBIX apTe(akToB sSBISCT-
sl HM3Kas aJieNbHas yactora (10 5%), YTo Hy’KHO MIPUHUMATh BO BHUMaHHUE MIPH
noucke oromapkepoB o NGS nanubiM TkaHeBbix Ouoncuit [17]. Hist NGS mo
XKHJKOCTHOW OMOIICHM OCHOBHBIM MCTOYHHMKOM apTe(aKTOB SIBISIOTCS OIIMOKA
I1LIP, Bo3HMKatOUME HA aJUIENIbHON 4acTOTE, CXOKEW C UCTUHHBIMU MYTalldsIMU
(mo 1%), 1 UMeroLIKe CMEIIEHHOE pacpeie/ieHHE MO MPSMBIM M 00PaTHBIM ITPO-
YTEHHSM, YTO KOPPEKTHPYETCSI JOTOJHUTENHHBIM [IaroM OMOUH(POPMATHIECKOTO
aHanM3a — JACAYTUIMKAIMEH 110 YHUKAIGHBIM MOJIKYIISIPHBIM HJeHTH(HUKaTOpam
[18]. IloaTBepskaeHUE HAOMIOACHHUN O TOBBIIICHHOW BEPOSTHOCTH apTe(hakToB
BUJIHO B JIAHHBIX HMCIOJB30BAHHON KOTOPTHI — YPOBEHbH JIOKHOIOIOXKHTEIBHBIX
HAXOJIOK B ChIpbIX MaHHBIX 1I0JJHK 98%, u3-3a dero npu oObeIMHEHUN HAXOIO0K
pa3HbIX TUIATGOPM 3TH JaHHBIE UTPAIOT CKOpPEE BTOPOCTEIIEHHYIO POJIb U HAXOJI-
KU B HUX BepH(DUIMPYIOTCS 110 JaHHBIM TKaHeBoi Ouorcun. JJannsie PHK cekse-
HUPOBaHMS B CBOIO OYEpeNb IMOJIBEPKEHBI OIMMOKAM HA KOHIAX MpPOYTEHHH,
BO3HHKAIOIIUM Ha dTare BhIPaBHUBAHUS M3-32 OCOOCHHOCTEH 00pabOTKH HK30H-
HBIX TocienoBarensHocTed [19]. iMenHo mostomy nouck mytanuii mo PHK da-
IIe BCEr0 B UCCIICOBAHUSIX UCIIONB3YeTCsl KaK KOMIUIEMEHT K CTaHAapTHBIM Me-
TOJaM JIJIsl IOATBEPIKICHUS SKCIIPECCHU BAPUAHTOB.
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Habnromaempie pe3ynbTaThl 1O TEpECEUCHHIO OMOMAapKEPHBIX MyTalui 1O
JIAHHBIM TKaHEBOW W KHUJKOCTHON OMOIICHH COTJIACyIOTCSI C OIyOJIMKOBAaHHBIMU
uccnenoBanusmu [11-15]. B HacTosieM nccnenqoBaHny He MPOM3BOAMICS 0TOOP
MAIWEeHTOB MO CTaJuu 3a00JIeBaHMs, OJIHAKO paclpe/eicHue B OCHOBHOM OBLIO
cmerieHo K |-l cramusm, MEHHO TOATOMY HaOJIIOIaeMOe MepeceueHrue HaXxo-
1ok Ha 27% Baimie cpennero oxxugaemoro. [lepeceuenue PHK u JIHK amxe 90%
JlaXKe TIPH YCIIOBHU OOIIHOCTH OMOIICHH, YTO MOXKET OOBSICHSTHCS aJUICNb CITEIH-
¢duueckoii axcrpeccueit reHoB [20]. Koppensipst ypoBHS MyTalliOHHON Harpys3-
KU MEXJly KPOBBIO U TKaHBIO BhIpaskeHa ciado (R: 0.28), 4To Takke BOCIIPOU3BO-
JUT Pe3yNIbTaThl U Ooyiee MaciiTaOHbIX uccienoBanuid (N=1137) [21]. Oanako
WCCIIEIOBaHNA Ha AMArHO3€ HEMETKOKJIETOYHOT O paka JIETKOTro MOKa3bIBalOT, YTO
OlICHKa MYTAIlMOHHOW HArpy3Ku MHIUBUAYaitbHO 1o oJJHK Moxer ObITh camo-
CTOSITEIILHBIM OHoMapkepoMm [22, 23].

