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XXI Bek mpu3HaeTCA BEKOM TeHeTUKY B CBA3MU CO 3HAYUTETbHBIMU OTKPBITVAMY, COBEPIINB-
IIMMI [IepeBOPOT B IIOHMMAHMIU T€HOMA YeJIoBeKa. ITOT IIOBOPOT BO MHOTOM OIIpeMIeNI
BO3MO>KHOCTJ COBPEMEHHOI! IIPEIVKTUBHON MEVILIMHBI, B TOM YVIC/Ie TI03BOJIVI JUATHOCTH-
POBaTh BEPOATHOCTb PasBUTHA 3a00/eBaHNIT Ha OCHOBAaHMY aHA/IN3a TeHOB JeloBeKa. I
JIe4eHMsI OHKOJIOTMYeCKMX 3a00/IeBaHNUI, IPU3HAHHBIX COLMA/IbHO 3HAYMMBIMIL, 3TU OTKPbI-
TV NIPEOCTABI/IN HOBbIe Pecypchl B 60pbOe ¢ 60Ie3HBIO, YTO B KOHEYHOM CYeTe [JODKHO
6bITO BeCTY K CHIDKEHUIO 3a00/1eBaeMOCTH M CMEPTHOCTI. BO3HMKHOBeHMe 3TON TeXHOIOT N
IIPeJIOKIIO VICCTIETOBATE/IAAM U HOBBIE BOIIPOCHI, CBA3AHHBIE C ITMYECKMMM, COL[aTbHBIMI,
9KOHOMMYECKVIMH, KY/IbTYPHBIMI U APYTMMM aCIIeKTaMV TeHeTUYeCKOro TeCTMPOBAHMSA Ha
oHkoyorno. CTaTbsA MNOCBAILEHA COIMATbHBIM aCIEeKTaM IeHeTHYEeCKOro TeCTMPOBaHMA Ha
IIPeIpacIIONOXEHHOCTb K Pa3BUTHUIO paKa MOJIOYHOI Kele3bl (MyTauyy B reHax BRCA1/2).
Pax MO/IOYHOIT >Ke/esbl ABIACTCA OJHUM 13 HayuboJee paCIpOCTPaHEHHBIX TUIIOB OHKOJIO-
rudeckrx 3abonesannit B PO. [IpeaaraeTcs KpaTkuit 0630p CYLIECTBYOLINX HAIlPaBIeHNI
MCCTIEIOBAHNI, @ TAaKXKe aHAIUSUPYIOTCA MAapagoKChl, BOSHUKAIINE B CBA3Y C Pa3BUTIEM
TEXHOJIOTMY T€HeTUYECKOrO TeCTHMPOBAHMA U Kacalolyecs: KaTeropuil KOHTPOJIA U PUCKa,
BOIIPOCOB JUCKPUMMHALIUM U KOHCTpyupoBaHuA 6oesun. Lenp ganHoro o63opa — obpa-
TUTb BHMMAaHIUe POCCUIICKMX MCC/IeOBaTeIell Ha IPO6IeMaTUKy [F€HeTUIeCKOrO TeCTUPOBa-
HIIAA Ha OHKOJIOIMIO, B CBA3M C aKTVMBHBIM Pa3BUTVMEM NPeIMKTUBHON MeIMIVHBL U POCTOM
HOITY/IAPHOCTY T€HETUYECKUX TeCTOB.

Kntouesvie cnosa: KOHTPO/Ib, PUCK, OHKOJ/IOTNA, TEHETUYIECKOE TECTUPOBAHNE, PaK I'PyAN.

