HacneactBeHHble BApMaHTbl B XO04€ MONEKYIAPHOTo NpodUINPOBaAHMNA ONYXON:
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BBEAEHUE

= KOoMMfieKCHOe MOeKyIspHOe NpodbuInpoBaHme
onyxonu ¢ ncnonbsoBaHneMm NGS ana nogbopa
MOJIEKYNIAPHO-HANPaB/eHHOW Tepannm CTaHOBUTCH
BCe boJjiee 3HAYNMbIM MHCTPYMEHTOM B KJTMHNYECKOU
NpaKTUKe;

= B xone MONekyasapHOro npopuanpoBaHmna onyxosmn
MOTYT ObITb OOHApY>XXeHbl HACNeACTBEHHbIE BAPUAHTHI,
aCCoLUMMPOBAHHbIE C HACNeACTBEHHbIMY
oHKonormyeckumn cuHgpomamu (HOC), o koTopbix
paHee He DbISI0 M3BECTHO NaLMeHTY;

* HacneacTBeHHble BapuaHThbl B reHax,
accoumnmpoBaHHbix ¢ HOC, npencraBnatoT 13 cebs
BTOPWUYHbIE HaX04KWN, KOTOPble YacCTO He CO0DLLatoTCH
nauMeHTy No pe3ysbTaTaM MOJIEKYIAPHOIO
NPOOUANPOBAHMSA OMYXOJN.

METOAO/10TUA

PE3Y/1bTATDI

1o aHanuze FFPE obpasuos 183 naymeHTOB bbINO

Puc.1 lnsamnH nccnenoBaHnAa U OCHOBHbIE pe3ynbTaThl

HanpaBaeHWe nauMeHToB Ha MONIEKYNAPHOE
npodunamposaHme onyxonm (n=183)

BbIIB/IEHO CYMMapHO 06 TeHeTUYeCKMX BaPUAHTOB; |
PesynbTtathl ISOWN bbb KOHKOPOAHTHBI C pe3ybTaTamMu
pyuHol Banugauun ona 41 (97%) muccenc Bapmantos (10
HacnenCcTBeHHbIX U 31 coMaTUyecknx BapuaHToB); ‘
0 buowu Hd)OpMETMLIECKaFI OoueHKa NPOUCXOXKAEHUA BAPWMNAHTA
48.2% BCeX BbIAB/IEHHbIX BAPMAHTOB COCTaBWUIN BapUaHThl |
reHa 1Pa3. Ilo pesynbratam ISOWN u pyyHon Banmpaumm Bce PyuHas Bannaaums
I

BapunaHTbl [PO3 bbinn knaccndunumnmpoBaHbl Kak 1 | !

BblsiB/IeHbl BAPUaHTbI B reHax, aCCOLMMPOBAHHbIMM
¢ HOC (58 BapuaHToB y 40 nauueHTOB)

COMatThn4yecCKune;

MyTaunm B reHax penapauuu (ATM, BLM, BRCA1, BRCAZ,

MLH1 MSHé6 NBN, PMS2) coctasunu 40% Bcex
BbIiB/IEHHbIX BApMaHTOB. Hanbosbllee KOMYeCTBO

ComaTtnyeckune BapmaHThbl
38 BapuaHTOB, 32 NaumneHTa

BapunaHTbl HeonpegeneHHoro
NPOUCXOXKAEHUA
1PV, 1 naymneHt

HacnencrseHHble BapUaHThI
2 BV/LBV, 2 nayueHTa
6 PV/LPV, 6 nauneHTOB
9 VUS, 8 nauneHToB

FeHeTNHECKNX BapmaHTOB 6b|ﬂo 06Hapy>KeHO y I_laLLl/leHTOB C CEKBEHMpOBaHME CEKBEHMpOBaHMe CEKBEHMpOBaHME CEKBEHHDOBHHME
KonopekTanbHbIM pakoM, (35.7% Bcex BapuaHToB), Mo CaHrepy He no CaHrepy Ha no CaHrepy He Mo CaHrepy Ha

rMHekonorMyeckmuM pakom (21.2%), n pakom nogxxenynouHow

xenesbl (12.5%):

