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Pedepar:

1. Pax rpygHoi 3a103u (PI'3) € Hai6iIbII NOMMPEHUM 3/I0KiCHUM HOBOYTBOPEHHSIM Cepel XKiH OK B YKpaiHi Ta CBITi.
bin3bko 2,2 MIJIBMOHU HOBUX BUIIAJKIB TAHOTO 3aXBOPIOBAHHS [iaTHOCTYIOTh LIOPOKY, 3aXBOPIOBAHICTD Oeali
3pocTae. 3BMYaliHO, METa HAyKOBLiB Ta KJIHILMCTIB € MOIIYK MOKJIMBOCTEY 3HMKEHHS 3aXBOPIOBAHOCTI,
IIOKpallleHHs! [I0Ka3HUKIB PaHHBOI [IiaTHOCTMKU Ta PE3YyJIbTATIB JIiKyBaHHS. [eHeTUYHUI (akTOp Mae BKpall BaXXJIUBE
3HQYEHHS, OCKIJIbKY BiH He Mifjsirae Mogu@ikaii (3a BUHSITKOM CY4aCHUX MOXKJIMBOCTEN NPeiMIIaHTaLliHOI
reHeTUYHOI 1iaTHOCTUKMU I1pY IJIAHYBAHHi BariTHOCTI) Ta ae€ HalBuUIIli pU3UKU BUHUKHEHHS PaKy. AKTyaJIbHiCThb
pob0TH 06yMOBIJIEHA 3HAYHUM BKJIQZIOM [1IaTOreHHUX BapiaHTis (PVs) reHiB cnaaxosoro PI'3 y 3pocTaHHi pu3uKy
BUHUKHEHH PI'3, yacrime 6Gi/IbII arpeCMBHUX TUIIIB Ta Yy 6iJIbIl pAaHHLOMY Billi. [€eHeTHYHEe TeCTyBaHHS Ta BUOID
[IPABUJIBHOI TAKTUKU 17181 [IALIEHTIB i3 BUSBJIEHMMU PVS € BOXKJIMBUM SIK [1J151 3HMKEHHSI 3aXBOPIOBAHOCTI, TaK i [1J1s1

MTOKPALE€HHS NTOKAa3HUKIB PAHHBOI IiarHOCTUKY Ta Pe3yJIbTATiB JIIKyBaHHS [1J1S1 3HAYHOI YaCTKU NauieHTis 3 PI'3.



OCHOBHOIO METOIO UCEPTaLiiiHOI pO6OTHU € MOKPAIUTU 6e3M0CEPeHi Ta BiijasieHi pe3yIbTaTu XipypriyHoro
JIiKyBaHHS XBOpUX Ha criagkosuii PI'3. 3amaui nocsimkenHs: 1. BuBunTy nomupeHicTh Ta BapiabesbHICTb BapiaHTIB
reniB criagkosoro PI'3 B Ykpaini metomom [JHK-cexBeHyBaHHSs HacTynHoro nokoJiiHHg (NGS) cepen xBopux Ha PI'3
3 (paKTOpaMu PU3UKY CIIAIKOBOCTI 3axBopioBaHHs 32 NCCN. 2. [locminutu posb pe3yabTaTy FeHETUIHOTO
TeCTYBaHHSI cepef, iHmux (GakTopiB y BUOOPi 06csry XipypriyHoro JylikyBaHHs XxBopumu Ha PI'3. 3. TlopiBHsATH
pe3yJbTaTU XipypriyHoro JikyBaHHs xBopux Ha PI'3, 3okpema O30 Ta BIIM (uepes HasiBHicTh PVs criankosoro PI'3),
3a [IOKa3HMKaMU KOCTI JKUTTS, KiJIbKOCTI YCKJIaZHEHb Ta [IOBTOPHUX OIl€paliil, piBHEM 3a0BOJIEHOCTI NallieHTaMU
BUOpaHUM 06CSIroM onepallii, piBHeM peluauBiB. 4. B IKOCTi abTepHATUBY XipypriuHill TAKTUL JOCTITUTU
epeKTUBHICTb eHoKpuHoIpodinakTuku PI'3 TamokcudeHoM i3 BpaxyBaHHAM peHoTuny reHa CYP2D6 niis
30poBUX HOCIiiB PVs. 5. Po3pobutu Ta onTUMi3yBaTy peKOMeH allii o010 BUOOPY 00Csry XipypriyHoro JiKyBaHHS
XBOPUX Ha cniagxoBuil PI'3 Ta npo@inakTUYHOI TaKTUKU 1J1s1 3T0POBUX HOCIIB PVs. Pe3ysbraTl HOCiIKeHH Ta iX
06roBOpeHHs. Briepiue nokasaHo NOMMPEHiCTh Ta BapiabeJbHICTb BapiaHTiB reHiB cragxosoro PI'3 B YkpaiHi,
BM3HAUYEHMX [1aHEeJIbHUM TecTyBaHHSIM MeTogoM NGS cepeq, xBopux Ha PI'3 3 pakTopamu pusrKy CIaiKOBOCTI 32
NCCN. Cepep 160 mocnigkeHux nauieHTis 6yso BussaeHo 90 BapiaHTiB y 72 nauieHTiB (45%). Cepen HUX y 59

