PE3Y/IbTATU OOCNIAXKEHDb

MaujieHT: TeCT TecT Tect J1a6. No 3amoBneHHsA 000000000
[aTta Hapoax. 21.03.2004 Kopg 3amoB/ieHHA: -
CraTtb: Yonosiva [laTa 3amoBAeHHA:

KomeHTapi:

OHKOoPu3nk Complete — Po3wunpeHa naHenb ana cnagkosux ¢opm paky, NGS #

[opaTtkoBa iHpopmauin:

B LoChnigXyBaHWX reHax He BUABNEHO OAHOro maTtoreHHoro abo MMOBIPHO NMATOreHHOro BapiaHTa, acoLuiioBaHOro 3
NiABULLEHMUM PiBHEM PU3UKY BUHUKHEHHSA paKy.

Pe3ynbTaT LUbOro AOCAIAXKEHHA HE BUKAOYAE MMOBIPHICTb PO3BUTKY paKy. CnagKosi MyTauii B reHax BMKAMKAlOTb AeAKi
BMAM PaKy, OAHAK GiNbWicTb BMNAAKiB paKy He € CMagKoBO-0OYMOBNEHMMM Ta HE MOXKYTb OYTM MNOACHEHi OAHIEt0
NPUYMHOLO.

*Memoo: Next Generation Sequencing (NGS)
*Habip: Ultramarine hereditary panel (custom panel)
*06nadHaHHA: The GeneStudioTM S5 Prime System (Thermo Scientific, CLLIA)

*[locnioxyeaHi 2eHu:

APC, ATM, AXIN2, BAP1, BARD1, BLM, BMPR1A, BRCA1, BRCA2, BRIP1, CDH1, CDK12, CDK4, CDKN2A, CHEK2, DICER1, EPCAM,
FAM175A, FANCD2, GREM1, HOXB13, KIT, MEN1, MITF, MLH1, MRE11, MSH2, MSH3, MSH6, MUTYH, NBN, NF1, NTHL1, PALB2,
PDGFRA, PMS2, POLD1, POLE, POT1, PTEN, RAD50, RAD51B, RAD51C, RAD51D, RAD54L, RB1, RNF139, SDHA, SDHB, SDHC, SDHD,
SMAD4, SMARCA4, STK11, TP53, TSC1, TSC2, VHL, XRCC2

*KoHmpose akocmi: AIKicmb MOKpumms uinbosux nocaidoeHocmeli 3a008inbHA

*Pe3ynbmamu 0ocnidxeHb He € diazHO30M i nompebyromb KoHCynbmauii nikapA.

BuKOHaBU,i:

Jlikap-natoaoroaHatom

[eHeTuK

[aTta BUKOHaHHA:

CMMBONOM # MO3HAYAOTLCA AOCAIAKEHHSA, WO 3HAXOAATLCA B MPOLECi OTPMMAHHA akpeguTauii ACTY EN I1SO 15189:2022

MauieHT: TecT TecT TecT Ne 3am.: 000000000 cl31
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BuasneHo natoreHHMM BapiaHT B reHi MLH1

DopatkoBa iHpopmauis:

LA 3miHa nocnifoBHOCTI 3aMiHIOE acnapariHOBY KMUCNOTY, fiKa € KUCNOIO Ta NOJIAPHOLD, Ha MNILUMH, AKUIN € HEMTPANIbHUM Ta
HenonspHUM, y KogoHi 41 6inka MLH1 (p.Asp41Gly). Lle BapiaHT BigcyTHil y 6a3ax AaHMX HaceneHHs (gnomAD Hemae
yactotn). LUs miceHc-3miHa cnocTepiranaca B ocib i3 cuHapomom Jlinya (PMID: 15300854, 15365996, 15849733,
20233461, 28874130, 29360550). ClinvVar mictuTb 3anuc gns Uboro BapiaHTy (igeHTMdiKaTop BapiaHTa: 89684).
Po3wwnpeHe mogentoBaHHA 6iNKoBOT NOCNiA0BHOCTI Ta 6iodisMUHMX BNAaCTUBOCTEN (TAKUX AK CTPYKTYpHA, PyHKLiOHabHa
Ta npocTopoBa iHbopmauis, 36eperkeHHss aMiHOKUCNOT, Gi3MKo-XiMiuHi Bapiauji, pyx/1MBICTb 3a/ULLKIB | TepMOAMHaMIYHa
CTabiNbHICTb), BUKOHaHe B Invitae, BKa3ye Ha Te, L0 LEW MiCeHC-BapiaHT, AK O4YiKYeTbCA, NOPYLWUTb GyHKLUiO 6inka MLH1.
EKcnepuMeHTanbHi  AOCNIAXKEHHA MNOKasanW, Wo UA MiceHc-3MiHa BnamMBae Ha o¢yHKuilo MLH1 (PMID: 15475387,
23403630). Llei BapiaHT pylHYE 3a/1MWOK aMiHOKMCAOTU p.Aspdl B MLH1. IHWi BapiaHTK, sAKi pyrHYIOTb Lel 3a1ULLOK,
6ynun BU3HaueHi AK natoreHHi (PMID: 12624141, 19419416, 25060679, 25477341). Lle cBigunTb Npo Te, WO Lei 3aAnLLOoK
€ KNiHIYHO 3HAYyWMMm i WO BapiaHTK, AKi NOPYLWYHOTb LEeN 3aAULWOK, MMOBIPHO, CNPUUNHAIOTE 3aXBOPIOBAHHA. 3 LUX
NPUYKH Len BapiaHT 6yB KNacndikoBaHWUI AK NaTOreHHUNA.

len MyrTauis Knacudikauis ba3u paHux
c.122A>G (p.Asp41Gly)
:|- MNaToreHHWi
MLH1 ANbTepHaTUBHa Ha3Bga: T r. ClinVar (NCBI)
TpaHckpunTt:|NM_000249.4 BapiaHT
3uroTHictb: |feTepo3nroTHa
*Memoa: Next Generation Sequencing (NGS)
*Habip: Ultramarine hereditary panel (custom panel)
*06/1a0HAHHA: The GeneStudioTM S5 Prime System (Thermo Scientific, CLLUA)
*flocnidxcyeaHi 2eHu:

APC, ATM, AXIN2, BAP1, BARD1, BLM, BMPR1A, BRCA1, BRCA2, BRIP1, CDH1, CDK12, CDK4, CDKN2A, CHEK2, DICER1, EPCAM,
FAM175A, FANCD2, GREM1, HOXB13, KIT, MEN1, MITF, MLH1, MRE11, MSH2, MSH3, MSH6, MUTYH, NBN, NF1, NTHL1, PALB2,
PDGFRA, PMS2, POLD1, POLE, POT1, PTEN, RAD50, RAD51B, RAD51C, RAD51D, RAD54L, RB1, RNF139, SDHA, SDHB, SDHC, SDHD,
SMAD4, SMARCA4, STK11, TP53, TSC1, TSC2, VHL, XRCC2

*KoHmposne akocmi: Akicmes nokpumms yinbosux nocaidoeHocmeli 3a008inbHa

Pe3ynbmamu docnidxceHb He € dia2zHo30M i nompebytome KOHCyabmauyii nikaps.

BuKOHaBU,i:

Jlikap-natosoroaHatom

[eHeTuK

[ata BUKOHaHHA:

CMMBONOM # MO3HAYAOTLCA AOCAIAKEHHSA, WO 3HAXOAATLCA B MPOLECi OTPMMAHHA akpeguTauii ACTY EN I1SO 15189:2022
MNaujieHT: TeCT TecT TecT Ne 3am.: 000000000 cls31