CyMMapHO 38 BapnaHToB, 0bHapy>XeHHble y 32 NaLMeHTOB,

Dbl KﬂaCCl/lCI)l/ILI,I/IpOBaHbI KakK COMaThn4ydeckne,

nposoaAnUNOCH

N=0 BapunaHTOB

HacneactseHHble
N=0 N=1

obpa3ue Kposu
N=1 BapunaHT

'
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ComaTtunyeckue

obpa3ue Kposu
N=6 BapuaHTOB

|
1 }

HacnhencrtBeHHble ComaTtunyeckue
N=5 N=1

NnpoBOAMIOCH
N=10 sapunaHTOB

" CyMMapHO 17 NoTeHUNaJIibHO HaCJIeACTBEHHbBIX BAPWMAHTOB

» BLio NpoBeaeHO KOMMIEKCHOe MoeKkyaapHoe
P yIAP Obi10 BbiaBAEHO Y 14 (8% oT obLuero yncnal naumeHTos.

npodunmMpoBaHmne onyxosen 183 B3pOCbIX NALMEHTOB C
ncnonb3loBaHnem naHenn Comprehensive Cancer Panel
[lon Torrent). Ona 132 naunerHtos metonoM NGS 6bin

Puc.2 NMpepnaraemobit anroputm BegeHuaA nNaumeHToB ¢ BapuaHTamm B

reHax, accoumupoBaHHbix ¢ HOC
Tabnnua 1 Xapaktepuctmku naumeHToB

BbiABNEeHHbIE BApPu1aHTbl B XO04€E

Bcero naumneHToB 183 MONERYJIAPHOTO
0OMONHUTENbHO NpoaHannanposaHbl reHsl BRCA1/2, ATM, NPOGM/MPOBaHIA OryXONH
Bo3pacTt maHudectaumm 3aboneBaHms l
CHEKZ. AHanns bbin npoBefeH € Lefibio 0bHapyXeHus
BapmaHToB B 37/ reHax, accoummposaHHbix ¢ HOC: <40 14 17.7%) bapuanTe| B renax,
|_| p ’ LL[ p _ ’ 40-49 19 (10.4%) aCCO]ITI,SMVIBFC))O/BaHHbIXCHOC
- OUCXOXIAEeHME BapMaHTOB (COMATUYeCKUIN UK ~15-30% nauueros
P a y P 50-59 21 (11.5%) 1
HaC/leICTBEHHbI] OLEeHMBaNoCh C UCMOJIb30BaHMEM 0.6 )3 (12.6%) OB OpT GG ara T
ISOWN ¢ nocnenyoLel py4yHon BannaaLmeir; 2079 116 'O(y; e onpeneenun | B K TRRATTATR AR nues
- . 0
= KAMHMYeckad MHTepnpeTauua BapMaHToOB NpoBOAMNIACH - (comaTuueckmit unm
> 80 2 (14) Hac/NeACTBEHHbIN)
cornacHo pekoMeHgaunam ACMG. BapuaHTbl bbinu Her aannon 93 (50.8%)
i PyyHas Bannaauma mo<eT ObiTb OCHOBaHa Ha: 1)
KNnacCuPULUMPOBaHbI Ka KU[BepOﬂTHO] NaTOreHHblE TaLMEHTb! KEHCKOTO nona, 1 (%) 108 (59%) onpzz:e:aeiEznnmpiamﬁiﬁ;m 5MOMH¢opmamqegKmaHanms;)z) ooact
MaHudecTauum 3aboneaHus; 3) Ho3onorus; 4
[PV/LPV), [BepoaTtHo] HenTpansHble (BV/LBV] nnu Crazns sabonesarva, n (%) BaPaHTa (COMATMECKA TM | neToumOCTS OMyXOMM; 5) T BapWaTa
BapuaHTbl HeonpeaeneHHoro 3Hadenna (VUS). | 7 3.8%) HaC/IeACTBEHHb I (apaliBepHbili vs naccasupckui) 6) re
I
[ 15 (8.2%) 1 1 l
I 12 (6.6%) MoTeHuManbHo BapuaHTbl MoTeHumanbHo
COMaTMYECKME BapUaHTbl HEONpPeAENeHHOTo HacNeACTBEHHbIE BapUaHTbI
IV 26 (14.2%) ~10-25% naumneHToB NPOMNCXOKAEHNA ~4-15% naumneHToB

