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OHkolleHeTuka BRCA

KomnnekT peareHTOB Ansi onpeAereHns reHeTu4eckux NofiMmmMopgu3mMoB, acCOLMUMPOBaHHbIX C
PUCKOM pa3BUTUS paKa MOJIOYHOM Xene3bl, MeToaoM MNLP B pexume peanbHOro BpeMeHu.

B Mupe exerogHo pernctpupyetcsa 6onee 1 MunnvMoHa cnyyaeB paka moriodHown xenesbl (PMXK), a B PO
cBbilwe 50 Thicsay. 3aboneBaeMOCTb pakoM MOJo4YHOM >xenesbl B Poccun coctaengaet 38,9 Ha 100 000
HaceneHus (CTaHgapTU30BaHHble nokasartenu 3a 2002 r).

OaHov 13 camblx pacnpOCTpaHeEHHbIX Npobnem siBNsieTca Bbicokasd cmepTHocTb oT PMXK. JletanbHocTb
Ha NepBOM rogy C MOMEHTa yCTaHOBMNeHus amarHosa pasHa nodtu 13%. OueBngHo, YTO 3PPEKTUBHOCTD
neyeHVs Bbllle Ha paHHUX cTagusax 3aborneBaHusi, MO3TOMY CBOEBPEeMEHHasi AMarHocTuka siBnaeTcs
aKkTyanbHOW 3agadvyen n MOXeT NPUBECTU K 3HAYUTENbHOMY CHWXKEHUIO NeTanbHbIX NCXOO0B.

M3BecTHO, 4TO 5-10% cny4aeB paka MOMOYHOW Xenesbl U paka SMMHUKOB SBASKOTCA HAaCNEACTBEHHbIMU U NX
pa3BuTME MOXET ObITb CBA3aHO ¢ MyTaumammu B reHax BRCA1 n BRCAZ2. Mo gaHHbimv Breast Cancer Linkage
Consortium, oba reHa ysenuumatoT puck passutms PMXK y xeHwuH k 80 rogam Ha 80-85% (BCLC, Familial
Cancer. - 2003. - Vol. 2, N 3-4. - P. 18-32).

Bbino nokasaHo, yto BRCA1-accoummMpOBaHHbIA pak MOMOYHOM Kenesbl, B OTNMYMe OT Cnopaguyeckoro,
XxapakTtepuayetcs 6ornee BbICOKOM CTEMNEHbIO 3N10Ka4YeCTBEHHOCTU, BbICOKOWN YaCTOTOW pPa3BUTUS 3CTPOreH-
N NpOrecTepoH-oTpUUaTENbHbIX OMNyXOSiel, 4YacTOoTOM pasBUTUA MedynfspHOro paka, BblpaXeHHON
NMMAEOMAHON MHAUNBTPALMEN, BblPaKEHHbIM Nle4eOHbIM NaToMOpPd030M BMMNOTb A0 MOJSTHOM PEerpeccum.
YCTaHOBMNEHO, YTO BbIKMBAEMOCTb BOMbHbLIX HACNEACTBEHHBbIM PaKOM OPraHOB XXEHCKOW penpoayKTUBHOWN
CMUCTEMbl 3HaAYMTENbHO Bbiwe, YeM B obuien rpynne GOnbHbIX, HE3aBUCMMO OT CTaauuM U NPOBOAUMOIO
neyeHus: 5-neTHAS BbKMBAEMOCTb BONbHbIX HAaCNeACTBEHHbIM PakoM MOMOYHOM Xenesbl coctaBnseT 75%
(obwenonynaunoHHas - 43%) (MeaHosa O.C. n ap., 2008).

