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Nocnyra: OncoRisk BRCA Plus - MaHenb cnagKoBOro paky Mo/I0MHOT 3371031 Ta paky aevyHuKiB (14 reHis, NGS)

BuasneHo natoreHHUM BapiaHT B reHi BRCA1

JopaTtkoBa iHpopmauin:

Lis 3miHa nocnigoBHOCTI CTBOPIOE NepeaYacHUIA cMrHan 3ynuHKKM TpaHcasuii (p.Thr278Asnfs*9) y reni BRCAL.
OuikyeTbcA, WO Le npu3Bese A0 BiACYTHOCTI abo nopylweHHA 6inKoBOro NpoayKTty. Bigomo, wo BapiaHTh
BTpaTh PyHKUii BRCAL € natoreHHnmn (PMID: 20104584). Lei BapiaHT BigcyTHIN y 6a3ax AaHMX HAaceNeHHsA
(gnomAD Hemae vacToTu). Llelt curHan nepeayacHOl 3yNMHKM TpaHcaauil cnocTepirascs B ocCib 3 pakom
mono4Hoi 3an03m (PMID: 23096355). Lei BapiaHT Takox Bigomuit sik ¢.951 952insA. ClinVar mictuTb 3anuc
ANA uboro BapiaHTy (igeHTUdikaTop BapiaHTa: 266585). 3 UMX NPUUYKMH Lel BapiaHT ByB KnacudikoBaHUA AK
naToreHHUM.

feH BRCA1l acoLito€eTbca 3 CMHAPOMOM ayTOCOMHO-AO0MIHAQHTHOrO CMaAKOBOro pPaky MOJIOYHOI 3a/103M Ta
AeyHukis (HBOC) (UID MedGen: 151793). Kpim Toro, reH BRCA1 mae nonepeaHi goKasu, WO NiATBEPAKYOTb
KOpenauilo 3 ayToCOMHO-peulecuBHolo aHemieto DPaHkoHi (UID MedGen: 1632414). Llei pesynbtat
Y3roAXKYETbCA 3i CXMAbHICTIO abo ajarHozom cuHgpomy HBOC. HBOC yepes KiHIYHO 3Hauylly 3MiHY B reHi
BRCA1 xapaKTepusyeTbCs MigBULLEHNUM PU3MKOM PaKy MOJIOYHOI 321031 (AK Y XKIHOK, TaK i y 40NO0BIKiB), paKky
AEYHUKIB, pPaKy nepeamixypoBOi 3a103K, paKy MigLWAYHKOBOI 3a/103M Ta, MOXKJINBO, MEIAHOMM MOPIBHAHO 3
ocobamu B 3arasbHi nonynauii. PU3MK paky MONOYHOI 3271031 NPOTATOM XKUTTA ANA KIHOK 3 NaTOreHHUM
BapiaHTom BRCA1 cTaHoBuTb 53-78% (PMID: 32676552, 33471974), a AMOBIpPHiCTb MOBTOPHOIO PO3BUTKY
paKy MOJIOYHOI 3271031 B iHLWIN MOJIOYHIM 3a0103i (KOHTpPanaTepasbHU paK MOAOYHOI 3an03K) npotarom 10
POKiB MiciA nepwworo AjarHo3y CTaHOBWUTbL OLiHIOETbCA B 20-42% (PMID: 26700119). Pusnk po3BuTKY paky
AEYHMKIB abo dannonieBux Tpyb NpoOTArom KUTTA cTaHoBUTbL 44-65% (PMID: 32676552). Yonosikm 3 HBOC
yepes 3MiHy reHa BRCA1l matoTb 1-2% pU3MK PO3BUTKY PaKy rpyaHOl 3an103M npotarom Xutta (PMID:
18042939) i NiaABULLEHUI PU3KK PaKy NepeamixypoBOi 3a103U, XO4a KOHKPETHI PU3MKKU NPOTATOM KUTTA He
AcHi (PMID: 30900310). | 4yonoBikK, i KiHKM 3 No3UTUBHMM BapiaHTom BRCA1l matoTb 3-4% puU3MK paKy
NiAWNAYHKOBOT 321031 NPOTAroM XKuUTTa (PMID: 29922827, 27306910). bionoriyHi poguyi MmoxyTb 6yTi B rpyni
pu3uKy woao cuHgpomy HBOC i NOBWMHHI PO3rAAHYTM MOXKAMBICTb NMPOBEAEHHA TECTyBaHHA, AKWO Uue
KNiHIYHO A0UiNbHO.

FeH MyTauin Knacudikauisa ba3u paHux
¢.832dup (p.Thr278fs)
AnbTepHaTuBHa Ha3Ba: 951dupA NaTorenuuii
BRCA1 . Clinvar (NCBI)
TpaHckpunT: NM_007294.4 BaplaHT

3UroTHiCTb: FeTepo3nroTHa

*Memood: Next Generation Sequencing (NGS)
*Habip: CleanPlex® Hereditary Cancer Panel v2 (Paragon Genomics, CLLIA)
*061a0HAHHA: The lon Proton Sequencer (Thermo Scientific, CLLA)

*flocnidxncysaHi ATM, BARD1, BRCAL, BRCA2, BRIP1, CDH1, CHEK2, NF1, PALB2, PTEN, RAD51C, RAD51D, STK11, TP53.
2eHu:

*KoHmposnb akocmi: Akicme nokpumms yineosux nocaidoeHocmel 3a008in6Ha
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* Peaynomamu 0ocnioxceHb He € dia2Ho30M i nompebyome KoHcyabmayii aikaps.

BuKoHaBLi:

leHeTUK Wanouka 4.0.
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