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Llenb nccnepoBaHmA — oLeHNTb pacnpoCTPaHEHHOCTb peaKnx MmyTauun B reHax EGFR, KRAS, NRAS, BRAF, a Takxke A0S0 MyTaHTHOMO
annena (AF) B o6pa3uax y naLyeHTOB C PakoM Nerkoro 1 KoNlopeKTanbHbIM pakoM. MeTofom ceKBeHVPOBaHUA CliefyoLLEero Noko-
nenua (NGS) (NGS) 6bino nccnepgosaHo 199 obpasuos [HK, BbigeneHHoM 13 napadurHOBbIX 610KOB, copepalimx obpasLbl ony-
xonu. Pegkne myTauum npu KonopekTarbHOM pake BbiABNeHbl y 12,8% naumeHToBs; 20% obpa3uos umenun AF<15%. Pegkne myTa-
LMY NpY paKe Nerkoro HanaeHbl y 24,2% naumeHTos; 27% obpasuos umenn AF<15%. NGS moxeT 6biTb peKoMeH[0BaHO KaK PyTUH-
HbII MeTo[, UCCIeloBaHNA coMaTUYecKnx MyTauuin B onyxonu. NGS obnapaet 601bWwWMN ANArHOCTUYECKMMI BO3SMOXXHOCTAMY B
cpaBHeHun ¢ MNLUP-Tectamu nnun cekseHnposaHuem no CaHrepy.
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Study objective is to assess the prevalence of rare mutations in the EGFR, KRAS, NRAS, BRAF genes, as well as the proportion of the
mutant allele frequency (AF) in the samples of patients with lung cancer and colorectal cancer. Materials and Methods: 199 sam-
ples of DNA isolated from paraffin blocks was studied using next generation sequencing. Study Results: rare mutations in colorec-
tal cancer were detected in 12.8% of patients. 20% of the samples had AF <15%. Rare mutations in lung cancer were observed
in 24.2%. 27% of the samples had AF <15%. Conclusion: Next Generation Sequencing (NGS) may be recommended as a routine
method for detecting somatic mutations in a tumor. NGS has great diagnostic capabilities compared to PCR or Sanger sequencing.
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eKBeHMpoBaHue cienytoiiero nokojaeHus (NGS)

CTAHOBUTCS BCe 0oJiee UCTIOIb3yeMbIM METOIOM,

TTO3BOJISIIONIUM aHAJTM3UPOBATh COMaTUIECKUE MY-
Tauuu B onyxoJjieBoit TKaHU. NGS mMo3BOJISIET OMHOMO-
MEHTHO aHaJIM3MPOBaTh HECKOJIBKO COTEH MyTaIlUii B OJI-
HOM 00pas3iie, TOYHO NACHTU(GUIIMPOBATh MyTaII1IO, a HEe
TOJIbKO KOJIOH B KOTOPOM ITPOM30IIIIa aMUHOKHUCIIOTHASI
3aMeHa, MMEeT BBICOKYIO YYBCTBUTEJIILHOCTh, UTO TaeT
BO3MOXHOCTb BBISIBJISITH MYTAHTHBIU ajljieb ¢ MOJeit
20,1%. DTOT MeTOI MO3BOJISIET AMATHOCTUPOBATh PEIKUE
MYTallMH, a TAKXXKe CHU3UTh CTOMMOCTD OIPENeICHUS My-
TalWy IPU UCITOIb30BaHUU MaHe M reHoB. B Poccun py-
TUHHBIN TTOUCK YacThiX MyTauuii B reHaXx FGFR, BRAF,
KRAS, NRAS uaiiie Bcero oCyuiecTBASIETCSI METOJOM MO-
JuMepasHoii uenHoi peakuuu (ITHP) nim cekBeHUpo-
BaHueM 1o CaHrepy. JInarHocTKa COMaTUIeCKUX MyTa-
i ¢ ucrosib3oBaHueM TexHosioruu NGS nmeeT orpe-
JeJIEHHbIE IPEUMYIIIECTBA TI0 CPABHEHUIO C TIPUBBIYHBIMU
MOJIXOIaMMU.

Ilenb U 33124 UCCIIEIOBAHUSA — OLICHUTD ITPEUMYIIIE-
ctBa NGS 10 cCpaBHEHMIO € APYTMMU METOAAMH [l Jra-
THOCTMKM COMAaTUYECKUX MYTaIlUid B OITYXOJIM Y MaIueH-
TOB C KOJIOPEKTAJIbHBIM PAaKOM 1 PaKOM JIETKOTO.

Ma‘repvnanbl n metoabl

Hccaenosanuch 199 obpasnos omyxonu (mapadu-
HoBbie 0jjoku, FFPE) manueHTOB ¢ paHee yCTaHOBJIEH-
HBIM nuarHo3oM: 122 ¢ xKosopekTaibHbiM pakoM (KPP)
u 77 ¢ pakom jerkoro (PJI). Bo Bcex o6pa3uax nmpoBoaui-
cs1 aHanu3 myTtaluii B reHax EGFR, BRAF, KRAS, NRAS.
OO6pas3iipl mocTynuiu B TeueHue 2019 r., oT nauueHToB Mo-
JIy4eHO MHMOPMUPOBAHHOE COTJIACHE.