~1-3% nauymneHTOoB

123 (67.2%) 1.

UHTepnpeTauua

34 (18'6%) BAapMaHTOB
24 (13.1%) |
18 (9.8%) ! ! !

MaToreHHble/BepoAaTHO BapuaHTbl HeonpeaeneHHoro

HeT AaHHbIX

BbiBOADbI

Jlokanusauusa onyxonu, n (%)

Toncrtaa n npaman KULLKa

= B xo4e pyTUHHOTO MONEKYJIAPHOro npopuamnposaHng y 14 loakenypouHas xenesa

(8%) naumeHToB ¢ pa3nnyHbIMU HO300MMAMMK DbINK

Jlerkoe

BbIABJIeHbl MOTEHLUMANIbHO HAaC/IeACTBEHHbIE reHeTUuYeckme AnyHMKNM / MaTouHble Tpy6bl 16 (8.7%) ':221522::::/BBaeppmoaﬂ.I:b? NATOTEHHDIE BAPMAHT SHauEHMA
B3 p MaHThI; MonoyHasa Kenesa 15 (8.2%) ~1-7% nauneHToB ~1-8% nauneHToB
* PyyHaqa Banmpauua - obasatenibHbli War npu onpeneseHnm rReNyAoK 11 (6.0%) l l l EQS:KMTZZ-;AC?Ef;g:ggeecsr;w:mﬂ
MPOMCXOXAeHNA BapuaHTa (coMaTuyecknin nnm Llentka maTku 8 (4.4%) Hanpas/ienme NauMenTa | cemeiiHbiit aHamHes, cerperauys
o % He cooBuwatoTcs MposeaeHue K BPauy-reHEeTUKY A8 | BapMaHTa B CEMbE,
HacJ1e ACTBEHHbI U ] ' Koxka / menaHoma 8 (4.4%) e CEKBEHMPOBAHMA MO onpeaeneHus NPOaHaNM3MPOBaHHAA C MOMOLLbIO
Markme TKaHu 7 (3 8%) - Y CaHrepy Ha 0bpasLie Kposw KIMHUYECKOM cekBeHnposaHua no CaHrepy, MmoryT
- |_|p|/| onpedeneHnin mponcxoxXageHmd BaphnaHTa Mbl : 3HAYMMOCTM BapuaHTa | BbITb MCNOL30BaHbI A8 YTOUHEHNA
[Mpouee, BKAOYaA 6e3 BINO 42 (22.9%) WHTepnpeTaLun BapMaHToOB.

npeasiaraeM NUCMNofb30BaHMe O0MONHUTENbHOW KaTeropum
‘BapuMaHTbl HeonpeaeneHHOro NpoucxXoXaeHns”;

* BhiNnosHeHWe cekBeHMpoBaHua no CaHrepy obpasua
HOPMaIbHOW TKaHW IBNAETCA HEOTbEMIIEMbIM LLIAFOM A4 B
PV/LPV/VUS noTeHUManbHo HacneACcTBEHHbIX BAPUAHTOB
NV BApMaHTOB HEOMpPEAENEHHOIO MPOUCXOXIEHNS.

! !

HacneactBeHHbIN
BapUaHT

I HanpaBneHne nayuneHTa
K Bpayy-reHeTuKy u
CeKBeHMpoOBaHue Mno

CaHrepy

ComaTU4YeCKuin BapunaHT
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