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NALIIEHT: 3AMOBEHHA: 240C04

[laTa HapOAXKEHHSA: Otpumano: 27.11.2024

Cratb: BukoHaHo: 08.12.2024

Mocnyra: OncoRisk CNS — nabopaTopHi Aocnig»eHHs cnafKoBOro paky LeHTpaibHOi HepBOBOT cuctemn (26
reHis, NGS)

BuasneHo natoreHHU BapiaHT B reHi MLH1

leH MyTauis Knacuoikauis Basu gaHux

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

MaToreHHWUI

MLH1 TpaHckpunt: NM_000249.4 BapiaHT ClinVar (NCBI)

3UroTHiCTb: [eTepo3unroTHa

JAopaTtkoBa iHpopmaluin:

Lla 3miHa nocnigoBHOCTI 3amiHIOE acnapariHOBY KMCNOTY, ika € KUCIOO Ta MOJIAPHON, Ha FiUMH, AKUA €
HelUTpanbHUM Ta HENONAPHUM, Y KOoAoHi 41 6inka MLH1 (p.Asp41Gly). Llei BapiaHT BiaCyTHIN y 6a3ax gaHux
HacenieHHs (gnomAD Hemae yacToTu). Lia miceHc-3miHa cnocTepiranaca B oci6 i3 cuHgpomom fliHua (PMID:
15300854, 15365996, 15849733, 20233461, 28874130, 29360550). ClinVar mictuTb 3anuc Ana LbOro
BapiaHTy (igeHTudikaTop BapiaHTa: 89684). Po3wupeHe moaentoBaHHA 6inKoBoi MocCNigOBHOCTI Ta
6iodiznuHMX BnacTMBOCTEN (TaKMX AK CTPYKTYpHa, PyHKLiOHaNAbHA Ta NpocTopoBa iHpopMalLis, 36epeReHHs
amiHokucnoT, ¢isnKo-ximiuHi Bapiauii, pyxn1MBiCTb 3aULLKIB | TepMoaUHaMiYHa CTabinbHICTb), BUKOHaHe B
Invitae, BKasye Ha Te, WO UEN MiCEHC-BapiaHT, AK OYiKyeTbcA, nopywuTb OyHKUilo 6inka MLH1.
EKcnepMmeHTanbHi AOCNiAKEHHA NOKas3anu, WO Us MiCeHC-3MiHa BNAMBAE Ha ¢yHKuito MLH1 (PMID:
15475387, 23403630). Lei BapiaHT pyMHYe 3aAMIWOK amiHOKMCcNOTM p.Asp4l B MLH1. IHwi BapiaHTu, fKi
PYMHYIOTb Liel 3aNULLOK, ByAn BU3HAYeHi AK naToreHHi (PMID: 12624141, 19419416, 25060679, 25477341).
Lle cBiguMTb NPO Te, L0 el 3a/MWOK € KAIHIYHO 3HAYYLLMM i Lo BapiaHTW, AKi NOPYLWYOTb e 3a/ULLOK,
MMOBIPHO, CMPUYNHAIOTb 3aXBOPIOBAHHA. 3 LIMX MPUYMH Len BapiaHT 6yB KnacudikoBaHWUIM AK NaTOreHHWU.

*Memoo: Next Generation Sequencing (NGS)
*Habip: CleanPlex® Hereditary Cancer Panel v2 (Paragon Genomics, CLLIA)
*06100HaHHA: The lon Proton Sequencer (Thermo Scientific, CLLIA)

AIP, ALK, APC, DICER1, HRAS, MEN1, MLH1, MSH2, MSH6, NBN, NF1, NF2, PHOX2B, PMS2,
*Nocnioncysani 2eHu:  POT1, PRKAR1A, PTCH1, PTEN, RB1, SMARCA4, SMARCACB1, SUFU, TP53, TSC1, TSC2, VHL.

*KoHmposne akocmi: Akicme nokpummas yinbosux nocnidosHocmeli 3a008inbHa

* Pezynomamu 0ocnioxeHb He € diazHO30M i mompebyromb KoHcynbmayii aikaps.

BrKOHaBLi:

leHeTuK LWanouka A4.0.
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