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MoAeKyASIPHO-reHeTU4ecKkoe TeCTUPOBAHUE MO NPOdOUAIO
«Pak NpeACTATEAbLHOM XeAe3bl)

$.U.0. nauueHTq:

AaTa poXAeHus NaumMeHTa:

Pe3yAbTaT aHaAM3a Ne:

AaTa BblaAGYM:

MoA: Hanpasasiiowee ydypexaeHue:
Pe3YAbTCITbI reHeTn4eckoro TeCtTMpoBaHus
leH MoAammopdcpusm/mytaums wt/wt wi/ variation/ FreHoTun
P yTau variation | variation
OHkoMmapkepbl
185delAG (rs80357783),300TG
(rs28897672),
4153delA (rs80357711),4158AG
(rs28897689),
BRCAI 5382insC (rs80357906),2080delA v wifwt
(rs80357522),
3819del5 (rs80357609),3875del4
(rs80357868)
6174delT (rs80359550), POL_GF_09,
BRCA2 POL GF 10 v wt/wt
CHEK2 1100delC (rs555607708) v wi/wit
Casp8 CTTACT/del (rs3834129) \ N/N
AR 8024 G>T (rs6983267) v G/G
AR (CAG) (6-40), X xpomocoma v 22
3AKAOYEHHUE:

o AOGHHOMY MCCAEAOBAHUIO MATOAOTMYECKMX MyTaUMM B reHax BRCAT1, BRCA2, CHEK, Casp8,
AR, MOBbILLAKOLLIMX PUCK BO3HMKHOBEHMSA PAKA MPOCTATH, A TAKXE CMOCODOCTBYIOLLIMX BoAee

QArPECCUBHOMY TEYEHMIO 30DOAEBAHMS, HE BbISSBAEHO.




Pak npeACTATEeAbHOM XeAe3bl

OAHUM M3 CAMbIX HOCTO BCTPEYAIOLLIMXCS OHKOAOTMYECKMX 300O0AEBAHMI, AMATHOCTUPRYEMBIX
Y  MYX4YMH, SBASETCS PAK MPOCTAThI. Pa3BmBasCb B MNEPUAEPUYECKMX OTAEAOX
MNPEACTOTEABHOM >XEAE3bl, AAUTEABHOE BPEMS HE BbI3bIBOET KAKMX-AMOO KAMHUHYECKMX
MPOSBAEHUIM, 4TO  3ATPYAHSET CBOEBPEMEHHYIO  AMATHOCTMKY M MOBbILLAET  PUCK
HEOAQTONMPUATHBIX MCXOAOB.

TOYHbIE MPUYMHBI ACHHOTO 300OAEBAHMA HEM3BECTHbI. OTMEYAETCS MOBbILLEHME HYACTOTHI
MOSBAEHMS 3TOM OMYXOAM C YBEAMHYEHMEM BO3PACTA Y MYX4YMH. MHOTME MCCAEAOBATEAMU
NMOAAEPXMBAIOT TOPMOHAABHYIO TMMOTE3Y PA3BUTMA PAKA NPOCTAThbl. CyLLLECTBEHHbIM BKACA B
MPOrHO3 BO3HMKHOBEHMS AQHHOTO 3A0KA4YECTBEHHOIO HOBOOBOPA30BAHMS BHOCUT reHEeTMYEeCKas
NPEAPACNOAOXKEHHOCTb.

HaAmume natoreHHbix BapmaHTtoB reHoB BRCAT, BRCA2, CHEK, Casp8, AR nosbiLLIAET PUCK
PA3BUTME PAKA MNPOCTAThl, 4 TAKXKE CrnocobCTByeT OOAEE ArpeCCUMBHOMY TEYEHMIO
3060AEBAHMS.

Takke obHapyxeHne mytaumm B reHe BRCA2 no3BOAJdET MPABMAbHO OMPEAEAATb TOKTMKY
AEYEHMS AAR MALIMEHTOB, Y KOTOPbIX OMYXOAb Y>XX€ MOSIBUMACQCH, OACQroAdps CYLLLECTBOBAHMIO
TAPreTHbIX MPENAPATOB, KOTOPbIE 3FIEKTMBHO BO3AEMCTBYIOT HO BRCA-QCCOUMMPOBAHHBIE
OMYXOAM.

