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[DiarHos: PaK fieyHuKiB

Nocnyra: OncoRisk + Target BRCA Complete — MaHenb cnagkux myTauii 4na paky MON0OYHOI 3371031 Ta
paKy aeYyHuKiB (14 renis, NGS) + comaTnuHMx myTauilt B reHax BRCA1, BRCA2 (NGS)

BuasneHo natoreHHUM BapiaHT B reHi BRCA1

DocnigXXeHHA cnagKoBUX MyTaLin

Llsa 3miHa nmocnigoBHOCTI CTBOPIOE NepeayacHUi curHan 3ynuHKK TpaHcaauii (p.GIn1756Profs*74) y
reHi BRCA1. OuikyeTbca, WO Le npu3Bede A0 BiacyTHoOcCTi abo nowKoaxKeHHs 6iNKOBOro npoaykry.
Bigomo, wo BapiaHTM BTpatM ¢yHKUii BRCA1 € natoreHHumu (PMID: 20104584). Llei BapiaHT
NPUCYTHIN y nonynauiiHmux 6asax gaHux (rs397507247, gnomAD 0,2%) i mae 6inbly KinbKicTb anenis,
Hi*K O4YiKyBanoca ANA MAaTOreHHOro BapiaHTy. Llen curHan nepeavacHoi TpaHcaAuii cnocrepirascsa B
ocib 3 pakOM MO/IOYHOI 331031 Ta AEYHMKIB. PO Ue 3a3BMYaN NOBIAOMANAIOTb Y OCIO alKeHa3bKoro
€Bpencbkoro noxoaxeHHa (PMID: 9042909, 22185575, 22430266). Lleit BapiaHT TakoX BiAoOMUI AK
5382insC i 5385insC. ClinVar mictuTb 3anuc ana uboro BapiaHTy (iaeHTUdikaTop BapiaHTa: 17677). 3
UMX NPUYMH Lel BapiaHT ByB KnacMdikoBaHUIM AK NATOreHHWIN.i TpaHCAALIT cnocTepirasca B ocib i3
CNagKoBMM PaKOM MOOYHOI 3an103u (PMID: 22762150). ClinVar micTuTb 3anuc Ana uboro BapiaHTy
(ineHTndikaTop BapiaHTa: 51322). 3 uMx NPUYMH Lelt BapiaHT 6yB KnacupikoBaHWUI AK NaTOreHHUMN.

MeH BRCA1 acou,itoeTbcA 3 CUHAPOMOM ayTOCOMHO-A0MIHAHTHOrO CNaAKOBOro paky MOI0MHOI 3371031
Ta fAevyHukis (HBOC) (UID MedGen: 151793). Kpim Toro, reH BRCA1 mae nonepeaHi AoOKasu, WO
NiATBEPAXKYIOTb KOPENALilo 3 ayTOCOMHO-pelecuBHoo aHemieto ®PaHKoHi (UID MedGen: 1632414).
Lieit pe3ynbTaT y3roaKyeTbeca 3i CXMAbHICTIO abo giarHosom cuHapomy HBOC. HBOC yepes KniHibHO
3HauyLy 3miHy B reHi BRCA1 xapaKTepu3yeTbCa NiABULLEHMM PU3MKOM PaKy MOJIOYHOI 3a7103U (K Y
)IHOK, TaK i y YONOBIKiB), paKy AE€YHMKIB, paKy nepeaMixypoBoi 3a1031, paKy NiAWAYHKOBOI 3a7103M1 Ta,
MOX/INBO, MENAaHOMM MOPIBHAHO 3 ocobamu B 3arasibHii nonyaauii. PU3MK paKy MOAOYHOI 3a7103M
NPOTArOM XMUTTA ANA XKIHOK 3 naToreHHMM BapiaHTom BRCA1 ctaHoBuTb 53-78% (PMID: 32676552,
33471974), a AMOBIpHiICTb MOBTOPHOrO PO3BMTKY PaKy MOJIOYHOI 337103 B iHLWIN MONOYHIN 3a103i
(KoHTpanaTepanbHUI pak MOMOYHOI 3a103M) NpoTarom 10 POKiB MicAA NepLoro giarHo3y CTaHOBUTb
ouiHoeTbCA B 20-42% (PMID: 26700119). Pusuk po3BUTKY paKy sieYHWKiB abo dannoniesux Tpyb
NPOTArOM XMUTTA CTaHOBUTb 44-65% (PMID: 32676552). Yonosikn 3 HBOC uyepe3 3miHy reHa BRCA1
MatoTb 1-2% pU3MK PO3BUTKY PaKy rpyaHoI 3a103n NpoTArom xutta (PMID: 18042939) i niasuweHni
PU3MK paKy nepeamixypoBOi 3a/103M, XO4a KOHKPETHI PU3MKM MPOTArOM XWUTTA He AcHi (PMID:
30900310). | 4onoBiKM, i XKiHKM 3 NO3UTMBHMM BapiaHTom BRCA1l matoTb 3-4% pu3MK paky
NiALWNYHKOBOI 331031 NpoTArom utTa (PMID: 29922827, 27306910). bionoriuHi poandi MoxKyTb 6yTn
B rpyni pusnky wono cuHapomy HBOC i NOBUHHI PO3rNAHYTU MOX/IUBICTb NpOBeAeHHA TeCTyBaHHA,
AKLWO Le KAIHIYHO A0UuinbHO.
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leH

