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B ceHTsa6pe 2018 ropa noctynuno obpaiyeHue:
MauneHTka N. Pak MosiouHoM >enesbl.

Mon Bospact lopop [OvarHo3 nocraBneH Tekywiee coctosHue

JKeHckun 59 KaszaHb 2009 MonyuaeT MonekynsapHo
HanpaBfeHHylo Tepanuio

o 2009 roa

BeiaBneH pak npaBo MonoyHow xene3bl pT4cNOMO. MpoBeneHo
KOMBUHMPOBaHHOE NleyeHne: MacTaKToMUs, ydeBas Tepanus, 3 kypca MXT.

([ ] 2016 rop

BeiaBneH pak neBoit MonouHow xene3sbl T2NOMO. JliomMuHanbHbi TMN B.
[porpeccupoBaHne, MHOXECTBEHHOE MOpaXKeHNe KOCTHOM CUCTEMBI.
TopmoHoTepanua (bynsectpaHT). BuchochoHaTHas Tepanus. MporpeccuposaHme
npotecca.

® 2018 rog, ceHTA6Gpb

Mocne NCNoNb30BaHWs BCEX CTaHAAPTHbLIX OMNLUWIA, Nevallumii Bpay Hanpaswms
nauueHTKy Ha pacliMpeHHoe MoniekyaspHoe npodunnposaHus Solo.

([ ] 2018 roa, ceHTA6pb

Beiasnena mytaumna ERBB2 p.G776V. Hanuune naHHo MyTaumm MoxeT BbITb
TapreTupoBaHo aHTU-ERBB2 npenapatamu.

([ ] 2018 rop, oKTA6pb

Beuay peppakTepHOCTM NaLMEHTKN K CTaHAAPTHbIM MeToAaM ledeHns boina
Ha3HayeHa MoJsieKyIsipHO-HanpaB/ieHHas Tepanus: TpacTysymab+nepTty3ymab.
[loCTUTHYT YacTnyHbIi oTBeT (CHMxKeHMe yposHa CA15-3, yMeHbleHe pa3mMepos

MeTacTa30B, onpegeneHHbiin M3T-KT)



Solo Komnnekc

NccnepoBaHue Solo — KOMBUHMPOBAHHbIV @aHANU3 OMyXosn, COCTaB KOTOPOro OMpefenseTcs
Ha OCHOBe KJIMHUYEeCKMX JaHHbIX naymeHTa. Solo Komnnekc BktoyaeT aHanmns Bcex
MoJieKkynsipHbIX 61MOMapKepoB, peKOMEHA0BaHHbIX NpodeccroHanbHbIMK coobLiecTBaMu
(NCCN, ASCO, ESMO, RUSSCO v ap.), a Takxe goMofHUTENbHbIX B1OMapKepoB 0TBETa Ha
TapreTHy U nMMyHoTepanuio. iccnenosaHue nposoantcs Mmetogamu NGS, UITX n FISH.

YunTblBaa KAMHUYECKME faHHble MaLMeHTKK, bbll COCTaBAEH NaH UccnefoBaHus,
BK/tOYatOLWNIA cekBeHMpoBaHue 411 reHoB, OLEeHKY MyTaLMOHHOW Harpy3Kky,
MUKpOCaTENNTHON HeCTabUIbHOCTH M MMMYHOTMCTOXUMUYECKoe uccneposaHue HER2/neu,
ER, PgR, Ki67. NccnepoBaHuns nofobpaHbl, Cxofs U3 akTyanbHbIX KIMHUYECKUX PYKOBOACTB
W pe3ynbTaToB KPYMHbIX KIMHUYECKUX NCCef0BaHMA.

Next Generation Sequencing

leHbl Mpenapatbl OcHoBaHue
BRCA1 (MyTauun) MHrn6utopsl PARP (onanapu6, Tanasonapub) FDA
BRCA2 (myTauun) MHrnbutopsl PARP (onanapu6, Tanasonapu6) FDA
ERBB2 (amnnndukauus) AHTU-ERBB2 (Tpactysymab, ago-Tpactysymab FDA

3MTaH3MH, NanatnHub, neptysymab)

ERBB2 (myTaumu) AHTU-ERBB2 (HepatnHu6, nanatunHumb) Cepua KIMHUY. CllyYaeB
ESR1 (MyTaumu) Pe3ncTeHTHOCTb K ropMOHOTEepanuu PetpocnekTtnBHble K/
FGFR1 (amnandukaums) Pe3suncTeHTHOCTb K ropMoHoTepanun PIK3CA PetpocnekTtnBHble KU
PIK3CA (myTaumu) Murnbutopsl PIKCA (anbnennsnt) KW nozgHux das

PTEN (myTauuu, geneumns) MoBblLeHHas 3P PeKTUBHOCTL IBEPOANMYCA KW no3gHux a3

MaToMop¢onormueckoe uccnegoBaHue

[McTonormnyeckoe nccnenoBsaHue

UrX uccnepoBaHue

Onpepenenne nogtuna: HER2/neu, ER, PgR, Ki67

LuToreHeTuyeckoe uccnepoBaHue

YToyHeHue ctatyca HER2/neu MeTomoM dnyopecueHTHOI in situ rubpuansaumn (FISH)
(npu HeobxoanmocTu)



MukpocaTennuTHbIin aHanus (MSI)

OnpepenerHne MUKPOCaTeIMTHON HecTabunbHOCTU MeTOAOM dparMeHTHOro aHanusa.

