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1-®dIrb0OY BO "YpanbCckuin rocygapCTBeHHbIN MeauUMHCKNN yHnBepcutet M3 PO;
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BBEAEHUE PE3YJIbTATDI PE3YJIbTATDI

v 3a nocnegHue 25 net onucaHo >30
reHoB, accouuupoBaHHbix ¢ PM)K

| [leTeKunsa KOHKpPeTHOro repMmHasbHoro
reHeTndeckoro BapmanTa (I'B) =

v Puckn, npodunaktuka v OnpegeneHue
TaKTUKN v AOPEKTUBHOCTb Tepanmu

| B PO noao3peHne Ha HacneaCTBEHHbIN
PMX:

1 9Tan - reHeTuyeckoe TeCTUpOBaHUe
MetogoM [1LUP Ha "8 yvacTbix MyTauum
BRCA1,2"

2 atan - NGS - BeCb CNeKTp BapuaHTOB

B PO - "annenn-ocHoBaTtenu"

l HO nccnepoBaHbl B OCHOBHOM TOJ1bKO
reHbl BRCA

Llenb uccnepoBaHua - pacWUpuUTb
NaHHblE o) CneKTpe 7
pacnpocTtpaHeHHOCTU [ B y mayneHToK C
PM)X ¥“ D>XeHWWH C OTAroweHHbIM

ceMeNHbIM OHKoaHamHe3oM (0CO) B PO

MATEPUAJ1 n METOADI

I PeTpocneKTUBHOE KOropTHoe
uccnegoBaHne - 291 )>KeHULMHa
18-78 net c npoBegeHHbIM NGS
KJIeTOK nepudepnyecKon KpoBu

v MaHenb U3 26 reHoB: ATM, BARD]1,
BLM, BRCA1, BRCAZ, BRIP1, CDH1,
CDKN1C, CHEKZ, EPCAM, MLH]I,
MSH6, NBN, NF1, NTHL1, PALBZ,

PMS2, ~ PTEN, RADS50O, RADS51C,
RADS1D, RECQLA4, SMARCAA4,

STK11, TP53, XRCCZ2.

v 3HAYUMOCTb [B -
"ClinVar",'”dbSNP","HGMD" -
PAaCCMOTpPEHDI NnaToreHHble 7
BEPOATHO-NaToreHHble BapuaHT (PV,
LPV ), BapuaHThb| C HEACHbIM
3Ha4vyeHunem (VUS).

2 rpynnbil:

1-146 nauueHTOK C MNPOTOKOBbIM
PMXX

2-145 naumneHTokK 6e3 PMXK, ¢ OCO
PeTpocneKTUBHbIN aHanns3
KIIMHNYECKUX AaHHbIX
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¥ KaexkascKana M Eepeiickan W CnasAHcKaa M TiopKcKas
[TonynaynoHHasn CTPYKTYypa:
c/laBAHCKas 223 (76,6%),

kaBka3ckas 27 (9,3%), Tropkckas 24
(8,2%), eBpewckas 17 (5,8%)

CtpykTypa nogTunos PMXX:
lumA 36,3%, lumB HER2- 20,5%,
lumB HER2+ 13,7%, TN 19,9%.
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CnekTp BapuaHToB CHEK?Z2
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[eHeTUYecKne oco6eHHOCTU paKa MOJIOYHOMN
)Xesie3bl B POCCUUCKOU NnonynsaLum

KHubiw Oner EBreHbeBuy'*=, Netkay Bnagucnas Bnagumuposuu'?, Kyapasuesa EneHa
y BnagummuposHa'?
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CpeaHunun BO3pacT
MaHudectaumm PMXKX B 1
rpynne - 42,7+0,8 nerT;

ectb PV - 39,3+71 neT, HeT PV
- 44+0,9.

v Bcero BbisiBneHo 55 I'B: 44
PV (15,1%) n 11 VUS (3,8%).

1 rpynna - 32 PV (21,9%), 7
VUS (4,8%);

2 rpynna - 12 PV (8,3%), 4
VUS = (28%), p=0,0012,
OLl=2,99.

vB CTPYKTYype PV
npeobnaganu BRCAT1,
BRCA2, CHEK2.

I PV BRCA1 n CHEK2Z yalue
BCTpeyanucb B 1 rpynne.

I VUS npeo6napganu cpeam
I'B "BHe reHoB BRCA" .

v Hanéonee
pacnpocTpaHeHHbIMU O6biNK
PV co cOBUITOM paMKwu
CYMTbIBAHUS (61,3%),
BCTpeyadcb 4Yauwe B 1
rpynne, p=0,0026, OLLI=3,9
vA3 32 nauueHtoKk 1

rpynnbl ¢ PV «vacTtblie»

BRCA1,2 BbiiBNneHbl y 6
(41% npotue  21,8%) ->
npeo6bnagaHuve

"yyBcTBUTENnbHOCTU" NGS " B
5 pas.

| He BbigBNneHo "yactbix' PV
BRCA2.

PV BRCA1 c¢.4561_4567de],
BRCA2 ¢.6595delA, BRCA?2
C.6686A>G, BRCA?2
c.1916delT He 6blINM paHee
OMNucCaHbl.

He 6binn BbIiIB/IEHDI
BapuaHTbl B TreHax BLM,
CDKN1C, EPCAM, MLH1,

MSH6, NBN, NF1, NTHLT,
RADS0, RAD51D, RECQL4,
SMARCA4, XRCC2 - Ha
60/bLUYIO YaCTb U3 HUX HET
ranaianMHoOB

3AKJTIOYEHUE

v [logBTep)XgeHa BaXXHOCTb
reHeTU4YeCcKoro TeCTupoBaHuAa

y naymneHTokK <40 ner.

v NGS - B 5 pas3 b6onbue
BbIABJ/IEHHbIX PV no
CpaBHEHUIO CO CTaHAapTHOW
[TLIP-naHenbto.

v Heobxoguma ontumMmsauus
cocTtaBa NGS-naHeneu C

BK/IFOYEHNEM T[eHOB MNOMUMO
BRCA ”n WUCKIHOYEHMEM He
HecyLum KJIMHUYECKOW
3HA4YMMOCTU reHoB

v CylecTBYHOT OCOH6EHHOCTHU

BCTpeyaemocTun B B
3aBUCUMOCTMU oT
HauMOHaNbHOCTU

v PV okasblBaloT BAUAHUE HA
bunonornyeckue

Xxapaktepuctukun PMX
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