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Nocnyra: OncoRisk Lynch - iarHocTuKa cuHgpomy JliHya (5 reHis, NGS)

BuasneHo natoreHHMi BapiaHT B reHi MISH2

DopatkoBa iHpopmauin:

Llen miceHc-BapiaHT 3aMiHIOE anaHiH NpoaiHOM y KogoHi 636 6inka MSH2. BioiHbopmaTUYHWMIN NPOrHO3 €
HEeMNepeKoHIMBMM LWOAO BMJMBY LbOTO BapiaHTy Ha CTPYKTYpy Ta ¢yHKujto 6inka (PMID: 27666373).
PyHKUiOHANbHI AOCNiAXKEeHHA MOKas3anu, WO Luel BapiaHT MpUM3BOAWUTb A0 BTPATU aKTUBHOCTI CUCTEMU
penapaujii nomuaok KomnaimeHtapHocTi (MMR) in vitro (PMID: 17101317, 22102614), sBnanBae Ha $yHKLilO
MSH2 (PMID: 33357406) i npurHiuye 38’aA3yBaHHA 6inka msh2 3 AHK (PMID: 18951462). Bigomo, wo ue
BapiaHT € MyTaLli€l0-3aCHOBHUKOM Yy NonynAuii eBpeiB-alwKeHasi, i BiH Buasnaetbca y ~30% poauH gaHoi
eTHiYHOi rpynun i3 cuHgpomom JliHua (PMID: 12454801, 21419771, 23990280). Lei BapiaHT TaKox
cnocrepiraBca B roMO3UTOTHOMY CTaHi B 0Cib i3 cMMNTOMamu, WO BiAMNoBiAal0Tb KOHCTUTYLiMHOMY AediuunTy
penapauii nomMmuaok komnaimeHTtapHocTi (PMID: 19101824, 23990280). Lien BapiaHT 6yB iaeHTUDIKOBAHUI Y
5/282822 xpomocomax y 3arajbHiii nonynauii 3a aonomoroto Genome Aggregation Database (gnomAD). Ha
nigcTaBi HAABHMX AaHUX Lei BapiaHT KNacndikyeTbCA AK MAaTOFreHHUN,

leH MyTauin Knacuikauisa ba3u paHux

€.1906G>C (p.Ala636Pro)
AnbTepHaTuBHa Ha3Ba: p.A636P:GCA>CCA

MaToreHHWUi ,
MSH2 ) ClinVar (NCBI)
TpaHckpunT: NM_000251.3 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)
*locnioncysaHi MLH1, MSH2, MSH6, PMS2, EPCAM
2eHu:

*KoHmposnb akocmi: Akicme nokpumms yineosux nocaidoeHocmel 3a008in6Ha

* Peaynomamu 0ocnioxceHb He € diazHO30M i nompebytome KoHCyabmayii aikaps.
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