Kpome 4yBCTBUTENHHOCTH HAa HHU3KHX JUMHTaX AETEKIMU AJSI TECTOBBIX
aTdopM TarKe BaKHa CeUU(PHUIHOCTD, T.K. IPH Ha3HAYCHUH TApreTHON Tepa-
MM C YYETOM Pe3yJIbTaTOB TEHOMHOTO MPOQHINPOBAHUS MHOTO BHUMAaHHUs yie-
JISIeTCSL OTNPE/ICNICHHIO CTaTyca MyTUPOBAaHHOCTH TeHa. Tak, Hanmpumep, rpu 0io-
KaJe UMMYHHBIX KOHTpONbHBIX Touek (PD-L1) mig mamueHToB ¢ HeMeETKOKIIe-
TOYHBIM PaKOM JIETKOTO Ba)KHO NPUHUMATH BO BHUMaHKE, 4To0bI reHbl EGFR n
ALK, mpoayKThl KOTOPBIX PErYIHPYIOT POCT U JeNeHHE KIETOK, He CONepKau
mytanuu [24]. CriennUYHOCTh ¥ OTpUIATENbHAS TPOrHOCTHYECKAsI IEHHOCTh
(TNR) 96,5% u 98,1% coorBerctBenHo m1s 110/IHK mo3Bossier roBoputh 0 BO3-
MOXXHOCTH NPUMEHEHHS TUIAT()OPMBI TS JAHHOTO TUITA aHaIK3a JaXKe B YCIIOBHU-
SIX TTOBBIIIICHHOT'O YPOBHS apTeaKkToB.

JleranpHOE M3yYCHHE METOMIOB OOpPaOOTKHM Ka)KIOr0 THIA JAHHBIX I103BO-
JISIeT TIpeiaraTh CocoObl YBETMUSHHUS YUCTa OMOMapKEePHBIX COOBITHI JIISl aHa-
nu3a B knuHuKe. Tak 3a cuer o0bequHenns Haxomok 1o/JJHK n PHK TtkaneBoi
ouorncun ¢ ceipbiMu AaHHbIME JIHK TkaHeBO# OMOICHM YUCIIO TALMEHTORB C Jie-
TEeKTHPYEMBIMH OMOMapKepHBIMU COOBITUSIME Bo3pociio ¢ 51 go 58. upokoe
MpUMEHEeHnE TTO00HBIX METONIOB TPEeOyeT JOMONHUTENFHON KIMHIUYECKOW BaJIH-
JaIyu.