xBOpUX (81,9%) BusiBNIEHO OAMH BapiaHT, y 13 nanjienTis (18,1%) 6ys10 BUsIBI€HO Gisblle OJHOTO BapiaHTy.

2. Breast cancer (BC) is the most common malignant neoplasm among women in Ukraine and the world. About 2.2
million new cases of this disease are diagnosed every year, and the incidence is increasing. Of course, the goal of
scientists and clinicians is to find opportunities to reduce morbidity, improve early diagnosis and treatment
outcomes. The genetic factor is extremely important, as it is not subject to modification (with the exception of
modern possibilities of preimplantation genetic diagnostics during pregnancy planning) and gives the highest risks
of cancer. The relevance of the work is due to the significant contribution of pathogenic variants (PVs) of genes of
hereditary BC in increasing the risk of occurrence of BC, often of more aggressive types and at an earlier age.
Genetic testing and choosing the right strategy for patients with detected PVs is important both to reduce the
incidence and to improve the rates of early diagnostics and treatment outcomes for a significant proportion of BC
patients. The main goal of the PhD paper is to improve the immediate and long-term results of surgical treatment
of hereditary BC patients. Research objectives: 1. To study the prevalence and variability of gene variants of
hereditary BC in Ukraine by the next generation DNA sequencing (NGS) method among BC patients with risk
factors for heredity of the disease according to the NCCN. 2. To investigate the role of the result of genetic testing
among other factors in choosing the scope of surgical treatment for BC patients. 3. To compare the results of
surgical treatment of BC patients, in particular breast conserving surgery (BCS) and bilateral subcutaneous
mastectomy (BSM) (due to the presence of PVs of hereditary BC), according to indicators of quality of life, the
number of complications and repeated operations, the level of patient satisfaction with the selected amount of
surgery, and the level of relapses. 4. As an alternative to surgical tactics, to investigate the effectiveness of
endocrinological prophylaxis of BC with tamoxifen, taking into account the phenotype of the CYP2D6 gene for
healthy carriers of PVs. 5. Develop and optimize recommendations for the selection of the scope of surgical
treatment for hereditary BC patients and preventive tactics for healthy carriers of PVs. Results and discussion.
Prevalence and variability of gene variants of hereditary BC in Ukraine, determined by NGS panel testing among BC
patients with hereditary risk factors according to NCCN, are shown. Among 160 studied patients, 90 variants were
found in 72 patients (45%). Among them, 59 patients (81.9%) had one variant, 13 patients (18.1%) had more than one

variant.
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