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PassepHyToe uccneposaHme BRCA1 u BRCA2 npu HacneacTBeHHOM pake
MOJIOYHOM Xene3bl ANYHUKOB U paKe nNpeacTaTenibHOM Xenesbl

AHnanus

OnpepeneHve pacnpocTpaHeHHbIX
naToreHHbix BapvaHToB B reHe BRCA1

OnpepgeneHve pacnpocTpaHeHHbIX
naToreHHbIx BapmaHToB B reHe BRCA2

PedepeHcHbIii ananasoH

PesynbTtart HopmanbHbliii ypoBeHb

He obHapyxeHo
NMaToreHHbIX BAapnaHToB
1185delAG (c.68_69del),
4153delA (c.4035del),
5382insC (c.5266dup),
3819delGTAAA
(c.3700_3704del),
3875delGTCT
(c.3756_3759del),
300T>G (c.181T>G;
p.Cys61Gly), 2080delA
(c.1961delA), ¢.5251C>T
(p.Arg1751Ter),
c.5161C>T
(p.GIn1721Ter),
c.4675G>A
(p.Glu1559Lys),
c.4689C>G
(p-Tyr1563Ter) B reHe
BRCA1

He obHapyxxeHo naTtoreHHbIx BapnaHToB 1185delAG
(c.68_69del), 4153delA (c.4035del), 5382insC
(c.5266dup), 3819delGTAAA (c.3700_3704del),
3875delGTCT (c.3756_3759del), 300T>G (c.181T>G;
p.Cys61Gly), 2080delA (c.1961delA), c.5251C>T
(p.Arg1751Ter), c.5161C>T (p.GIn1721Ter),
c.4675G>A (p.Glu1559Lys), c.4689C>G
(p-Tyr1563Ter) B reHe BRCA1

He oBHapyxeHo
naToreHHbIX BapnuaHToB
6174delT (c.5946del),
¢.3751dup,
€.965 966dup,
€.2899 2900del,
c.8754+1G>T B reHe
BRCA2

He obHapy>xeHo naToreHHbIX BapuaHToB 6174delT
(c.5946del), ¢.3751dup, ¢.965_966dup,
€.2899 2900del, ¢.8754+1G>T B reHe BRCA2

Kommenmapul: Y nayueHma He 6bii0 06HapyxXeHO namoz2eHHbix eapuaHmos 185delAG (c.68_69del), 4153delA (c.4035del), 5382insC
(c.5266dup), 3819delGTAAA (c.3700_3704del), 3875delGTCT (c.3756_3759del), 300T>G (c.181T>G; p.Cys61Gly), 2080delA (c.1961delA),
c.5251C>T (p.Arg1751Ter), c.5161C>T (p.GIn1721Ter), c.4675G>A (p.Glu1559Lys), c.4689C>G (p.Tyr1563Ter) 6 ceHe BRCA1 u namoeeHHbIx
gapuaHmos 6174delT (c.5946del), ¢.3751dup, ¢.965_966dup, ¢.2899 2900del, c.8754+1G>T e eeHe BRCA2.

Omcymcmeue uccrniedyembix eapuaHmos e ceHax BRCA1, BRCAZ2 He uckntodyaem Oua2Ho3 HacriedCmeeHHO20 Oryxo/1e8020 CUHOpOMa, maK Kak
y nayueHma moeym Habmodambcsa Opyaue bonee pedkue namozeHHble 8apuaHmMbl 8 3MUX 2eHaXx, a makxe rnamozeHHble 8apuaHmabl 8 Opyaux
2eHax, y4Jacmeyuwux 8 20Mosio2u4Hol pekombuHayuu. Takxe OaHHbIU pe3ynbmam He UCK/Yaem pa3gumus y nayueHma cropaduyeckux
3/10Ka4ecmeeHHbIx 0bpasoeaHull. Moxem bbimb pekomeHO08aHO onpedesieHue Namo2eHHbIX 8apUaHmMoe 8 2eHax 20M0O102UYHOU peKkoMbUHayuu
(BRCA1, BRCA2, PALB2, CHEK2, ATM u dpyaue) memodom NGS.

Ucnonbsyembie pegepeHcHble nocrnedosamensHocmu: BRCA1 - NM_007294.4, BRCA2 - NM_000059.4.

Pe3ynbTaToB UcCeA0BaHNii HEAOCTATOUHO AN NOCTAHOBKM AMArHo3a.
OBsi3aTernbHa KOHCYNbTaLMs Nevallero Bpava.
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Cuctema ynpasrneHus u MeHekMeHTa kayectsa nabopatopun ceptudumumpoara no crangaptam FOCT P UCO 15189.

TNaBopaTtopusi perynsipHo NPOXOANT BHELLHIOK OLEHKY Ka4eCTBa KIIMHUYECKUX nabopaTopHbIX 1ccnefoBaHuii No otedecTBeHHbIM (PCBOK) n mexxayHapoaHeim (RIQAS, RfB,
ERNDIM) nporpammam. OO0 «Xpomcuctemcllab» sisnsietcsa yneHom accouunauum "depepauus MabopatopHoit MeauuuHel", cotpyaHuku OO0 «Xpomcuctemcilaby» BxoasT B
cocTaB KOMUTETa Mo XpomaTorpadryeckum MeToaam UCCIIe0BaHNiA N XpOMaTO-Macc-CrieKTpOMETPUN.
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Tuenaus: 11041-01137-77/00368418 ot 23.09.2020 1.

v - ,uaHHblﬁ nokasaTteslb HaxoaMTCS B HXHEW rpaHuue HopMbl, pekoMmeHagyem OﬁpaTVITb Ha Hero BHUMaHue.

- ,uaHHbIPI nokasaTtesib HaxoguTca B BerHeVI rpaHuLe HOpMbI, pekoMeHayem 06paTVITb Ha Hero BHUMMaHue.

- - ,uaHHbIVI nokasaTtesib HMXe HOPpMbI, peKoMeHayeM OﬁpaTMTbCﬂ 3a KOHCyl'IbTaLI,I/IeI;I K cneunanucty u BoBpemsa oTcrneanTtb USMEeHEeHUA.

+ - ﬂaHHbIVI nokasaTersib Bbille HOPMbI, peKOMeHayeM 06paTI/ITbC9I 3a KOHCyJ'IbTaLI,I/IeI;I K cneuuanmncTy n BOBpemMsa oTcrnegutb USMeHeHuUs.

PeSyJ'IbTaTbI aHanu3oB He SIBMSATCA AMarHo30oM, HO MOMOralT B €ro nocTaHoBke. He nbitaniTech WHTEPNpEeTnpoBaTb NX CaMOCTOATENbHO. MHorve n3meHeHus

nHanBuayanbHbl, MOMOYb pa3o6paTbc9| B HUX MOXET TOJNbKO cneunanuct.

PeayanaTbl, KOTOpble 0T06pa)KeHbl B BMAE 4MCra CO 3HaKkoMm <, Heobxoaumo pacueHnBaTb Kak pesynbTaT MeHblue npefena Konu4ecTtBeHHOro 06Hapy>Keva MEeToAnKn n o6opy,cloaava Ha

KOTOPOM BbIMNOSHANCSA aHanus.

Pe3ynbTaToB UcCeA0BaHNii HEAOCTATOUHO AN NOCTAHOBKM AMArHo3a.
OBsi3aTernbHa KOHCYNbTaLMs Nevallero Bpava.
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