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3AKJIOMEHUE
no pesy/ibTaTaM MOJIEKYNAPHO-FreHETUYECKOro UCCIef0BaHMA:
MaHenb «PaK wMTOBUAHOM Kenesbl»: MyTauun KRAS, NRAS, HRAS, TERT, BRAF, TpaHcnokauusa RET/PTC,
TpaHcnokauma PAX8/PPARG
Nauuent: [lata 3a6opa maTtepuana:
Aata poxpeHus: Non: [ata noctynneHua matepvana B nabopatopmio:
Bup 6uomarepuana: [laTa roTOBHOCTM MCCNe0BaHUA:

Pe3yn bTaT uccnenoBaHuA:

HasBaHue uccnepgosaHua Pe3ynbTtaTt uccneposaHus

MaToreHHble abeppaunn C228T n C250T B

He obHapyKeHo
NPOMOTepPHOM pervoHe reHa TERT Py

MyTaunm V600E B reHe BRAF He obHapykeHo

MaToreHHble abeppaunn B KogoHax 12, 13,
61 reHa KRAS, B KogoHe 12, 13, 61 reHa He obHapyKeHo
NRAS, B KogoHax 12, 13, 61 reHa HRAS

MaToreHHble TpaHcAoKauum RET/PTC1

RET/PTC3 He o6HapyKeHo

MaToreHHana TpaHcnoKauna PAX/PPARGy He obHapyKeHo

3aKknroueHue: MaToreHHbIX U3MEeHEHN He 0BHapyKeHO.

MenaHoma: PacnpocTpaHeHHOCTb MyTauuMit B reHe BRAF y naumeHToB ¢ MeNaHOMOW KOXKKU
coctansaet okono 40-60%. Mpn stom myTtaumna V60OE coctasnsaet 90% Bcex cnyyaes BRAF-
nonoxutenbHbix menaHom (NCCN, 2021). OnpeaenerHne mytaumm V60OE B reHe BRAF
PEKOMEHA,0BaHO BCEM MALMEHTAM C METAHOMOM KOXU pe3ekTabenbHoM 1 HepesekTabenbHowm Il
ctaguun n IV ctagmnmn (NCCN, 2021). BRAF-TecTMpoBaHMe peKoMeHA0BaHO AN onpeaeneHuns

BO3MOXHOCTU NPUMEHEHMA TapreTHol Tepanum BRAF/MEK- nurnbutopamm
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(nabpadpeHnb+TpameTnHmb, BemypadbeHnb+kobumeTnHmnb) (RUSSCO, 2020).

KonopektanbHbin pak: Mytauua V600OE B reHe BRAF BcTpeyaetca npu 5-9% Bcex cnyyaes
KonopekTanbHoro paka (KPP)(NCCN, 2021). PekomeHaoBaHo onpeaeneHme mytauum BRAF V600OE
ANA BO3MOXHOCTM Ha3HaYeHUA NHIMbuTopa BRAF y nauMeHTOB C MeTacTaTUYECKUM
KONIopeKTaNbHbIM pakom. B cootseTcteum ¢ RUSSCO onpegenerHne mytaummn V60OE B reHe BRAF
TaKXe peKkoMeHA0BaHOo AN1A onpeaeneHnsa BO3MOXKHOCTM NpumeHeHna aHTU-EGFR aHTuTen, Taknx
KaK LLeTYKCMMab 1 NaHMTymMymab, y naumeHToB ¢ meTactatudeckum KPP. OTcytcTBne myTtaunmn BRAF
V600E B coyeTaHMK ¢ Hannumem aukoro Tuna reHoB KRAS 1 NRAS aBnAaeTca nokasaHMem ann
NCNONb30BaHWNA CTAaHAAPTHbLIX PEXUMOB XMMUOTEPaANUM B coveTaHUu ¢ aHTU-EGFR aHTuTenamm
(RUSSCO, 2020; ESMO, 2020). BRAF-oTpu1uUaTeIbHble NALNEHTbI UMEIOT 3HAYNTENbHO Bbllle
noKasaTenu obLLel BbIXKMBaeMoCTU 1 6onee 61aronpuATHbIE KAMHUKO- MopdoiorMyeckmne
XapaKTepPUCTUKM OMYX0/IM B CPAaBHEHUM C NAUMEHTaMK ¢ Haanymem mytaumm BRAF V60OE (NCCN,
2021).