BeiBoasl. [IpsMoe mepecedeHre KIMHUYECKH 3HAYMMBIX HAaXOJOK ITOKa3bI-
BaeT HU3KYIO MEPEeKPhIBAEMOCTh MEXKIY TKAHEBOH M JKUJIKOCTHOW OHONCHIMHU
(27%) u camxennyto BocrpoussoaumMocts Mexxay PHK n JIHK TrkaneBoit Ouo-
ricuu (nepecedenue 82%, Koppensius auienbHbIx yactot 0,59), uro cormnacyercs
C UCCIICOBaHUSMH B 00nacTH. [Ipy 5ToM 00beIMHEHUE TaHHBIX MMO3BOJISIET yBe-
JIUYUTH YHCIIO MAIMEHTOB C OOHAPYKECHHBIMH KIIMHUYECKH 3HAYHMMBIMH COOBITH-
svu Ha 13%. [IpoaHanu3upoBaHHbIE METOBI KOMITIEKCHOTO TEHOMHOT'O MPOQH-
JUPOBAHUS B3aUMOJIOTIONHSAIOT APYT JPYyTa, HO B CHIIY OCOOCHHOCTEH Ka)KIOW 13
TECTOBBIX TUIAT(HOPM HE MOTYT MOJIHOCTHIO 3aMEHUTh OJUH Jpyroro. Hacrosmiee
HCCIIeIOBaHNE TIOKa3bIBAET KIMHUYECKYI0 HEOOXOAMMOCTh MHTErpalyy JaHHBIX
CEKBEHMPOBAHMU U3 PAa3HBIX HCTOYHUKOB.
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Matepuanbsl u Metoabl. Koropra 100 mamueHToB ¢ pa3pelieHueM K uc-
TI0JIP30BaHUIO TAaHHBIX B ucchenoBanmsax: ganueie JJHK u PHK cexBenupoBanus
TKaHeBOW Onorncuu (McToUHUK — GopmanrHoBbie Oiokn), JJHK cexBeHnpoBanwus
JKMJIKOCTHOM OMONCHU (MCTOYHHMK — IUIa3Ma KPOBH), a Takxke 00pasibl HOp-
MAJIBHBIX TKaHEH B Ka4eCTBE KOHTPOJS BPOXKACHHBIX MyTanuii. CeKBeHUpOBaHHE
mposoamiock Ha ardopme lllumina NovaSeq 6000. Pacnipenenenue mo auar-
Ho3aM: capkoma 37%, pak mieiiku Matku 10%, HEMETKOKJIETOUHBIH paK JETKOTO
9%, KoMopeKTambHbINH pak 8%, Memanoma 6%, pak MOKETYI0YHON KeIe3bl 6%
W JIpyTUe UarHO3bl COUIHBIX OIyXOJICH.

CrnucoK KIMHMYECKH 3HauMMbIx MmyTaimii — Memorial Sloan Kettering
Cancer Center [25]

Otanbl OnonH(popMaTHIECKO 00pabOTKK JaHHBIX: BEIPABHUBAHUE MTPOUTE-
HUi Ha pedepeHcHblir reHoM denoBeka (hg38) ¢ momomsio Burrows-Wheeler
Aligner (v0.7.17) [26] nust nannbix JTHK cekBeHupoBanus u ¢ momoripio STAR
(v.2.4.2) [27] nns manueix PHK ceKBeHHMpOBaHWsI, aarOPUTMBI ISIYIUTAKAIINN 1
CHIW)KEHHs ImyMmMa, mouck Mmyrtanuidi B JaHHbiXx JIHK TkaneBoi Oworcum c
nomorpio Strelka (v2.9.10) [28], B manubix PHK cexBenupoBanusi — Pisces
(v5.10) [29], B mannbix IHK xuaxoctHoit 6uoncun — LoFreq (v2.1.4) [30].

“BostonGene Technologies” OO0
anastasiya.yudina@bostongene.com

A.C. IOquna

HNurerpanus NGS JaHHBIX KOMILUIEKCHOT0 T€HOMHOT0
NpopHJIMPOBAHMUS COJTUIHON U JKUAKOCTHON OHONICUM IS
YJIY4YIIEeHUS] MOJICKYJIAPHOH JMATHOCTUKN OHKOJIOTHYeCKUX
3a00J1eBaHUH

TaprerHast Tepanus OHKOJIOTHYECKHX 3a00J7€BaHUH MMOKa3ana CBOIO MOBBI-
meHHy0 3G (eKTHBHOCTD TSt pslla JUarHO30B OTHOCHUTEIBHO TPaJAHIIMOHHBIX
MeTO/I0B JiedeHus. [yt BeIOopa M Ha3HAYEHHS TapreTHBIX Tepanuil METOAbI MO-
JIEKYJASPHON NHWAarHOCTUKH JOJKHBI COOTBETCTBOBATh BBICOKHMM CTaHIapTam
YyBCTBUTEILHOCTH W CIEIMU(PUYHOCTH TONy4aeMbIX pe3ylbTatoB. B apy pas-
BHUTHS METOJIOB 00pabOTKU M aHaJIM3a OOJIBIIMX JAHHBIX MEPCIEKTUBHBIM I10/1-
XOZI0M CTaHOBHUTCs MHTerpanus MaHHbX NGS oT pa3HbIx miaTtgopM u TKaHEH.
Haubonee pacnpoctpanens! sxctpakinust JJHK Hanpsmyro u3 omyxoneBoil Tka-
HU (TKaHeBas OMOIICHs) M 3KCTpakuus BHekiaerounod JIHK w3 mmasmer (kun-
KocTHasi Ouonicus). MoJekynsipHbIe CBOMCTBA, a TAKXKE pernepTyap MOJEKYIsp-
HBIX COOBITHI B 00€MX TKaHSAX MOT'YT CHJIBHO Pa3In4aThCs.

