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NALIEHT:

[laTta HapoaXKeHHsA: 3amosnenns: 23LXXX
BukoHaHo: 26.12.2023

Cratb: XiHOYa

BUKOHaHe gocnigyeHHs:

*Hazea nocnyau: OncoRisk Lynch
*[locnidncysari eeHu: MLH1, MSH2, MSH6, PMS2, EPCAM;
*BuseneHa mymayis: MSH2 ¢.1906G>C (p.Ala636Pro)

KoHcynbTauis 3a pe3ynbTataMy reHEeTUYHOro
pocnigxXeHHsA

3aranbHa iHpopmauin
3a pe3y/ibTaTaMy reHeTUYHOMo A0CAIAKEHHA BUABNeHa MyTauis MSH2 ¢.1906G>C (p.Ala636Pro). Lis myTauin €
naToreHHMM BapiaHTOM Ta NPU3BOANTb A0 BTPaTH GyHKLiT 6inka mlhl.

PU3UKM PO3BUTKY OHKOJIOFIUHUX 3aXBOPIOBaHb

Pusuk go 80 pokis CepepfHiii Bik BUABNEHHA Hocii myTauii 3aranbHa
npu myTauii MSH2 MSH2 nonynayis
KonopekmaneHuii pak 44 poKu 33-52% 4,1%
Pak eHdomempiito 47-48 pokie 21-57% 3,1%
Pak sie4yHmKiB 43 pokis 8-38% 1,1%
YpoTenianbHUM pak HUPKK, 54-61 pokis 2,2-28% -
CcevyoBoaiB
Pak ceyoBoro mixypa 59 pokis 4,4-12,8% 2,3%
TOHKUM KULLIEYHUK 48 pokis 1,1-10% 0,3%
Pak wnyHky 52 poku 0,2-9% 0,8%
PaK nigwnyHKoBOi 331031 - 0,5-1,6% 1,7%
Pak *O0BYHUX WINAXIB 57 pokis 0,02-1,7% -
Pak nepeamixypoBoi 3an03u 59-63 poku 3,9-23,8% 12,6%
MyXIMHW rONOBHOTO MO3KY - 2,5-7,7% 0,5%
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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, NAeMiHHUKK) — 25%

PekomeHpauii
Bpaxosytoumn HasBHicTb myTauii MLH1, ocobuctmnin oHKonoriyHMn aHamHes, 3rigHo 3 pekomeHgauiamn NCCN
(National Comprehensive Cancer Network, USA) naLjieHTLi peKomeHA0BaHO:

1. MOHITOPWHT 3 NpMBOAY BCTAHOB/IEHUX AiarHO3iB (pPaK Tina MaTKK, WAYHKY, CNiNoi KULWKK) 3rigHo
CTaHAAPTHUX PEKOMEHAAL,iN;

2. BpaxoBylouu NigBULLEHWNI PUSUK PO3BUTKY PAKY MiALLIYHKOBOI 331031, MOXK/IMBE LWOPIYHE NPOBEAEHHSA
MarHiTHO-pe3oHaHCHOI XonaHrionaHkpeatorpadii Ta/abo eHgockoniyHoro Y3/ niglwnyHKosoi 3a103u. Takui
CKPMHIHT 3HAYHO MiaBuMLLYE BUABNEHHSA PM3 Ha paHHixX cTagisx, y Tol Yac AK 6e3 CKPUHIHTY B H6inbLOCTi
BUNAAKiB BiH BUABNAETbCA Ha 4-1 cTaail;

3. PeKOomMeHAyeTbCA NPOBEAEHHA FTEHETUYHOTO TECTYBAHHA POAMYAM MEPLUOro Ta APYroro CTyneHs
cnopigHeHocTi B pamkax NGS-naHeni, no AKoi BxoauTb reH MSH2. Mpu BUABIEHHI MyTaLlii — NOBTOPHA
KOHCYNbTaLLiA reHeTUKa;

Mpu susaeneHHi mymayii y podudie:

1. BpaxoByoUM BUCOKUN PU3MK PO3BUTKY KOJIOPEKTANIBHOTO PaKy, PEKOMEHAYETLCA NPOBEAEHHA KOOHOCKOMIT
KOXHi 1-2 poKu;

2. BpaxoByouu NiABULLEHUI PUSUK PO3BUTKY PaKy EHAOMETPItO, KiHKaM pEKOMEHAYETLCA KOHCY/IbTau,iA
OHKOriHeKo/iora woA0 CUMNTOMIB, O MOXKYTb BYTK acouinoBaHi i3 HUM. TpaHcBariHanbHe Y3/ Ta iHuwi
METOAMN CKPUHIHTY pPaKy eHAO0METPItO He € A0CTaTHbO epEKTUBHUMM, OAHAK, MOXKe BYTU PO3riaHyTa
MOM/IMBICTb NepiognyHoi (pa3 Ha 1-2 poku) bioncii eHgomeTpito. Ona NpodinakTMKM paky eHAoMETpIto
TAKOXK MOXe ByTN PO3rNAHYTO BapiaHT NpodinakTUYHOI ricTepOKTOMIl;

3. BpaxoBylouu NiABULLEHNI PUSUK PO3BUTKY PAKy AEYHUKIB Ta BiACYTHICTb €PEKTUBHOIO CKPUHIHIY AN Ooro
paHHbOrO BUABJ/IEHHSA, }KiHKamM MOxKe ByTn PO3rAAHYTO OMLi0 NpoBeAeHHA NPOdiNaKTUYHOT CanbhiHro-
000hOPEKTOMIT (BUAANEHHA AEYHUKIB Ta MaTKOBMX TPYD). OCKiNbKK LA onepawia Mae cepiosHi Hacniaku ana
3[,0pOB’s, Nepes NPUNHATTAM pilleHHA HeobXigHA KOHCY/IbTaliAa OHKoriHeKkoora. Mpwu BigMoBi Big onepaii
MOXK/IMBE LLLOPIYHE NPOBEeAEHHA TpaHCBariHaabHOro Y3/ ta gocnigykeHHa oHKkomapKepa CA-125, oaHak Taka
TAKTUKA HECYTTEBO MOKpPALLYE PAHHE BUABJIEHHA PAKy AEYHUKIB;

[na CKPUHIHTY paKy WAYHKY Ta TOHKOI KMLWKK, pekomeHayeTbca OIAC KoxHi 2-4 pokn nounHatoum 3 30-40p.;

5. BpaxoByouu NiaBULLEHNI PUSNK PO3BUTKY PaKy MiALIYHKOBOI 33/103M, MOX/IMBE LWOPiIYHE NpoBeaeHH:A
MarHiTHO-pe30oHaHCHOI XonaHrionaHkpeaTorpadii Ta/abo eHgockoniyHoro Y3/, nialnyHKosoi 3a103u. Takuit
CKPUMHIHT 3HAYHO NigBuMLLYE BUABNEHHS PM3 Ha paHHixX cTagisnx, y Tol Yac AK 6e3 CKPUHIHTY B 6iNbLLOCTi
BUNAAKiB BiH BUABASAETLCA Ha 4-1 cTaail;

6. YonoBikam peKOMeHAYETbCA CTAaHAAPTHUI CKPUHIHT paKy NepeamixypoBoi 3371031 NoYmHatoum 3 40 pokis

7. CneujianbHi peKomeHaau,ii WoA0 CKPUHIHTY iHWKX BUAIB paK BiACYTHI;

Wanouka Amutpo
OneKkcaHAapoBUY 14.01.2024
MoneKkynapHU reHeTuK
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