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BRCA-accoummpoBaHHbIil HACNEACTBEHHBIN CUHAPOM - CamMoe
yacToe HacnefcTBeHHoe 3abonesanue (1-2% nonynayun)

MyTauum B reHax BRCA1(annHHoe nneyo 17 xpomocombl) 1
BRCA2 (gnvHHOe nneyo 13 XxpoMocoMbl), nepeaaHHble no
HacnegcTBy, 0bycrnoBn1BatoT pa3snUTe HacneaCcTBEHHOro
CUHOpPOMa pak MOSTOYHOM Xenesbl — pak SUYHUKOB

'eHbl BRCA ( Breast Cancer genes) sSBnsitoTcs reHamu
Ccynpeccopamm onyxosieBOro pocTa 3a CHeT MHOXeCTBa (yHKLMA,
B TOM yucne Bnarogaps yyactuio B penapauuv HK ans
noaaepxanns CTabunbHOCTM reHoMa

MHaKTVIBaLI,I/IFI conpoBoXxaaetcA reHeTU4ecKon HecTabunbHOCTLIO

HacneposaHue mytaummn BRCA
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BbICOKMI pUCK:
BRCA1, BRCA2, TP53, STK11, PTEN, CDH1, NF1,
2eHol MMR

CHEK2, NBN, BLM, ATM, BRIP1, PALB2, RAD50

HW3Kuni puck:

OZHOHYKNeoTUAHbIE NONMMOPOU3MbI B
Pa3/INYHBIX FTEHaX N XPOMOCOMHbIX NOKyCax
(FGFR2, TOX3, LSP1, MAP3K1, TGFB1, 2931,
2935, 8g24, 9p22)

BRCA1, .Tps3
BRCA2

PTEN

ATM,
BRIP,PALB2

CHEK2

van der Groep P., van der Wall E., van Diest P.J. Pathology of hereditary breast cancer. 2011.
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3HaveHue TectupoBaHus mytaumii BRCA 1 u BRCA2

WHauBuayanusaums neyveHusi
Bbicokas YYBCTBUTENIbHOCTbL K NIIaTUHO-COoAepXalwmum
npenaparam

« Junnapsa
PaHHee BbisiBNieHne paka Apyrow fokanusauuu
MpodunakTnyeckune onepaumu
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* [NoBblLLeHne 3hPEeKTUBHOCTU IeYeHUs

MaumenTka C. 11.06.1975 r.p.
Ds: Ca mammae dexter. T3N1MO.

[ 'ucronormst Ne MIHunbTpupytoLLmii pak MONOYHO xenesbl. G 3.]

Op -0, Mp -0, Her Neu ++ , Ki 67 =80%. [poBeeH aHanua Ha
FISH Her 2 oTpuuaTenbHblil.

{

Exukeeg P.®. , TAY3 PKOL M3 PT . 13 nuyHoeo apxuga
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SMIRNOVA OLGA ASSUTA TEL-AVIV
ID 724381476 \ F SE. #18
DOB 11.06.1975 MR
Acc. #15634445 t1_tse_SAG_FSRT
17.02.2016 with contrast
St.ID 1744779 BREAST
Im. #14

10:58:03

EL: 3
» g RT: 487
Zoom: 245% . . ‘ ET: 11
PS:
VOI: WINDOW1 Sle.Loc. -84.49661950857
WC: 170,00 Slc.Thk. 3
: Lat.




KnuHuyeckun cnyyan Ne1 nauuentkn PM ¢ BRCA mytauuen
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{ Exukeeg P.®. , TAY3 PKOL M3 PT . 13 nuyHoeo apxuga }

KanHnuecknit cnydant Nel naumeHTkn PM ¢ BRCA
MyTaLmen

e RTRT BREAST 11:00-3 cm fn
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Ivctonornsa Ne B TkaHu MONOYHON Xene3bl BU3yanu3upyeTcs obnacti pybLeBaHus,
MHUNLTPUPOBaAHBI TMCTUOLMTaMK. [IpU3HaKK OCTaTOYHOMN OMYXOJU He
o6HapyxeHbI. [IBa peakTUBHbIX MMMdoy3nax.

Enukees P.®., FTAY3 PKOA M3 PT. M3 nuyHozo apxusa

Enukees P.®., FTAY3 PKOA M3 PT. M3 nuyHozo apxusa
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OHKONOrMYecKkMn aHamHes
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MpoBeneHo ob6cnenosanie Y3U OMT BhisiBneHo 06pasoBaHie 06pa3oBaHis B
npaBoMm suyHuKe 1 cm 6e3 yeTknx koHTypoB. Ca 125, He 4 B npegenax HOpMbI.

Enukees P.®., FTAY3 PKOA M3 PT. M3 nuyHozo apxusa

<:‘ |

YunTbiBas BTOPYt Natonoro, Hannyne BRCA mytauum pelwero npopgomxuts MXT no
cxeme TC

‘@‘@

Enukees P.®., FTAY3 PKOA M3 PT. M3 nuyHozo apxusa
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Ds: Ca mammae dexter. TAN1M1. Mts pulmonis bilateralis, nnespur,
nly wew, cpegocTeHHble, 3a6pOLWMHHBIE, akcunsapHble. Ca mammae
sinister. pTANTMO

Tuctonorms Ne MHdmnbTpupyioLLmii pak MonoyHoii xenessl. G 3. 9p -0, Mp - 0,
Her Neu o1p , Ki 67 =40%.