MNO3TOMY TEHETMHECKOE TECTUMPOBAHME HBASETCA BOXKHbIM LLUATOM B AMATHOCTMKE PAKQ
MPEACTATEABHOM >XEAE3bI, KOTOPOE MO3BOAIET OCYLLECTBUTL MPEBEHTUBHYIO AMATHOCTUKY AAS
YCMELLHOro A€4eHUs eLLLE AO NOIBAEHMA KAMHNYECKMX CUMIMTOMOB.

AOMNOAHUTEAbHbIMU deKTOpCIMM PUCKA PA3BUTUA PAKA NPOCTATbI ABAAIOTCA:

- Bo3pacTt: cyutaeTrcqd OCHOBHbIM  CDOKTOPOM PUCKA. BEepOoaTHOCTb PA3BMUTUS
OMYXOAU Y MY>X4MH AO 40 AeT cocTaBageT 1 Ha 10 000 cay4aes, y 40-60 aeTr — 1
Ha 100, A y My>CKOM MOAOBUHbI MOCAE 65 AET BEPOITHOCTb PA3BUTUA OMYyXOAM
yBEAMYMBAETCH AO 1 HO 8 CAyHOEB.

- CeMenHbIM OHAMHE3: CAY4OM BbISBAEHUS (OCOBEHHO Y BAM3IKMX POACTBEHHMKOB)
PAKA NPOCTATbl B MOAOAOM BO3PACTE, A TAKXKE HAAMYME PMX 1 paKA GMYHMKOB
B POAOCAOBHOM.

- PacoBad NPUHOAAEXHOCTb: Y QAMOPOAMEPUKAHCKMX MYXHMH MOYTM BABOE
MOBbILLAKOTCS PUCKM BO3HUKHOBEHMSA PAKOBOM OMYyXOAM MPOCTATHI.

- HOUMOHAABHOCTb. POKOBOS OMyXOAb B MPEACTATEABHOM >XeAeze OoAbLue
pacnpocTpaHeHa B CeBepHoOM AMepuke 1 B EBpone, B ee CeBepo-3anaaHOM
4YOCTU, YEM B APYTMX MECTAX.

- MoHusmpytoLLLee obAydeHme

- MOAOMOABMXHbBIM OOPA3 XKM3HM

- lepeoxaaxaeHne

- KypeHnue

Apyrve noTeHuMaAbHble PaKTOPbI PUCKA:

- 3nnn

- XpOHWYeCKme BOCNAAMUTEAbHbIE MPOLLECChI MPEACTATEABHOM XXEAE3bI

- AMEeTqa, COAEPXALLLAS MHOTO XXMPOB, OCOBEHHO XXMBOTHOTO MPOUCXOXAEHMS. A
TAKXKE BbICOKMM YPOBEHb KOAMMS B MULLLE (COAEPXKMTCS B MPOAYKTAX,
BbIDALLLEHHbIX C MPUMEHEHMEM FTOPMOHAAbBHbBIX CPEACTB)



feH

Baw
reHoTun

Koaupyembit 6eAoK 1 ero oyHKUUs

UHTepnpeTauus

BRCA1

wit/wit

feH BRCAT KoAMPYET SAEPHbIM GOOCHOMNPOTEMH,
KOTOPbIN UIPAET POAb B MOAAEPKAHMM CTABUABHOCTM
reHOMQA, a TAaKXE AENCTBYET KAK CYNpeccop
OMYXOAEMN.

AAAEAb PUCKA ACCOLMMPOBAH C PAKOM MOAOYHOM
XKEAE3bI, PAKOM GUYHMKOB, PAKOM MPOCTATHI, O TAKXE
C CEMENHOM UCTOPUEN PAKOBbLIX 30OOAEBAHMM,
MOBbILLIEHMEM PUCKA OHKOAOTMHECKMX 30DOAEBAHMM
npu Npueme NePOPAAbHbIX KOHTPALLENTHUBOB.