OueHka PUCKOB U 4YaCToTa BCTpe4aeMoCTU pa3finvyHbIX reHOTUNoB

YacTtoTta BCTpeyaemMocCTu

Fen Monu- Annenb . FeHeTUvecku

OueHKa pucka

PMX 00yCnoBreHHbIN npu pasfnyHbIX reHoTUNax

Mopchm3m  pucka
nonynauumu PV

n/n — NonynsUMOHHBIA PUCK

185delAG DelAG meHee 1% 5-6% o
n/del — BbICOKMI pUCK

n/n — NONynNSLMOHHbIV PUCK

BRCA1 4153delA DelA meHee 0,5% CymmapHas N
yacToTa n/del - BbICOKUIA PUCK
. BCTpE€4YaemocTn n/n — NONyNAUMOHHbIA PUCK
0, 0,
5382insC InsC meHee 1% | 3,7% oKono 25% n/ins — BLICOKMI pHCK
BRCA2 | 6174delT DelT meHee 1% | 5% /N — NOMYIIAUMOHHbI PUCK

n/del— BbICOKMIA pUCK

lensl BRCA1 n BRCA2, He gaBnstotca crtporo cneundudHeimu ansa PMXK. Matonoruveckmin reHotnun BRCA1/2 noBbliwaeT puck
BO3HMKHOBEHMWS paKka Xenyaka, TONCTON KMLLKKW, SHOOMETPUS, NOMKENYA0YHON Xenesbl, MOYEBOro Ny3bips, OMyXOnew ronosbl U Lewn,
XenyeBbIBOAALLMX MyTeN, a Takke BO3HNKHOBeHUe menaHoMmbl (Breast Cancer Linkage Consortium J. Natl. Cancer Inst. - 1999. - Vol.

91.- P. 1310-1316).

MpeumyuiecTBa onpeaeneHUs reHeTUYECKUX NONMMOP(U3IMOB, aCCOLIMMPOBAHHbLIX C PUCKOM
pa3BuUTUA paka MONOYHOM Xene3bl, metogom MLP B pexume peansHOro BpeMeHHu:

e TexHonornmyHocTb (cTaHaapTHble MeTtoaukm TP ¢ peTtekumen pesynsTaToB B PEXMME pearnbHOro
BPEMEHMN)

e BbicoKkasi CKOpPOCTb

e ABTOMaTMyeckasi Bbigada pesynsraTtoB (npnbop 0T-96)

e Hwuskas ctonmocTb aHanusa
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TexHunyeckue XapakKTepucTukn u CoCtaB KOMNJIEKTOB peareHToB:

KonunyecTBo TeCTOB B KOMMIEKTE

48 TecTtoB

dopmart peareHToB

HepackanaHHbI no npobupkam

Monumepasa TexHoTaq AT

1 npobupka (96 mkr)

MLP-6ydep

2 npobupku (Mo 960 M)

Macno muHeparnbHoe

1 npobupka (3,84 mn)

OnpenensieMble NoNMMMOpPdU3MbI

1 npobupka [BRCA1: 185delAG]-960 mkn,

1 npobupka [BRCA1: 4153delA]- 960 mkn,

1 npo6upka [BRCA1: 5382insC]-960 mkn,

1 npobupka [BRCA2: 6174delT]-960 mkn

MonoXnTenbHbIA KOHTPOSbHLIM 06paseL
(2 Tvna: K+1, K+2)

8 npobupok (no 40 mkn)

PeareHTbl ans Bolgenenunsa JHK

MPOBA-PAMNA- TEHETUKA
MPOBA-TC-TEHETUKA

,D,OI'IOJ'IHVITeJ'IbeIe peareHTbl

PeareHnTbl ang koHTpons kavectea [JHK

Marepvan agns aHanusa

LlenbHas kpoBb

Cpok rogHocTH

6 mecsLeB

+2-+8°C

Temneparypa xpaneHus -20 °C (ans nonvmepasbl TexHoTaq AT)

lMoka3aHusA K reHeTU4YeCKOMY TeCTUPOBaHMUIO:

CEMENHbIN aHaMHe3 (pak MOFIOYHOM XKENe3bl UNKU pak ANYHMKOB B MEPBON NMHMM POACTBA)
aTunmyeckme nponudepaTBHble 3a60NeBaHNA MONIOYHOW Xenesbl
NnepBUYHO-MHOXECTBEHHbIEe 3aboneBaHns y NaumMeHTKM UM ee poACTBEHHUKOB
MHOXECTBEHHbIE NEePBUYHbBIE ONYXOSN B TOM e opraHe

MHOXECTBEHHbIE MEPBUYHbBIE ONYXOSN B Pa3fiMyHbIX OpraHax

BunaTepanbHble NepBUYHbBIE ONYXONN B NapHbIX OpraHax

MYNbETUOKaNbHOCTb BHYTPWU OAHOIO opraHa

nosiBNeHe Onyxornu B paHHeM Bo3pacTe

OOuH nnun 6onee GNN3KMM POACTBEHHUK C TEM XKe TUNOM OMyXOonun

ABa 1 6onee poACTBEHHMKA C ONYyXONsiMM OOQHOW floKanusawumm

ABa unu 6onee poACTBEHHMKA C OMYXOSbi0 OTHOCALLENCS K CEMENHOMY paky

ABa 1 6onee poACcTBEHHMKA C peakuMmmn bopMmamuy paka

Tpu unu 6onee poacTBEHHMKA B ABYX MOKONEHUSIX C OMYXONsSiMU O4HOWN nokanusaunm

[JononHutenbHble hakTopbl pUcKa:

KypeHue

yacToe ynoTtpebrneHune ankorons

nosgHee HacTynneHve MeHonay3bl

Secnnoguve, no3gHne poapl

nponudepartmBHbie 3aboneBaHNa MOMOYHONM Xenesbl

NOHM3NpytoLee obnyyeHne

HanuymMe NepBUYHOIO paka ANYHUKOB, SHAOMETPUSA UMM TONCTON KULLKK
nedekTbl reHoB oonaTHOro Lukna
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PeKomeH,qyeM ble AonofiHUTelNbHble UccrieaoBaHuA:

e POA e CA 15-3
e MCA e CA 199
CA125 e CAT724

Mpu oGHapyxeHun MmyTauuii HeobxoaMmMo o6paTuUTbCs K Bpayy OHKOMOry-MaMMosiory unu B
cneLmnanmanpoBaHHble OHKOMOTMYeCckue LIeHTPbI, rae OyaeT HazHa4YeHo NpodunakTMyeckoe neyeHne, popma
KOTOPOro 3aBUCUT OT BO3pacTa nauueHTa u KIMHUYECKOW CUTyaLun.

O6opyanoBaHue, Heobxoaumoe Ans NpoBeAeHNA aHanu3a:
PeareHTbl npegHasHayeHbl AONS MCMNOMNb30BaHWA B nabopatopusiX, OCHALLEHHbIX LeTeKTUPYHLWUMU
Tepmouumknepamu ans MNMUP ¢ Bbigaven pe3ynbTaTtoB B pexXumMe peanbHoro Bpemenn AT-96, OT-322.

OdononHuTenbHO:
o [lpobupkn ana MNUP-aHanusa, aganTupoBaHHble 451 paboTbl C TEPMOLUKIIEPOM B PEXMME pearnbHOro
Bpemenu (0,2 mn).

Mpn ncnonb3oBaHun Tepmoumknepos OT-96 n AT-322 y Bpava-nabopaHTa B pacnopsikeHun mmeetcs
pyccKosi3bl4Has nporpammMa, Kotopas aBToMatudeckm obpabaTbiBaeT NonyyYeHHble JaHHbIe, YTO 3Ha4YUTENbHO
9KOHOMUT Bpems uccnegosaHusa. Kpome Ttoro, nporpaMmma no3BonsieT BblAasBaTb pesynsraThl B yA00HOW U
HarnsaHown dopme.
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