[ Exukeeg P.®. , TAY3 PKOL M3 PT . 13 nuyHoeo apxuga ]
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OHKONOrnyeckMn aHamHes
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KnuHuyecknn cnyyvan naumeHtku PM ¢ BRCA myTaumen
Ny

| 16112017 Tpenanobnoncus onyxom npasoii wonosolienessl
!

ueronorus Ne MHdnnbTpupyioLLmii pak MonoyHoi xenessl. G 3.
Op -0, Mp -0, Her Neu otp , Ki 67 =30.

BT
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EHukees P.®. , TAY3 PKOL M3 PT . 113 nuyHoeo apxusa
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AdhcheKT OT XumMHuoTepanum ¢ kKapoonnaTUHOM

- [podounaktuyeckme onepawimm
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ﬂBYCTODOHHﬂﬂ ﬂpOClI)VIJ'IaKTVI‘-IeCKaﬂ MaCTO3KTOMWNA CHKaeT

puck passutis BRCA PMX Ha 90%
CMepTHOCTb — Ha 90%

MpodmnakTnieckas canbnmHro-0o0opaKToMUs CHKaeT puck pa3suTust BRCA PA Ha 96%

CMepTHOCTb — Ha 77%
puck passutis BRCA PMX Ha 50%

3awumHb Il 3ghghekm coxpaHsemcs
8 meyeHue 15 nem

MouceeHko B.M., Poccumnckun 6ruotepanestTudeckunm xypHan. — 2010. —T7. — Ne1. C.5.

Mpochmnakruyeckue onepauuu

» MoTuBauus: HegoctaTtoyHaa 3 eKTUBHOCTb MOHUTOPUHTa

» CTaHOapT MeauLUMHbLI BO BCex pa3BuTbIx cTpaHax (EBpona, CLUA,
Kanapa, AscTpanus, ..)

« Moyt «naHaues» (HO ObIBaKOT ONYXONM B OCTAaTOYHbIX KNeTKax)

» Mactakromus/npoteanposatue: nocne 30-35 neT; TexHU4eckue
TPYAHOCTM, PUCK OCNIOXHEHWH, ylepOa AnsA Ka4yecTBa XKU3HU 1 T.4.

» OBapuakTomus: nocne meHonay3sbl / 40 net cuuTaeTcsa abCconoTHO
onpaBgaHHON Mepoi

Mouceenko B.M., Poccunckum Guotepanestuyeckum xypHan. — 2010. —=T7. — Ne1. C.5.
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- BbigsBneHne HocutenbecTBa
- PaHHas anarHoctuka

Yro ato paer OHKOJ10rn4ecKkomy

aucnaHcepy?

+ [ncnaHcepumsaums rpynn BICOKOTO pucka (npuuenbHble
CKPUHUHIOBbIE NporpaMmbl nonynsauum umetowen BRCA
MyTaumu).

- BoisBnenvne HacneacTBeHHbIX popm PMX (5-10%) u PS (15-
20) Ha paHHuX cTapusax!
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OcHOBHOW NPUHLMN

BonbHoit Hocutens Myt BRCA

300pOBbIit POACTBEHHNK

300pOBbIit POACTBEHHNK

3popoBblit HocuTenb MyT BRCA

300pOBbIit POACTBEHHNK

3poposblit Hocutenb Myt BRCA

3poposblit Hocutenb Myt BRCA

300p0BbI POACTBEHHUK

BbiBoabl!

* IWcnonb3ys knaccuyeckyto ctaHaapTHyto MNLUP naHenb, Mbl 661 06Hapyxunm u3 8

- [MogTBepamnnock YTo knaccuyeckas naHens mytaun1 BRCA (B nepcnektuse
BO3MOXHa YHUBepCarbHasi naHenb)

* Heobxoauma ganbHeilwas pabota B 3TOM HanpaBreHum

« [Opyrue rexbl penapauun (CHEK1, CHEK2, FANCI, FANCL, CDK12 v gp.) moryT
NPEeACTaBNATb UCKMIOUMTENbHbIN KITMHUYECKMIA MHTepec!

27.04.2018
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201PCDK12: New breast and ovarian cancer
predisposition gene in Tatar population?

Gordiev, R. Enikeev, L. Shigapova, D. Khodyrev,
Mikitin

E. Shagimardanova
0. Gusev, A Ked!

[

Annals of Oncology, Volume 28, Issue suppl_5, 1 September 2017, mdx362.051,
httpsy/ /10.1093/annonc/mdx362.051
Published: 18 September 2017
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Background: The development of hereditary ovarian and breast cancer
(0C/BC) is often caused by genetic defects in the DNA repair system. However,
the diagnostics in most medical centers of Russia includes PCR-based
identification only the eight common mutations in BRCA1/2 for the Slavic
population. Previously we established that patients of the Tatar population
with OC/BC did not possess most of Slavic mutation and a significant part of
the predisposition is due to other mutations in the genes of the homologous
recombination (HR) system. The aim of this work s the analysis of the

germline mutations in the HR genes.

MEDICINE &
HEALTH

ournals Career Network

?

Your perfect job is closer
than you think

View Metrics

Email alerts
Newissue alert

Advance article slerts

27.04.2018

19