MonyAILMOHHBIM
BAPUAHT

BRCA2

wit/wit

leH BRCA2 koAMpyeT OMUHOKUCAOTHYIO
NOCAEAOBATEABHOCTb SAEPHOIO BEAKA, KOTOPbIN
YYACTBYET B PETYAILMM PENAPALMM (MOBPEXKAEHMUS)
AHK 1 pO3MHOXEHMS KAETOK.

B MHTAKTHOM (HEMYTAHTHOM) COCTOSHUM reH BRCA2
BbICTYMQAET B KOYECTBE CYNPECCOPA OMYyXOAU U
obecne4mBaeT LLeAOCTHOCTb TEHOMA.

Mytaumm rena BRCA2 NpUBOAIT K XPOMOCOMHOM
HECTABMABHOCTM M 3AOKAYECTBEHHOM
TPAHCAOPMALLNM KAETOK MOAOYHOM XXEAE3bI,
ANYHMKOB, MPEACTATEABHOM XXEAE3bI U APYTUX
OPraHoB.

MonyAALMOHHBIM
BAPUAHT

CHEK2

wit/wit

eH CHEK2 koaMpyeT QoepMEHT YEKMOUHT-KMHA3Y 2,
KOTOPAs NPUHUMAET Y4ACTUE B KOHTPOAE KAETOYHOIO
LIMKAQ, OCYLLLECTBAIET OAOKMPOBAHME KAETKM B GoA3€
G1 B otBET HO NoBpexaeHna AHK, 1 BbICTynaeT Kak
CynpecCcop 3A0KAYECTBEHHOM TPAHCADOPMALLMM
KAETOK.

MonyAALMOHHbBIM
BAPUAHT

Casp8

N/N

leH Casp8 KoaMpyeT Kacnasy 8 — peryAIToOpHbIM
BEAOK, LMTO30AbHAY NPOTEA30, OCHOBHAS U
HaMBOAEE M3YYEHHAS CDYHKLMI KOTOPOTO — Y4OCTME B
anonrose.

«3anyck» KACKaAQ C KOCNA30M-8 CBA3AH C
B3AMMOAENCTBMEM peLenTopa Fas ¢ Fas-AMraHAOM —
TPOHCMEMBPAHHBIM BEAKOM, KOTOPbIM OTHOCUTCS K
doaKTOPAM HEKPO3a onyxoan (TNF).

MonyAILMOHHbBIM
BAPUAHT

AR

G/G

22

FeH AR KoaMpyeT BEAOK, IBAFIOLLMNCS PELLENTOPOM
OHAPOrEHOB, KOTOPbIM OYHKLIMOHMPYET KAK DAKTOP
TPOHCKPUMALMM, OKTUBUPYEMbIM CTEPOUAHBIMM
FTOPMOHAMM.

B KAETKOX CEMEHHMKOB, MPOCTATbI, KOXM U ARYTUX
TKAHAX COAEPXKATCH OHAPOTEHOBbIE PELLENTOPSI,
4YBCTBUTEABHOCTb KOTOPbIX 3ABUCUT OT KOAMHECTBA
noeTopoB CAG (Npu YBEAMYEHUM KOAMHECTBA STUX
MOBTOPOB, YYBCTBMTEABHOCTb PELLENTOPOB
CHUXaeTCq).

Kopotkne CAG-nosTtopsl (<16-18) acCoOUMMPOBAHbBI C
MOBbILLUEHHOW YYBCTBUTEABHOCTHIO K AHAPOTEHOM, O
TAKXE C YBEAMHEHNEM PUCKA PA3BUTUA PAKA
NPEACTAOTEABHOM XXEAE3bI.

MonyAILMOHHbBIM
BAPUAHT

MonyAALMOHHbBIM
BAPUAHT




O6paTuTe BHUMAHME, YTO: Pe3yAbTaTbl T[EHETMYECKOTO  TECTUPOBAHMS  CAEAYET
MHTEPMNPETUPOBAT COBMECTHO C KAMHUKO-AQDOPATOPHbLIMMU AQHHBIMM, A TAKXKE C Yy4ETOM
CEMEMHOTo AHOMHE3Q.

PekoMeHAOBOHO:

KOHCYAbTALMS AEYALLLETO BPAYA MO PE3YABTATAM MCCAEAOBAHMS.

AHOAU3 NMPOBOAUAU!

Buronor:

Bpay-reHeTtmk