BBenenne

PasBuTIIe MEANIIMHBI POMCXORUT MAPAIENBHO C Pa3BUTIEM MHOTHUX cep >KMU3HIL.
Hayunble oTKpbITHA B chepe OMOMOrNY U MEAUIIVHBI TIO3BO/IMIN OCYILIECTBUTD II€PEXOTy
K IIPeBEHTUBHOI MeIMIIVIHE, T. €. OT Ie4eHNs 60JIe3Hell K VX IIPeAyIPeX/JeHNIO, K Pa3B-
TUIO IMATHOCTUKY 3a00/IeBaHmMil. ATTOreeM 3TOTO MOAXO0/a K pabore ¢ 60/1e3HIMI MOXKHO
Ha3BaTb FeHeTUYEeCKOe TeCTUPOBaHIe Ha MIPeLPACIONOKEHHOCTD K Pa3BUTHIO 3a00/eBa-
HWIT 3aJO/ITO [1O VX IIPOSIB/IEHNsI, OCHOBAHHOE Ha JOCTVDKEHVSIX B OMOJIOTHM Vi TeHETHKe.

OTU TeH[EHIUM OIpefie/MIN Hepexofi K MOHMMAHMIO 3[JOPOBbS KaK KOHTMHYYMa
C OIpefe/IeHHBIMI BEPOSITHOCTSIMI PasBUTHs 3a00TeBaHMII U PUCKaMI, a He JBYX IO-
TPaHMYIHBIX COCTOSHMIT — GOJIE3HM U 3TOPOBBS, KAK OBIIO IPUHATO B COLMONTOTUN Me-
muuyHbI 1o 3Toro. Hampumep, B knaccuyeckoii pabore T.Tlapconca [1] o ponn 601pHOTO
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yTBep)K/JaeTcs, YTO Y MaleHTa eCTh ABe poiu (Ba COCTOSHMS B OTHOLICHNUN 3OPOBbs):
POJIb 3IOPOBOrO YeI0BEKa, HOPManbHO GYHKLMOHUPYIOLETO B 00IIeCTBe, ¥ PONb 00/b-
HOTO. B cBA3M ¢ pa3BUTMEM MHCTUTYTa MEAMLMHBI MIPOUCXOAVIIA NHCTUTYLMOHAIM3A-
IV porIelt Bpada 1 MalueHTa. MeumyHe oTBOAMIACHh GPYHKIUA COIMATBHOTO KOHTPOILA
HaJl leBUallyell 3a CYeT IPUNNCBIBAHNA YeI0BEKY PO 60IbHOTO, KOTOpasi 0CBOOOXKa-
J1a €T0 OT APYTUX COLMAIBbHBIX poseil. IIpy aToM 60/e3Hb MOHMMAaNach Kak BpeMeHHOe
COCTOsIHNE, @ PO/Ib OOJIBHOTO OIpefe/sIach Yepe3 HeBO3MOXKHOCTb BBIIONHATD CBOY
06bIuHBIE pOH, OOpallleHne K Bpady, ClIefjoBaHMe PeKOMEeHIAIVAM Bpada I >KeTaHIe
BBI3ZIOpOBeTh. Bompoc o ToM, Kak MOXKHO B paMKaX JaHHOTO IOAXOfla aHaIM3MpPOBATh
XpOoHMYecKye 3aboneBaHNsA, BOSHMK emle Torga. T.IlapcoHc mocTapancsa oTBeTUTDH Ha
Hero B pabore «IlepecmaTpuBasi pomu 6OIBHOrO M Bpada» [2], sABiAmoLIelicss B CBOEM
pofie peakimeil Ha KpUTHUKY B afipec ero paboTsl 0 poryt 60/1bHOT0. MenIHa CTpeMuT-
Cs1 K M3/IeYeHIIO YeIOBEKa Y BO3BPAIIEHNIO er0 K 00BIYHOMY (YHKIMOHMPOBAHUIO TN60,
B C/Ty4yae XpPOHMYECKIX O0Je3Hell, — K «HOpMalIu3alu» 3T0POBbsI.