JAHK Bobiaensiiu ¢ ucroab3doBanuem QIAamp DNA
FFPE Tissue Kit (QIAGEN, HunepnaHnbl), A1 OlleH-
KU KavyecTBa U 3¢ dekTuBHOI KoHLleHTpauuu JHK mpu-
MeHsicst Habop QuantumDNA-156 (EBporeH, Poccust).
Konuenrpanuto JHK Ha npyrux sTamax uccienoBaHus
onpenesiyiu ¢ nomoubio Qubit™ dsDNA BR Assay Kit
(Thermo Fisher Scientific, CIITIA). [ToaroroBka 61061~
OTEeK MPOBOIMIACH C UCITOJb30BaHUEM Accel-amplicon
plus EGFR pathway panel (Swift Bioscience, CIIIA),
nocjienylllee CEKBeHUpPOBaHKE Ha cekBeHaTope MiSeq
(Illumina, CIIIA) mo npoTokoJiaM MPOU3BOAUTENEH.
AHaJM3 NaHHBIX CEKBEHUPOBAHMS IIPOBOIMIIN C TIOMO-
1IbI0 COOCTBEHHOTIO MPOTpaMMHOT0 obecrieueHus «I'e-
Homea OHKO».

Pesynbratbl

W3 122 o6pasuoB KPP myraumu 660t oOHapysKeHbI
B 70 (57,4%). OueHuBaIaCh 4aCTOTA BCTPEYAEMOCTHI MYTALIMIA,
B TOM UYHMCJIE T€X, KOTOPbIE HE BXOIAT B 00b1IMHCTBO [TL[P-
tect cucteM. Cpeay mytarmii B reHe KRAS 14,5% cocrasum
peaxue mytaumu 61, 146, 59 konoHos. B rene BRAF niomu-
Mo Mmyrtanmu V600 6buta o6HapyxeHa mytanus p. Thr3991le
(7,7%). B obpasuax nauuentos ¢ PJI myraimu 6buin 0OHa-
pyxeHbl y 33 matmeHToB (42,9%). 1oyt MoJoBrUHY cOCTa-
BWIM MyTaliu B reHe EGFR (48,5%). Penkue mytaiu (He
L858R u He neneunu 19 sx3oHa) coctaBuiu 37,5%: 25% —
uHcepuuu 20 3k30Ha, 12,5% — muccenc-myTauuu 18 u 19 ak-
3oHa (p.Leu747Ser, p.Gly719Ala). 2 obHapyKeHHbIE MyTaILIN
B reHe BRAF oxazanuce He V600 myrtarmsimu (p.Gly466Ala,
p.Gly469Ala). st oueHku yyBctBuTeabHOCTA NGS 110 cpaB-
HEHUIO ¢ ceKBeHUpoBaHMeM 1o CaHTepy 0e3 MCIIoIbh30Ba-
HUSI OJIOKUPYIOIINX TTPO0 OIIEHMBAJIACH OIS MyTaHTHO-
ro auesst (AF%) B 06pasiax ¢ yCJI0BHBIM ITOPOrOM MUHU-
MaJIbHOI 4yBcTBUTENIbHOCTU MeTona Canrepa 15%. Cpenu
mamreHToB ¢ KPP 20% umenn AF 5—14%. Cpenu nanyeH-
ToB ¢ PJI 27% nauuenroB umenu AF 3—12%.

B namem ucciaenoBanum NGS BBISIBUIO peIKUe My-
tauuu y 12,8% nanuentos ¢ KPP u y 24,2% nauueH-
ToB ¢ PJI. BTO GOJMBIIIE, YEM TTO3BOJISIIOT BEISBUTh MHOTHE
ITLIP-TecT cuctemMbl, B TOM YMCJI€ TECT-CUCTEMBbI, UMEIO-
IIMe PEeTUCTPAIIMOHHOE YIOCTOBEpEeHNE Ha TePPUTOPUN
Poccniickoit Menepaun. NGS no3Bosivio BLIIBUTH MY-
TalMU Y JOCTATOYHO OO0JIbILION rpymiibl nauueHToB (20%
u 24,2% nauuenTtos ¢ KPP u PJI, cooTBeTCTBEHHO), Y KO-
TOPBIX OHU HE OBUTH OBl BBISBJICHBI IIPU MCIIOJb30BaHUNT
cekBeHnpoBaHMs Mo CaHrepy 6e3 OJOKMPYIOIINX TPO0.
Brenpenne NGS mist orcka 9aCcThIX COMaTHIECKUX MY-
TallMi B OIIYXOJIM B PYTUHHYIO ITPAKTUKY ITO3BOJISICT BBISIB-
JIATH OOJIBIIIEE YMCIIO IMAIIMEHTOB, MMEIOIINX BaXKHBIC Opaii-
BEepHBIC MyTaIlH, TIOMOTasl OCYIIECTBISIThL Ooee 3pdek-
TUBHOE KOHCYJIBTUPOBAHNE W JICUCHHE.
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