g
f& TOB "HaHo TexHonorii 8 Meguumhi® E E
. {N YKpaiHa, m. Kuis, Byn. AHTOHOBMYA, 68
(| LifeCode #3040 2005251

lifecode.com.ua I-'
info@lifecode.com.ua E r
R

NALLIEHT: 3AMOB/IEHHA: 23G001
[aTa HapoaKeHHA: Otpumano: 15.11.2023
Cratb: 4ONOBIK BukoHaHo: 06.12.2023
Nocnyra: OncoRisk GIST - NaHenb cnagkosBoro paky wWayHKy Ta GIST (18 reHis, NGS)

BuasneHo natoreHHUM BapiaHT B reHi MLH1

DopatkoBa iHpopmauin:

s 3miHa nocnigoBHOCTI 3aMiHIOE acnapariHOBY KMCNOTY, AKA € KWUC/IOK Ta MOAAPHOO, Ha FNILMH, AKUA €
HEeNTpasibHUM Ta HENONIAPHMM, Y KogoHi 41 6inka MLH1 (p.Asp41Gly). Liei BapiaHT BiacyTHil y 6a3ax AaHuX
HaceneHHs (gnomAD Hemae yactoTu). Lla miceHc-3miHa cnocTtepiranaca B ocib i3 cuHgpomom JliHua (PMID:
15300854, 15365996, 15849733, 20233461, 28874130, 29360550). ClinVar micTuTb 3anuc Ana UbOro
BapiaHTy (iaeHTudikaTop BapiaHTa: 89684). PoswupeHe moaentoBaHHA 6inKoBOI nNocnigoBHOCTI Ta
6iodisnuHMx BracTMBOCTEN (TAKUX AK CTPYKTYpHA, PyHKLiOHabHA Ta npocTopoBa iHbopMmalL,is, 36epekeHHn
amiHOKMCNOT, disnKo-XimiuHi BapiaLii, pyxAMBiCTb 3a/ULWKIB i TepMOAMHAMIYHA CTabiNbHICTb), BUKOHAHE B
Invitae, BKasye Ha Te, WO UEA MiCEeHC-BapiaHT, AK OYiKYeTbCA, MOpywuTb ¢yHKUilo 6inka MLH1.
EKcnepvmeHTanbHi AOCNIAMKEHHS MNOKasanu, Wo UuAs MiceHc-3miHa BnaAMBae Ha oyHKuito MLH1 (PMID:
15475387, 23403630). Lleit BapiaHT pyiHYE 3aAMWIOK aMiHOKMCAOTM p.Aspdl B MLHI1. |Hwi BapiaHTK, fKi
PYMHYIOTb Lei 3anMWoK, 6ynn BU3HaYeHi AK natoreHHi (PMID: 12624141, 19419416, 25060679, 25477341).
Lle cBiguMTb Npo Te, WO LEN 3a/ULLOK € KNIHIYHO 3HAYYLLMM i WO BapiaHTU, AKi NOPYLWYOTb LEN 3a/ULLOK,
MMOBIPHO, CMPUYMHAIOTL 3aXBOPIOBAHHA. 3 LIMX NPUUNH Len BapiaHT 6yB KNacnpikoBaHMN AK NaTOFeHHWUA.

leH MyTauin Knacuikauisa ba3u paHux

c.122A>G (p.Asp41Gly)
AnbTepHaTMBHa Ha3Ba: -

MaToreHHWUi ,
MLH1 ) ClinVar (NCBI)
TpaHckpunT: NM_000249.4 BaplaHT
3UroTHicTb: [eTepo3nroTHa
*Memod: Next Generation Sequencing (NGS)
*Habip: CleanPlex® Comprehensive Hereditary Cancer Panel (Paragon Genomics, CLLIA)
*061a0HAHHA: The lon Proton Sequencer (Thermo Scientific, CLLA)

*flocnidxncysaHi APC, BMPR1A, CDH1, EPCAM, KIT, MLH1, MSH2, MSH6, NF1, PDGFRA, PMS2, SDHA, SDHB, SDHC, SDHD,
26HU: SMAD4, STK11, TP53.

*KoHmposnb akocmi: Akicme nokpumms yineosux nocaidoeHocmel 3a008in6Ha

* Peaynomamu 0ocnioxceHb He € diazHO30M i nompebyrome KoHcyabmayii aikaps.

BrKOHaBLLi:

leHeTuK LWanouka A4.0.
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