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MALLIEHT: 3AMOB/EHHA: 24N1001
[aTa HapoaKeHHA: Otpumano: 29.01.2024
Cratb: KiHka BukoHnaHo: 16.02.2024
Mocnyra: OncoRisk MEN1 - [liarHOCTUKa MHOXWHHOI HEMPOEHAOKPUHHOT Heonnasii Tun 1 (1 reH, NGS)

BuasneHo natoreHHUM BapiaHT B reHi MEN1

DopatkoBa iHpopmauin:

MaToreHHa myTauia ¢.1665_1668delTGAG, po3TaloBaHa B KogytoHomy eK3oHi 9 reHa MEN1, € pe3ynbTaTtom
aeneuii 4 HyKNeoTMaiB y No3umuUiaX HykneotTuais 1665—1668, WO CNPUUYNHAE TPAHCAALIMHUI 3CYB paMKu 3
nepenbayyBaHNUM aNbTePHATUBHUM CTON-KogoHom (p.S555Rfs*3). OuikyeTbes, wWo uA 3miHa npusBege 4o
BTPaTU ¢YHKLUii Yyepe3 nepeayvacHe CKOpodeHHs 6inka. TakMm YMHOM, LEW BapiaHT iHTepnpeTyeTbca sK
naToOreHHUM.

leH MyTauin Knacuikauisa ba3u paHux
¢.1665_1668del (p.Ser555fs)

AnbTepHaTMBHa Ha3Ba: - .
[MaToreHHUN

MEN1 . ClinVar (NCBI
TpaHckpunT: NM_001370259.2 BapiaHT ( )

3UroTHICTb: FeTepo3nroTHa

*Memoo: Next Generation Sequencing (NGS)

*Habip: CleanPlex® Comprehensive Hereditary Cancer Panel (Paragon Genomics, CLLIA)

*06100HAHHA: The lon Proton Sequencer (Thermo Scientific, CLLIA)

*[locnioncysaHi MEN1

2eHu:

*KoHmponb akocmi: Akicme nokpumms yinbosux nocaidosHocmeli 3a008inbHa

* Peaynomamu 0ocnioxceHb He € diazHo30M i nompebyome KoHcyabmayii Aikaps.

BuKoHaBLi:

leHeTuK Wanoyka 4.0.
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