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*locnioxcysaHi 2eHu: ATM, BARD1, BRCA1, BRCA2, BRIP1, CDH1, CHEK2, NF1, PALB2, PTEN, RAD51C, RAD51D, STK11, TP53;
*BuseneHa mymayia: TP53 €.626_627del (p.Arg209fs)

KoHcynbTauif 3a pe3ynbTataMmy reHEeTUYHOro

3aranbHa iHpopmauin

pocnigxXeHHA

3a pe3ynbTaTamu reHeTUYHOTo A0CNiAKeHHA BUABNeHa myTauia TP53 ¢.626_627del (p.Arg209fs). Lia myTauisa €
naToreHHWM BapiaHTOM, NPM3BOAMTL 40 BTPaATU PyHKLIT 6inKa tp53 i acouitoeTbes 3 cMHAPOMOM Jli-DpaymeHi.
Hocincteo myTauin B reHi TP53 yacTo nos’A3aHo 3 MyTali€lo de novo, Wo BMHMKAA NPWU 3anaigHeHHi, abo Ha paHHix
eTanax embpioreHesy (B TakMx BMMNagKax MOXKAMUBA HAABHICTb MO3aiLM3MY, KOJIN He BCi KNITUHWU OpraHiamy micTaTb
MyTalito). B TakMx BUMaZKax Yy HOCIIB BiACYTHIN CIMEWHWNIA OHKONOTIYHMIA aHaMHe3. TaKMM YMHOM, BPaxoBYyHUMU
BiCYTHICTb CimeiHOro aHamHe3sy, Hanbinbll MMOBIPHO, WO B AaHOMY BUNaAKy Ma€E Micue myTauis TP53 de novo.
TaKoK, BpaxoByoun HasBHicTb myTauii TP53, ctatyc PM3 B 2015 (ER-PR-HER2 3+) Ta B 2023 poui (ER+PR+HER2-),

HaMbiNbL MMOBIPHUM € He peunams nepluoro PM3, a po3BuToK HoBoro PM3.

Pu3nkn po3BuUTKy OHKOOTiYHUNX 3axBoOpOBaHb

Pu3ukK 6yab-aKoro paky Ao BiKy 3aranbHa nonynsuin XiHku 3 myTauiero TP53
20 pokiB <1% 18%
30 pokis <1% 49%
40 pokis 1,5% 77%
50 pokis 3,4% 93%
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PU3KMKK HAaABHOCTI MyTauii y poaundis

Poagmui 1-ro ctyneHsa cnopigHeHocTi (6aTbkK, pigHi 6patn Ta cectpu, aitm) — 50%
Poamui 2-ro cTyneHs cnopigHeHocTi (TiTKKW, AAabKK, ABotopiaHi 6paTn Ta cecTpu, NNeMiHHUKK) — 25%

PekomeHpauii

BpaxoBytoumn HasBHicTb myTauii TP53, ocobucTuii Ta CiMenHUIA OHKOJIOTIYHUIA aHaMHe3, 3rigHO 3 peKkomeHAaaLismum
NCCN (National Comprehensive Cancer Network, USA) nauieHTy pekomeHA0BaHo:

10.

11.

PO3rnaHyT1 MOXUBICTb NPOBEAEHHA PU3MK-3HUKYIOUOT ABOCTOPOHHBOI MAaCTEKTOMII 3 PEKOHCTPYKLLIEIO 3
METOO 3HUMKEHHA PU3NKY peLmanBy Ta PO3BMTKY HOBOrO PaKy MOJIOYHOI 3a103u. [pu BiaAMOBI Big,
npodinakTUUHOI onepaLiii, 418 CKPUHIHTY PaKy MOJIOYHOI 3a/1031 MOKe 3aCTOCOBYBATMCH LLLOPiYHA
Mmamorpadia 3 TOMOCUHTE30M +/- MPT 3 KOHTPaCTyBaHHAM;

MpoBeaeHHA cMCTEMHOI Tepanii 3rigHo 3i CTaHAAPTHUMM PEeKOMEHAALLIAM, OCKiNIbKK myTau,ii TP53 He
BM/IMBAIOTb HA TAKTUKY CMCTEMHOI Tepanii;

PekomeHAyeTbCA YTPUMYBATUCH Big, NPOMeHeBOi Tepanii, AKa MOXKe CNPUYMHUTM PO3BUTOK CapKOM Ha
OMPOMIHEHIN ainaHuy;

[Ns CKPUHIHTY CApKOM Ta iHWWX NYX/IMH — WopivyHe ¢i3nKaibHe 06CTEXEHHA OHKOIOFOM 3 MOXJ/IMBOLIO
onujieto wopiyHoro MPT Bcboro Tina;

[ONA CKPUHIHTY NYX/IMH TOJIOBHOTO MO3KY — KOHCY/IbTallifl HEBPO/IOra A4 NiABULLEHHS 00i3HaHOCTI Woa0
MOX/INBOI HEBPOIOTYHOI cMMNTOMATUKKM Npu nyxamHax LLHC. Takoxx morkamee wopivHe MPT gocnigykeHHs
roI0BU OKPEMUM A0CigKeHHAM, abo AK YacTMHM MPT BCbOro Tina;

[ns ckpuHiHry nyxanH KT — KonoHockonis Ta esodaroracTpoayoLeHOCKONIA KOXKHi 2-5 pokis;

[NA CKPUHIHTY nerkemin Ta NiMPom — 3ara/ibHUM aHani3 KPOoBi KOXKHI 4 MicALi 3 KOHCYNbTaLiED
OHKOremaronora;

[Ns CKPUHIHTY MenaHoOMM — LWopiYHe 06CTeXEHHS OHKOAEPMATON0IroM;

IHWIi ONLiT CKPUHIHTY MOXYTb 3aCTOCOBYBATMCb B iHAMBIAYaNbHOMY NOPAAKY 32 peKOMEHAALIAMN OHKOJIOra;
Mpwn NAaHyBaHHI POAMHN MOXKANBO PO3IASHYTM OML,iI0 EKCTPAaKOPNopaabHOro 3annigHeHHA aaa sigbopy
embpioHy 6e3 myTauii TP53;

PekomeHAyeTbCA NPOBEAEHHA FEHETUYHOrO TeCTyBaHHA poguyam metoaom NGS A0 naHeni AKOro BXoAuTb
reH TP53.

binbw getanbHy iHpopmauito ana poanH 3 CuHapomom Jli-PpaymeHi MoXKHa 3HANTK Ha calTi Acouiau,ii
Cungpomy Ni-dpaymeti - http://www.Ifsassociation.org/
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