HemenkokneTouHbll pak nerkoro: V60OE sBnaeTca Hambonee yacton mytaumen B reHe BRAF
M BCTpeyvaeTca npnbansntenbHo y 2% naumeHToB ¢ ageHoKapumHomon nerkoro (ESMO, 2020). B
cootBeTcTBUM ¢ RUSSCO pekomeH[0BaHO nNpoBegeHne TeCTUPOBaHUA ANA onpeaeneHunn
BO3MOYHOCTWN Ha3zHaYeHUA TMPO3MHKNHA3HbIX MHIMBUTopoB BRAF (RUSSCO, 2020). OTtcyTctBme
MyTaumin B reHe BRAF yBennumBaeT BEpOATHOCTb OBHapyKeHMA APYrMX YyBCTBUTENbHbIX K TAPreTHOM
Tepanuu abeppaunii B reHax EGFR, ALK, ROS1, MET y nauMeHTOB C HEMENIKOKNETOUYHbIM PaKom
JIerKOro, TaK Kak afibTepaunmn B NepedncieHHblx reHax obbi4HO He nepekpbiBatoTca (NCCN, 2021).

Pak wutoBmaHoM Kenesbl: PacnpoctpaHeHHocTb myTaummn V60OE B reHe BRAF npu
nanuAnApHoMn KapumHome coctasnsaeT 40-50%, npu HM3KoanbdepeHUMPOBaHHOM KapunHome- 20-
40%, npun aHannacTuyeckon KapumHome 30-40%. PeKomeHA0BaHO BCEM MaLMEHTAM C NOAO3PEHUEM
Ha paK WMTOBUAHOM Xenesbl (KaTeropua Bethesda llI-V) ana gMarHOCTUKKM 3/10KaYeCTBEHHOIO
npouecca. Otcytcteme myTtaumnm V600OE B reHe BRAF He uckntovaeT Hanmuua B obpasue
3/10KayecTBeHHOro npouecca. OnpegenenHmne mytaumm BRAF V600OE pekomeHa0BaHO BCemM
nauneHTam c BbicokoanddepeHUMpPoBaHHbIM PAaKOM LLMUTOBUAHOMN Kee3bl ANA
nocseonepaumoHHON CTPAaTUOUKALLMKM PUCKA peLnamBa ANa onpeaeneHna TakTUKM BeAeHUA
nauneHToB.

Onpegenenne mytaunm V60OE He AaBnaeTcA AMarHoCTM4ecKknMm Tectom. Npm noayyeHumn
pe3ynbTaToB UCCNeA0BAHMA PEKOMEHAYETCA KOHCY/IbTalMA Bpaya-OHKO/IOra.

OTcyTcTBME MmyTaumit B reHax cemeiictea RAS (KRAS, NRAS, HRAS) He nckntoyaeT Hannume B
obpasuye 310Ka4yecTBEHHOCTHN Npouecca. PacnpocTpaHeHHOCTb MyTaumMi B reHax cemenctsa RAS npum
bONNMKyNAapHOM BapuaHTe NAanUANAPHOM KapunHoMbl cocTasasaeT 30-45%, npu onnmkynapHom
KapumHome- ~45%, npn aHannactTMyeckon kapumHome 10-20%. Mpu nonyyeHnn pesyibTaToB
nccnefoBaHUA PEKOMEHAYETCA KOHCYAbTaLmMA Bpaya-oHKoaora. OTCyTCTBME NEPECcTPOMKKN He

MCKNHOYaEeT Ha/1M4nA B o6pa3u,e 3/10Ka4eCTBEHHOTO Mnpotiecca.
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PacnpocTpaHeHHOCTb TpaHcnoKkauuii RET/PTC1 n RET/PTC3 npu nanuanspHon KapunHome
coctasnsaet ~20%. MNpu nonyyeHnn pesynbLTaToB UCCNef0BAHNA PEKOMEHAYeTCA KOHCYIbTauna
Bpava-oHKosora. OTCYyTCTBME NEPECTPONKM HE UCKNOYAET Hasinume B 06pasLie 3/10Ka4ecTBEHHOCTH
npovecca.

PacnpocTpaHeHHOCTb TpaHcnoKauumn PAX8/PPARG npu ¢oNNnKyNsapHOM KapunHome
coctasnsaet 30-35%. Mpun nonyyeHUn pes3ynbTaToB UCCAef0BaHUA PEKOMEHAYETCA KOHCYAbTalmA
Bpaya-oHKonora.

Pe3ynbTaT MONEKyNAPHO-TeHETUYECKOro aHan3a MOXKeT 6biTb BEPHO MHTEPNPETUPOBAH TO/IbKO
Bpauyom.

Bpay-reHeTuk
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