Poct kayecTBa MeUIIMHCKOI TOMOIIY IIOB/IVISUI HA M3MEHEHNe XapakTepa 3aboje-
BaHMIT: BMECTO TIOBCEMECTHOTO PacIpOCTpaHeHNA NHPEKIMOHHbIX 3a00/IeBaHMIit, KOTO-
poe O6bUIO XapaKTepPHO I HPebIYIINX IePUOJOB, JOMUHIPYIOUIYIO PO/Ib CTA/IN IIPU-
obpeTaTb XpoHUYecKe 3a00/IeBaHNUsA, B TOM 4icIe oHKonorndeckue. ITo ganueiM BO3,
CMEPTHOCTD OT paKa MOJIOUHOI1 >Kkene3nl B Poccurickoit @enepanum B 2014 1. coctaBuia
26 468 cnyuaes, BbIsIBJIeHHas 3a00/eBaeMocTb — 57 502 cnyyas [3]. [Ipeobnaganue xpo-
HIYECKVIX U TEPMIHA/IbHBIX 3a00/IeBaHNI B 0011[eil CTPYKTYpe 3a00/1eBaeMOCTY IIPUBEJIO
K CMeIIleHII0 IHTepeca COLMaIbHBIX UCCIeloBaTeNell: BHUMaHNe K 60mesHN 1 paKkTopam
ee BOSHUKHOBEHNS CMEHACTCS aHA/IM30M OIIbITA IIePeXXMUBAHMs 60/Ie3HM, KUSHU C XPO-
HIYeCKMM 3a00JieBaHMeM, CyOBEKTUBHOTIO OIbITa. «B caMoil MeMIIMHCKOI IpaKTHKe,
0c06eHHO B ITA/UIMATVBHOI MeNUIVIHE, UMEIOIIell /IO C TsDKEIbIMY, TepMIUHAIbHBIMU
OOTBbHBIMY, B paMKaX KIMHIYECKOI IICUXOMTOTUY CETOAHSA Haday IPONCXOAUTD CABUTU
B CTOPOHY M3y4eHs ¥ yueTa B IIpollecce iedeHsI 9K3MCTEHIINAIbHOTO OIbITa OOIe3HI»
[2, c.25].

3HaYMMOI1 TeHJjeHLIMell CTAaHOBUTCA MeAMKalIu3alus, T.e. «IIPOollecc, B pe3ynbTaTe
KOTOpPOTO 4Ye/loBedecKas >KM3Hb HAuMHAET PACCMATPUBATLCA IPEMMYIECTBEHHO KaK
po6sieMa COOTHOIIeHNUs 60/Ie3HN U 30POBbsI, YeJIOBEK HaUMHAEeT CMOTPETD Ha ce0s1 KaK
Ha TIAIMIeHTa, a YelI0BeYeCKOe TelI0 OT POX/EHNUA U [0 CMEPTV CTAaHOBUTCHA 0OBEKTOM
IPUCTATIBHOTO MENUIIVTHCKOIO KOHTPOJISL U perynupoBanus» (4, c.22]. bomesHam mpu-
MJICBIBAIOTCA pas/IMYHble CollMabHble 3HaYeHNA. O6 aToM Havas mucaTh eme O. Ppeii-
COH B paboTe, IOCBAIIEHHOI UCTOPUM TPOdeccun Bpaya, B €ro KOHIIEIIINY COLIMaIbHbIe
3HaueHMs1 0OJIE3HM CO3[AI0TCS B IIPOLlecce B3ayMOAEIICTBISA Bpava 1 nanuenrTa [5]. B Ha-
CToslIlee BpeMs UCCIIEIOBAHN MeIMKaIN3aly IproOpeTaioT Bce 6olee MIMPOKOe pac-
IPOCTPaHEHNe, B TOM YNC/Ie B CBA3Y C Pa3BUTHEM (EeMMHUCTCKOTO IIOAX0/a 1 IOTped-
HOCTBIO B Y/IYIIEHN! KadecTBa IIOMOIIM Mal[MeHTaM: aHa/IN3 CEH3UTUBHOCTH, CyObeK-
TYBHBIX ITePeXMBaHNI, peIeKCHN MAlIeHTOB.