B Hacrosmem uccnenoBanuy ObLIO TTOKa3aHO, YTO OOBEIUHEHUE COMATHU-
YECKMX MYTallMi M3 TKAHEBOH M KUIKOCTHONH OMOIICHH C JOMOJIHHUTEIBHON IIPO-
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BEpPKOW HAXOJOK B TPAHCKPUIITOMHOM CEKBEHHPOBaHMM To3Bonuio Ha 13%
YBEJINYHTH BBISBICHHE KIIMHUYECKH PENIEBAHTHBIX OMOMapKEPHBIX COOBITHH.

U.U. 8nightim

NMhurn b htnnily phowuhwikph hwdwwwpthwl ghtindwght
wypndbhjwynpnidhg utnugdus NGS wjjuyubiph htinnkgpoud
pungljinuyhtt hhpuiympniutubph dnjknyughtt wunnpnodw
pupbjuydwt hwdwp

Pungytinh phpupiught phpuyhwt gnyg £ nydly wbih pupdp wp-
pnitwybnnipinit Uh pwpp ninnigpwjhtt hhywtngnipinitubph nhuypnid
pniddwt wjuwbnulwt Enwuwlubph hwdbdwwn: Ghpwpwght pniddwt
punpnipyut b ywiwldwb hwdwp dnjEinyuwihtt whnnpnodwt k-
pnnubpp ywhwnp £ hwdwyuwunwupiwtbt unwugdws wpyniupubph qqu-
miunipjutt b uybkghdhlynipjutt pupdp swthwhpubphti: SYjuutph
owldwl b JEpnidnipjut dbpnnutph qupqugdwut nupuppewtnid
hununnidtiwhg dninkgnid E hwonpny ubpunh ubpybuwynpdwt nljuwg-
ubph htwnbkgpnudp mupptp hwuppwljutphg b hnrujwsputphg: Unwybp
nwpwéjus Eu Fule-h whpwwnnudp wtdhgwybu ninnigpwjhtt hjniu-
Jwéphg (hjntujwdpwyhtt phnyuhw) b wipunwpeowjht FuE-h whgpwinnt-
up wywquuyhg (hinnijuyhtt phnwyuhw), npnug nhwypnid Udnjknyught
hwwnlnipnitutpp b gnpépupwgutpp upnn Bt buybu wwppbp (hubg:

Uju wphimwnwpnid gniyg E wipydty, np hjntugwspuyhi b hinnijw-
jhtt phnwuhuwghg undwinhly Untnwghwibkph ndjujikph dhudnpnudp
npwbuphywnndwihtt  ubpybbwynpdwdp wpmyynitpubph  pugnighs
unniquut htwn dklnkn, 13%-ny wykjugptky k Yihuhinpkt tpwmtwluh
Y Ebuwdwpybputph hwyntwpbpnidp:

A.S. Yudina

Integration of NGS Data From Comprehensive Genomic Profiling of
Solid and Liquid Biopsies to Enhance Molecular Diagnostics for
Oncology Diseases

Targeted therapy for cancer has demonstrated increased effectiveness for
several diagnoses compared to traditional treatment methods. To select and
prescribe targeted therapies, molecular diagnostic methods must meet high
standards of sensitivity and specificity in the results obtained. In the era of big
data processing and analysis, a promising approach is the integration of NGS data
from different platforms and tissues. The most common methods involve DNA
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extraction directly from tumor tissue (tissue biopsy) and the extraction of cell-free
DNA from plasma (liquid biopsy). The molecular properties and the repertoire of
molecular events in these two tissue types can vary significantly.

The present study showed that combining somatic mutations from tissue and
liquid biopsies, with additional verification of findings in transcriptome
sequencing, increased the clinically relevant biomarker events by 13%.
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