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NALIEHT:

[ata HapoAKeHHS: 3amosnenna: 23CXXX
BukoHaHo: 06.12.2023

CraTb: Y0/10BiYa

BUKOHaHe gocnigyeHHs:

*Hazea nocsayeu: OncoRisk Colorectal

*[locnidxncysari eeHu: APC, AXIN2, BMPR1A, CHEK2, EPCAM, GREM1, MLH1, MSH2, MSH3, MSH6, PMS2, MUTYH, NTHL1,
POLD1, POLE, PTEN, SMADA4, STK11, TP53;

*BuseneHa mymayisa: MLH1 c.122A>G (p.Asp41Gly)

KoHcynbTauis 3a pe3ynbtatamMm reHeTUYHOro
pocnigxXeHHsA

3aranbHa iHpopmauin
3a pe3yibTaTaMy reHeTUYHOIO A0CNIAMKEHHA BUABNeHa MyTauis MLH1 c.122A>G (p.Asp41Gly). Us myTaujn €
naToreHHMM BapiaHTOM Ta NPU3BOANTb A0 BTPaTh GyHKLUiT 6inka mlhl.

PU3UKM PO3BUTKY OHKOJIOTIUHUX 3aXBOPIOBaHb

Pusuk go 80 pokis CepepHiii Bik BUABNEHHA Hocii myTauii 3aranbHa
npu myTauii MLH1 MLH1 nonynAuin
KonopekmaneHuii pak 44 poKu 46-61% 4,1%
Pak eHdomempiito 49 pokie 34-54% 3,1%
Pak sie4yHmKiB 46 pokis 4-20% 1,1%
YpoTenianbHUM pak HUPKK, 59-60 pokis 0,2-5% -
CevyoBoAiB
Pak ceyoBoro mixypa 59 pokis 2-7% 2,3%
TOHKUM KULLIEYHUK 47 pokis 0,4-11% 0,3%
Pak wnyHky 52 poku 5-7% 0,8%
PakK nigwnyHKoBOi 3371031 - 6,2% 1,7%
Pak *O0BYHUX WINAXIB 50 pokis 1,9-3,7% -
Pak nepeamixypoBoi 3an03u 63 poku 4,4-13,8% 12,6%
MyXIMHW rONOBHOTO MO3KY - 0,7-1,7% 0,6%

CropiHKa 132
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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
BpaxoBytoumn HasBHicTb myTauii MLH1, ocobuctuit Ta cimeiMHMM OHKONOTYHUI aHaMHe3, 3rigHO 3 peKoMeHaaLiaMu
NCCN (National Comprehensive Cancer Network, USA) nauieHTy pekomeHA0BaHo:

1. Bwu3HayeHHs cTaTycy MiKpocaTtenitHoi HectabinbHocTi (MSI/MMR). Npu niateepaxeHHi MSI-H/dMMR —
KOHCY/bTaLiA KNiHIYHOro OHKO10ra 3 NPUBOAY AO0LUINIbHOCTI 3aCTOCYBaHHA iMyHOTepanii B noganbliomy
NiKyBaHHi;

2. PeKomMmeHAOyeTbCA NPOBEAEHHA FTEHETUYHOrO TECTYBAHHA POAMYaM NEPLIOro Ta APYroro CTyneHs
crnopigHeHocTi B pamKax NGS-naHeni, go Akoi Bxogmtb reH MLH1. Mpun BuABAEHHI MmyTauii — NOBTOPHA
KOHCYNbTaLLiA reHeTUKa;

Mpu susaeneHHi mymauyii y podudis:

1. BpaxoByoUM BUCOKUI PU3UK PO3BUTKY KOJIOPEKTANIBHOTO PaKy, PEKOMEHAYETLCA NPOBEAEHHA KOJOHOCKOMIT
KOXHi 1-2 poKu;

2. BpaxoByouu NiABULLEHNI PUSUK PO3BUTKY PaKy EHAOMETPItO, KiHKaM pEKOMEHAYETLCA KOHCY/IbTau,iA
OHKOriHeKo/iora woa0 CUMNTOMIB, O MOXKYTb BYTW acouinoBaHi i3 HUM. TpaHcBariHanbHe Y3/ Ta iHwWi
METOAM CKPUHIHTY pPaKy eHAO0METPItO He € A0CTaTHbO ePEKTUBHMMM, OAHAK, MOXKe BYTU po3rnsHyTa
MOXMBICTb NepiognyHOI (pa3 Ha 1-2 poku) bioncii eHaomeTpito. AN NpodinakTUKM paKy eHOoMETPIto
TaKOX MOXKe BYTM PO3rnaHyTo BapiaHT NpodiNaKTUYHOI ricTEPOKTOMI;

3. BpaxoBylouu NiABULLEHNI PUSUK PO3BUTKY PAKY AEYHUKIB Ta BiACYTHICTb €PEKTUBHOIO CKPUHIHIY AN Oro
PaHHbOIO BUABNEHHS, XKiHKaM MOKe ByTW pPOo3rnsHYTO OnNu,ito NPpoBeAeHHA NPOdINAKTUYHOI CanbhiHro-
000hOPEKTOMIT (BUAANEHHA AEYHMKIB Ta MaTKoBMX TPYH). OCKiNbKK LA onepawia Mae cepiosHi Hacniaku ana
3[,0pOB’s, Nepes NPUNHATTAM pilleHHA HeobXigHA KOHCY/IbTaliAa OHKoriHeKkoora. Mpwu BigMmoBi Big onepaii
MOXK/IMBE LLLOPIYHE NPOBEeAEHHA TPaHCBariHaabHoro Y3/ ta gocnigyKeHHa oHKomapKepa CA-125, oaHak Taka
TAKTUKA HECYTTEBO MOKpPALLYE PAHHE BUABJIEHHA PAKy AEYHWUKIB;

4. [nA CKPWHIHTY PaKy LWAYHKY Ta TOHKOI KMLWKK, pekomeHayeTbca PTAC KoXKHi 2-4 poku noumHatoum 3 30-40
POKiB;

5. BpaxoBylouu NigBULLEHNI PUSNK PO3BUTKY PAKY MiALLIYHKOBOI 331031, MOXK/IMBE LWOPiIYHE NPOBeaeHHSA
MarHiTHO-pe30HaHCHOI xonaHrionaHkpeaTorpadii Ta/abo eHgockonivHoro Y3/ niawnyHKoBoi 3a1031. Takuit
CKPWHIHT 3HaYHO NiasuLLye BuABaeHHA PMN3 Ha paHHixX cTagiax, y Toin yac Ak 6e3 CKpUHiHry B 6inbLiocTi
BUNAAKiB BiH BUABMSAETLCA Ha 4-1 cTaail;

YonoBiKam peKOMeHAYETbCA CTAaHAAPTHUI CKPUHIHT paKy NnepeamixypoBoi 3371031 NovmHatoum 3 40 pokis;
CnevujianbHi pekomeHAaLii WOAO CKPUHIHTY iHLWWX BUAiB PaK BiACYTHI;

Wanouka Amutpo 13.12.2023
OneKcaHApPOBUY
MONEKYNAPHUA TeHeTUK
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