CekBeHMpoBaHue no MeTofy CaHrepa

B cnydae 06Hapy>|<eHM9| MyTaLJ,MIZ, ACCOUMMPOBAHHbIX C OHKOJIOTMYEeCKUMUM CUHOPOMaMMK,
npoBOANTCA YCTaHOBJ/IEHME HAaCleCTBEHHOro CTaTyca MyTaunn Ha o6pa3|_|,e 3,£|,0pOBOIZ TKaHMW.

MHTepnpeTauus pe3ynbTaToB U peKOMeHAaLuum

MyTtauns ERBB2 p.G776V Mpenapatbl: TpacTy3ymab + neprysymab

[aHHas MyTauus onvcaHa B MTepaType kak ApaiBepHoi. MyTaums npuBoauT K
akTmBauuu peuentopa Her2/Neu [1]. Mo cBoet dpyHKUMOHANBHOW posiM MyTaLus
3KBMBaseHTHa amnandukaumm Her2/Neu. Mo3ToMy B JaHHOM Cilydae npu cyepnaHunm
CTaHAapTHbIX cnocoboB neveHns LenecoobpasHo NPUMEHSATb TepaneBTUYECKNIA NOAXOL,
kak pna HER2-nonoxurenbHoro paka. B nutepaTtype onvcaH KAMHWYeCKUIA ciyyali oTBeTa
Ha KoMbuHaumio TpacTysyMaba ¢ nepTy3ymMaboM y naumeHTKM C Takom Xe MyTauuemn un
CXOAHBIMU KNUHUYeCKUMK napametpamm [2].

Mytauus CDH1 p.P125X BbisiBieH HacneACTBEHHbIV OMYX0EeBbIN CUHAPOM

[ns MHGUNLTPaTUBHOIO [,0NLKOBOr0 paka MOJIOYHON XeJle3bl XxapakTepbl COMaTUYeCKMe
myTtaumm CDH1 [3]. Takxe mytaumu CDH1 onucaHbl v B HAacNeACTBEHHOM CTaTyce: B TakOM
Cny4ae OHM acCoLMMPOBaHbl C HACNEACTBEHHBIM ANPOY3HBIM pakoM XenyfKa, a Takxe ¢
[,0/TbKOBbIM PaKoM MOJIOYHOW XeJe3bl. YUNTbIBas Hannuune y naumeHTkn
NepBUYHO-MHOXECTBEHHOIO CMHXPOHHO- METaXPOHHOI0 paka cTaTyc MyTauuu bbin
npoBepeHo B 0bpa3Lie 340poBoN TkaHU. MyTauns okasanacb HaCNeLCTBEHHON.

HA3HAYEHWA

B cBa3u ¢ HannumneM mytaumm ERBB2 p.G776V naumeHTke 6binn HasHayeHbl TpacTy3ymab ¢
nepTy3yMaboM: OCTUTHYT YacTUYHbIN oTBeT (cHueHne yposHsa CA15-3, yMeHbLueHune
pa3MepoB MeTacTasos, onpegeneHHslin MIT-KT).

B cBa3u ¢ HannuneM mytaumm CDH1 p.P125X poncTBEHHUKM NaumneHTKn 6binn
HamnpaBseHbl Ha reHeTUYeCcKoe KOHCYIbTUPOBaHWE K Bpady-reHeTuky u
MOJsIeKyNipHO-reHeTUYeCcKoe nccnefoBaHme AN BbigBAEHUS HOCUTENEN MyTaLUN.
HocuTenam myTtauum 6binv cocTaBaeHbl MHAMBULYaNbHbIE MPOrPaMMbl CKPUHUHTA.



YT06bI Y3HATb, KaK BOCTMXKEHUS MONEKYNSIPHOM OHKOJIOFUU MOTYT MPUMEHSTbCS
B Ballen KIIMHMYECKOWN NpaKTUKe, CBSXKMTECh C KoMaHgaon Atnac.
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CPIC — Clinical Pharmacogenetics Implementation Consortium (CPIC®) FDA — US Food and Drug Administration
NCCN — National Comprehensive Cancer Network®

NGS (Next Generation Sequencing] — cekBeHupoBaHue HoBoro nokoneHus UMX — UMMyHOTUCTOXMMUYeCKoe
nccneposaHue

KW — knunHnyeckoe nccnepoBaHmne

MUP — nonnmMepasHas LenHas peakuyus
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