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MALIIEHT: 3AMOB/IEHHA: 23RC004
[ata HapoaKeHHA: Otpumano: 27.11.2023
Cratb: *KiHKa BukoHaHo: 08.12.2023
Mocnyra: OncoRisk Complete — po3wupeHa naHenb gns cnagkosux popm paky (88 rewHis, NGS)

BuasneHO NaToreHHUM BapiaHT 3 HU3bKOK NEHETPAHTHICTIO B reHi

CHEK2

DopatkoBa iHpopmauin:

Usa 3miHa nocnifoBHOCTI 3aMiHIOE i30M1€MUMH, AKUIA € HEUTPANbHUM | HEMOAAPHMUM, Ha TPEOHIH, AKUI €
HEeNTPasbHUM i NONAPHUM, Y KogoHi 157 6inka CHEK2 (p.lle157Thr). Lie# BapiaHT NpUCYTHIM y NoNyAsUiMHNX
6asax fdaHux (rs17879961, gnomAD 2,5%), i KinbKicTb anenis nepeBULLYE O4YiKyBaHy A/1A NaTOreHHOro
BapiaHTy. Mpo uel BapiaHT NOBIAOMAANOCA B NiTepaTypi Y BEAUKUX MeTa-aHasi3ax, WO BK/AHYa/Nn KijlbKa
TUCAY BUNAAKIB | KOHTPOBbHMX rpyn. Ocobu, aki 6ynn Hociamu BapiaHTy 1le157Thr, mann gewo niasuweHnin
PU3UK paKy MosiodHOoi 3ano3n (OR=1,48-1,58) (PMID: 22799331, 23713947) i KO/NOPEKTa/IbHOrO paKy
(OR=1,48-1,67) (PMID: 22901170, 23713947). Pu3nk BUABUBCA BiNbll BUPAKEHUM O/18 NMYXAUH MOIOYHOI
3an03u nobynsapHoro tuny (OR=4,17) (PMID: 22799331). Kpim Toro, meHLLi AOCNigXeHHA TUMNY «BMMaAO0K-
KOHTPO/Ib» MOKa3ytoTb, WO el BapiaHT TAaKOX MOXKe MPU3BOAUTM A0 MiABULLEHOIO PU3UKY iHLWWX BUAIB
paKy, BK/OYAlOYM PakK HUPOK, MPOCTaT, LWMTOBMAHOI 3an03M Ta wayHKa (PMID: 15492928, 23296741,
24599715). TaKkoK cnocTepirasocs BigokpemaeHHs Big xBopobu y cnopiaHeHux ocib. ClinVar mictutb 3anuc
ONs UbOoro BapiaHTy (iaeHTudikatop BapiaHTa: 5591). Anroputmu, po3pobaeHi Ans NPorHo3yBaHHS BNAUBY
MiCEHC-3MiH Ha CTPYKTYypy Ta ¢yHKLUito 6inka (SIFT, PolyPhen-2, Align-GVGD), npunycKatooTb, WO Lei BapiaHT,
MMoBipHO, byae pyhHiBHUM. EKcnepumeHTanbHi AOCNIAMKEHHS MOKasyloTb, WO UA MiCEHC-3MiHa 3MEHLUYE
3B’A3yBaHHA 6inka CHEK2 3 6inkamm Cdc25A, BRCAL i p53 in vitro i moxe matu AOMiHAaHTHO-HEraTMBHUM
edeKT y KNiTUHaxX, Xo4a Le He BM/IMBAE HA aKTUBHICTb npoTeiHkiHasu CHEK2 (PMID: 11298456). , 11571648,
15239132, 12049740, 22419737). 3B'A30K MiXK LLUMU EKCNEPUMEHTANIbHUMM Pe3y/IbTaTamMM Ta PU3MKOM PaKy
HeACHUN. TaKMM YMHOM, NOBIJOMNAETLCSA, WO LIeM BapiaHT BUKAMKAE 3axBoptoBaHHA. OAHaK, OCKINbKK Lei
BaPiaHT acCOLOETbCA 3 HMXKYOK MEHEeTPAHTHICTIO, HiX iHWi natoreHHi aneni B reHi CHEK2, BiH 6yB
KnacndikoBaHWUIN AK NATOFEHHUI 3 HU3bKOKO NEHETPAHTHICTIO.

leH MyTauin Knacuikauia ba3u paHux
c.470T>C (p.lle157Thr) .
MaTtoreHHUM
AnbTepHaTuBHa HasBa: p.1157T:ATT>ACT .
CHEK2 BapIanT 3 ClinVar (NCBI)
TpaHckpunt: NM_007194.4 HU3bKOO
3UroTHiCTb: [eTepo3uroTHa NEHEeTPaHTHICTIO
*Memoo: Next Generation Sequencing (NGS)
*Habip: CleanPlex® Hereditary Cancer Panel v2 (Paragon Genomics, CLLA)
*061a0HAHHSA: The lon Proton Sequencer (Thermo Scientific, CLLA)
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AIP, ALK, APC, ATM, AXIN2, BAP1, BARD1, BLM, BMPR1A, BRCA1, BRCA2, BRIP1, CDC73, CDH1, CDK4,
CDKN1B, CDKN1C, CDKN2A, CEBPA, CHEK2, DICER1, DIS3L2, EGFR, EPCAM, FANCC, FANCM, FH, FLCN,
*focniosyeani GATA2, GPC3, GREM1, HNF1A, HOXB13, HRAS, KIT, MAX, MEN1, MET, MITF, MLH1, MRE11A, MSH2,
MSH3, MSH6, MUTYH, NBN, NF1, NF2, NTHL1, PALB2, PDGFRA, PHOX2B, PMS1, PMS2, POLD1, POLE,
eenu: POT1, PRKAR1A, PTCH1, PTEN, RAD50, RAD51C, RAD51D, RB1, RECQL, RECQL4, RET, RUNX1, SDHA,
SDHAF2, SDHB, SDHC, SDHD, SMAD4, SMARCA4, SMARCB1, STK11, SUFU, TERC, TERT, TMEM127, TP53,
TSC1, TSC2, VHL, WRN, WT1, XRCC2

*KoHmpone skocmi: AKicme nokpumms uinbosux nocnidosHocmeli 3a008in1b6Ha

* Peaynomamu 0ocnidxeHb He € diazHO30M i nompebyome KOHcyabmayii nikaps.

BuKoHaBui:

[eHeTUK Wanoyka 4.0.

NiueHsia MiHicTepcTBa oxopoHuM 340poB'a YKpaiHu Ne 142 sig 28.01.2021 CTOpiHKa 232



