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BuasneHo natoreHHUM BapiaHT B reHi BRCA1

DopatkoBa iHpopmauin:

Lla 3miHa MoCniAOBHOCTI CTBOPIOE MepegyacHUin CUrHan 3ynuHKKM TpaHcnauii (p.GIn1756Profs*74) y reHi
BRCA1. OuikyeTbCs, WO Ue Npu3BeAe A0 BiACyTHOCTI abo nolkogxeHHs 6inkoBoro npoaykty. Bigomo, wo
BapiaHTK BTPaTN dyHKLii BRCAL € naTtoreHHMMK (PMID: 20104584). Lleli BapiaHT NpUCYTHIM y nonynauinHux
6a3sax faaHux (rs397507247, gnomAD 0,2%) i ma€ 6inbly KiNbKicTb anenis, Hixk 04ikyBasocsa A4 NAaTOreHHoro
BapiaHTy. Llei curHan nepeavacHoi TpaHcaauii cnoctepiraBca B 0Ci6 3 pakoM MONOYHOI 3271031 Ta AEYHUKIB.
Mpo ue 3a3BMYail MOBIAOMAAIOTL Yy OCIO alKeHa3bKoOro €BpercbKoro noxoaxkeHHa (PMID: 9042909,
22185575, 22430266). Llelt BapiaHT TakoK Bigomuit ak 5382insC i 5385insC. ClinVar micTuTb 3anuc ans Luboro
BapiaHTy (ineHTudikaTop BapiaHTa: 17677). 3 uMx NpMUnH Liel BapiaHT byB KiacndikoBaHU SIK MaTOreHHUN.I
TpaHcnauii cnoctepirasca B 0ocib i3 cnagKkoBMmM pakom monodHoi 3ano3m (PMID: 22762150). ClinVar mictutb
3anuc Ana uboro BapiaHTy (iaeHTudikaTop BapiaHTa: 51322). 3 uMx NpMUYKUH Lel BapiaHT byB KiacudikoBaHui
AK MAaTOreHHUN.

FeH BRCA1l acouitoeTbca 3 CMHAPOMOM aYyTOCOMHO-AOMIHAHTHOrO CMaAKOBOroO paKy MOJIOYHOI 3as103M Ta
AeyHuKiB (HBOC) (UID MedGen: 151793). Kpim Toro, reH BRCA1 mae nonepeaHi goKasu, Wo NiaTBepaKYHOTb
KOpensuilo 3 ayTOCOMHO-peuecuBHol aHemieto ®PaHkoHi (UID MedGen: 1632414). LUei pesynbTaT
Y3rOAXKYETbCA 3i CXMABHICTIO abo aiarHosom cuHgpomy HBOC. HBOC yepes KAiHIYHO 3HauyLly 3MiHY B reHi
BRCA1 xapaKTepu3yeTbCa NiABULLEHUM PU3MKOM PaKy MOJIOYHOI 3a/103M (SIK Y XKiHOK, TaK i y Y0/10BIKiB), paky
AEYHUKIB, PaKy nNepeamixypoBoi 3a103M, paKy MifLWAYHKOBOI 331031 Ta, MOXIMBO, MENaHOMMU MOPIBHAHO 3
ocobamu B 3ara/ibHii nonynsuii. PU3MK paky MOJIOYHOI 3271031 NPOTATOM XKUTTA ANA KIHOK 3 NaTOreHHUM
BapiaHTom BRCA1 cTaHoBMTb 53-78% (PMID: 32676552, 33471974), a AMOBIpHiCTb MOBTOPHOIO PO3BUTKY
paKy MOJIOYHOI 3a/1031 B iHLWIN MOJIOYHIN 3a103i (KOHTpanaTepasbHUN PaK MOJIOYHOI 3a103K) npoTtarom 10
POKIiB Mic/iA Nepworo AjarHo3y CTaHOBWUTbL OLiHIOETbCA B 20-42% (PMID: 26700119). PUsnk po3BUTKY paky
AEYHMKIB abo dannonieBux Tpyb NpoTArom 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 nigBuLLEHMI PU3MK PaKy NepeaMixypoBOl 3271031, XO4a KOHKPETHI PU3MKU MPOTATOM XKUTTA HE
AcHi (PMID: 30900310). | 4onoBiKkK, i *KiHKM 3 NO3UTUBHWMM BapiaHTom BRCA1l matoTb 3-4% pU3MK paKy
NiALW/YHKOBOI 3371031 NPOTAromM *uTtTa (PMID: 29922827, 27306910). bionoriuHi poguyi moxkyTb 6yTH B rpyni
pU3MKy wono cuHgpomy HBOC i MOBMHHI PO3rNAHYTU MOMAMBICTb NPOBEAEHHA TeCTyBaHHA, AKWO ue
KNiHIYHO AOUi/IbHO.

leH MyTauin Knacuoikauin basu gaHux
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AnbTepHaTMBHa Ha3Ba: 5382insC, 5385insC NaToreHHmit

BRCA1 . Clinvar (NCBI)
TpaHckpunt: NM_007294.4 BaplaHT

3UroTHiCTb: F'eTepo3nroTHa

CropiHKa 132



*Memood: Next Generation Sequencing (NGS)

*Habip: CleanPlex® Hereditary Cancer Panel v2 (Paragon Genomics, CLLA)

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

*flocnioncysaHi APC, ATM, BMPR1A, BRCA1, BRCA2, CDKN2A, EPCAM, MEN1, MLH1, MSH2, MSH6, NF1, PALB2, PMS2,
2eHu: SMAD4, STK11, TP53, TSC1, TSC2, VHL.

*KoHmponb akocmi: AKicme NoKpumms yinbosux nocnidosHocmeli 3a008inbHA

* Pesynomamu 0ocnioxceHb He € diazHO30M i nompebytome KoHcyabmayii nikaps.

BuKoHaBLi:

leHeTuK Wanouka 4.0.
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