BRCA1

*Memoo:
*Habip:

*06100HAHHA:

*[10CnioMcy8aHi 2eHu:

MyTauia Knacudikauis

¢.5266dup (p.GIn1756fs)
AnbTepHaTMBHa Ha3Ba: 5382insC,
5385insC
TpaHckpunt: NM_007294.4
3UroTHICTb: FeTepo3nroTHa

MNaToreHHUM
BapiaHT

Next Generation Sequencing (NGS)
CleanPlex® Hereditary Cancer Panel v2 (Paragon Genomics, CLLIA)

The lon Proton Sequencer (Thermo Scientific, CLLA)

basu gaHunx

Clinvar (NCBI)

ATM, BARD1, BRCA1, BRCA2, BRIP1, CDH1, CHEK2, NF1, PALB2, PTEN, RAD51C, RAD51D,

STK11, TP53.

*KoHmposb akocmi: AKicms nokpummas uinbosux nocnidosHocmeli 3a008inbHA

JocnigXXeHHA COMaTUYHUX MyTaL,in

Homep 6510Ky: XXXX
KinbKicTb NYXAMHHUX KAITUH: >1000
BiACOTOK NYX/IMHHUX KNITUH: ~80%
TepaneBTUYHe 3HAYEHHA
. Yacrtorta bionoriuHe AKwo «Tak»
FeH MyTtauin o .
anenio (%) 3Ha4eHHA Tak/ Hi OujiHKa fpyna |Yytnus./
OncoKB | npenaparis | Pe3ucr.
¢.5266du MaToreHHa IHriGiTOpMK
BRCA1 P 74% Tak 1 PP Gy
(p.GIn1756fs) (sTpaTa dyHKLUT) PARP

B nyxnuHi BuaBneHo mytauito ¢.5266dup (p.GIn1756fs) B reHi BRCA1, aAKa 6yna BuABNEHa i B KPOBI.
TakMM YMHOM, AaHA MyTaLia € CNaAKOBO (repMiHanbHO). [Na NaLEHTIB 3 KAPLMHOMOI AEYHUKA,
LLLO MaloTb repMiHanbHi abo comaTuyHi myTauii B reHax BRCA1 abo BRCA2 cxBasneHO 3aCTOCYyBaHHS
iHribiTopis PARP B niaTpumytodin cuctemHin Tepanii.

*Memoo:
*Habip:

*Jymauegicme:

*06100HAHHA:

Next Generation Sequencing (NGS)
CleanPlex® BRCA1 & BRCA2 Panel v3 (Paragon Genomics, CLLA)
1% mymaHmHux anenie

The lon Proton Sequencer (Thermo Scientific, CLLA)

*locnioxcysaHi eeHu: BRCA1, BRCA2.

*KoHmposb akocmi: AKicme nokpumms uinbosux nocnidosHocmeli 3a008inbHA

* Pe3ynomamu 0ocnioxceHb He € diazHO30M i nompebyrome KOHcyabmauyii nikaps.
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