EkcnepTu AIJ1A HapatoTb iHpopMaLiiHy NiATPUMRY LWOAO TPAKTYBaHHSA
pe3ynbTaTiB 1a6opaTopHOro AOCNIAKEHHA Ta HWMX NPOECiiiHMX NUTaHb.

LLlaHoBHuIA nikapto!

[1nA KopeKTHOT iHTeprpeTauii pe3ynbTaTis JOCiAMeHb, 3BepHITbCA, Oyab nacka, o nikaps.

Pe3ynbTtaTn n1abopaTopHUX [OCNIAHKEHb He € KAIHIYHUM [iarHo30M.

LLlaHoBHWUI KnieHTe!

[@paHTiA TOYHOCTI Ta AOCTOBIPHOCTI pe3ynbTaTiB JOCNigHeHb
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KomeHTapi:

OncoRisk GIST - NMaHenb cnagKoBOro paky WAYHKy Ta GIST, NGS #

DopaTtkoBa iHpopmauin:

B gocnigsKyBaHMX reHax He BUAB/IEHO ¥KOAHOMO NAaTOreHHoro abo MMOBIPHO NATOFEHHOrO FeHEeTUYHOTO BapiaHTa,
acoLiMoBaHOro 3 NiABULLEHUM PiIBHEM PU3UKY BUHUKHEHHA PaKy.

Pe3ynbTaT LbOro AOCNIAKEHHA HE BUKNOYAE MMOBIPHICTb PO3BUTKY paKy. CnagKoBsi MyTaLii B reHax BUKAUKAIOTb
AesAKi BUAM paKy, oAHaK BinbllicTb BUNAAKiIB paky He € CNaikoBO-O0OYMOBEHUMM Ta HE MOXKYTb OYTU MNOACHEHI
OAHIEI0 NPUYNHOLO.

*Memoo: Next Generation Sequencing (NGS)

*Hab6ip: CleanPlex® Comprehensive Hereditary Cancer Panel (Paragon Genomics, CLLIA)
*06100HAHHA: The lon Proton Sequencer (Thermo Scientific, CLLIA)

*flocnidxcysaHi 2eHu:

APC, BMPR1A, CDH1, EPCAM, KIT, MLH1, MSH2, MSH6, NF1, PDGFRA, PMS2, SDHA, SDHB, SDHC, SDHD, SMAD4, STK11, TP53.

*KoHmpose akocmi: Akicms nokpummas yinbosux nocnidosHocmeli 3a008inbHA

Pe3ynomamu docnidxceHb He € diazHo30M i nompebyromb KOHcyabmayii nikaps.
BukoHaBu;i: 4
leHeTuK LWanouka 4.0.

[aTa BUKOHaAHHA: 11.12.2023
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BuasneHo natoreHHuit BapiaHT B reHi MLH1

DopaTtkoBa iHpopmauis:

LA 3miHa nocnigoBHOCTI 3aMiHIOE acnapariHoBY KWUC/OTY, fika € KMCAOK Ta MOAAPHON, Ha FAiLMH, AKUIA €
HEWTPANIbHUM Ta HENONAPHUM, Yy KofoHi 41 6inka MLH1 (p.Asp41Gly). Llelt BapiaHT BiacyTHIil y 6a3ax gaHux
HaceneHHA (gnomAD Hemae yactoTu). LA miceHc-3miHa cnocTtepiranaca B oci6 i3 cuHgpomom JliHua (PMID:
15300854, 15365996, 15849733, 20233461, 28874130, 29360550). ClinVar micTuTb 3anuc gas Lboro BapiaHTy
(ineHTndikaTop BapiaHTa: 89684). Po3lwMpeHe MoAeNtoBaHHA 6inKoBOi nocnigoBHOCTI Ta 6iodisMyHUX
BNACTMBOCTEN (TaKMX AK CTPYKTYpHa, OyHKLiOHasbHa Ta npocTopoBa iHdopMauia, 36eperKeHHs aMiHOKUCAOT,
di3nKo-ximiuHi BapiaLii, pyx1MBiCTb 3a/IMLLKIB | TepMOANHaMIYHA cTabinbHiCTb), BUKOHaHe B Invitae, BKasye Ha
Te, WO LeN MiCeHC-BapiaHT, K OYIKYETbCA, NOpyWwnTb PyHKLit0 6inka MLH1. EKcnepumeHTanbHi [OCNIAKEHHS
NMoKasanu, Wo us miceHc-3miHa BnaMBae Ha ¢yHKuito MLH1 (PMID: 15475387, 23403630). Llelt BapiaHT pynHYye
3a/IMWOK amiHoKMcnoTM p.Aspdl B MLH1. |Hwi BapiaHTW, AKi pylHYIOTb Lei 3aaUWOK, BynM BM3HAYeHi AK
naTtoreHHi (PMID: 12624141, 19419416, 25060679, 25477341). Lle cBig4nTb Npo Te, WO LM 3a/ULLOK € KNiHIYHO
3HAYYLLMM i LLO BapiaHTK, AKi NOPYLWYOTb LEeN 3a/IMWOK, MMOBIPHO, CNPUYMHAIOTb 3aXBOPIOBAHHA. 3 UUX MPUYUH
uen BapiaHT byB KnacndpikoBaHWI AK NAaTOreHHUNA.

FeH MyrTauis Knacudikauin basu gaHux

¢.122A>G (p.Asp41Gly)

AnbTepHaTUBHa Ha3Ba: |-
MLH1 MaToreHHWi BapiaHT ClinVar (NCBI)
TpaHckpunT: |NM_000249.4

3uroTHicTb: [FeTepo3nroTHa

*Memoo: Next Generation Sequencing (NGS)

*Hab6ip: CleanPlex® Comprehensive Hereditary Cancer Panel (Paragon Genomics, CLLIA)
*06100HAHHA: The lon Proton Sequencer (Thermo Scientific, CLLIA)

*flocnidxcysaHi 2eHu:

APC, BMPR1A, CDH1, EPCAM, KIT, MLH1, MSH2, MSH6, NF1, PDGFRA, PMS2, SDHA, SDHB, SDHC, SDHD, SMAD4, STK11, TP53.

*KoHmpose akocmi: Akicmes nokpummas yinbosux nocnidosHocmeli 3a008inbHA

Pe3ynomamu docnidxceHb He € diazHo30M i nompebyromb KOHCyabmayii aikaps.
BukoHaBu;i:
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