B T0 ke BpeMs HEOTbeM/IEMOI! YaCThI0 COBPEMEHHOI MeUIIVIHbI CTAHOBATCSA HOBbIE
MeIUIMHCKIIe TeXHOJIOTWM, OCHOBAaHHbIE Ha Iporpecce B OMONIOTNM 1 TeHeTnKe. Pa3Bu-
TVI€ TEXHO/IOTUI IO3BOJISAET MeAMIMHE Je/IaTh BCE OOJIbINe AT Ha Iy TH K M3/IeYeHNUIO
cepbe3HbIX 3aboeBanuil. B. C. bapaHoB nuiueT: «PeBOIOLMOHHBIE JOCTVKEHUS TeHeTH-
K1 4esloBeKa <...> 3HAMEHYIOT Hadajio0 HOBOI 3pbl — 9pbl TeHOMMKH, a HACTYIUBIINIA
XXI Bex MO3BOJSAIOT HAa3BaTh BEKOM IeHETUKMU» [6, ¢.77]. B maHHOIT cTaTbe peddb upeT
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0 TOM, KaK pa3BUTHe HAYKU VM TeXHOJIOTUIL, B YaCTHOCTM TeHETUKI U T€HeTYEeCKOrO Te-
CTVMPOBaHN, BIVSIET Ha IOBCEJHEBHYIO KM3HDb MHVBUJIA, IIEPEOIIpefeNsisi COLMANTbHOe
3HaYeHIe 3T0POBbS U OOIE3HIL.

OHKonornueckue 3a60IeBaHMsA YACTO CBSASBIBAIOT C HACAEACTBEHHOCTHIO. OTHAKO
B MeJIVILIHCKOM COOO0I[eCTBe OHKOJIOTYS IIPU3HAETCA MY/IbTI(AKTOPHBIM 3a00/IeBaHMEM,
SIBJISISICh «PE3Y/IbTATOM COYETaHHOro d¢ddexra HeOTaronpyMATHEIX BHEUIHNX (pakTOpOB
Y VHJVBUYa/JIbHBIX OCOOEHHOCTE!l TeHOMa, KaKMM-TO 00pasoM IIpefpacosIararomimux
KOHKPETHOTO 4e/ioBeKa K 3aboneBanmio. OTciofa ¥ UX HasBaHUe — My/NbTH(aKTOpPHbIE
(couetanHbIe MM KOMIUTEKCHBIE) 3a607eBaHMsI» (6, ¢.78]. OmHAKO COBpeMeHHble TEXHO-
JIOTMJM TeHeTUYECKOTO TECTVPOBAHUSA II03BOJIAIOT C OIIPENe/ICHHOM 0TIl BEPOSTHOCTH
IpecKasaTh pasBuTHe 3aboneBaHys B OyayuieM. JJaHHas MeAMIMHCKas IPaKTUKa IO-
Jy4aeT Bce OOJbliiee paclpOCTPaHeHMe B COBPEMEHHOM Mupe (JOCTaTOYHO BCIIOMHUTD
cy4ait A. [Ixomn). C OHOJ CTOPOHBI, OHA IPEJOCTAB/ISIET YeIOBEKY YyBCTBO KOHTPOJLSI
HaJ cuTyauyeit. VIHIVBIUT 3HaeT, YTO Y HEeTO eCTh HEKOTOpasi BEpOSITHOCTD Pa3BUTHS pakKa
¥ 33 CYeT STOTO 3HAHUSA OH IpHOOpeTaeT KOHTPO/Ib HaJ| CUTyallMeil: paK He 3aCTaHeT ero
Bpacmiox. C opyroit CTOpPOHbL, IpuoOpeTast 3HaHMUS, YeJIOBEK CTAIKMBAETCS C KaTeropueit
«PUCKay»: 3HAHME O TPENPACIIONOKEHHOCTI K Pa3BUTUIO OHKOIOTMI CTABUT €T0 Iepe He-
00XOVIMOCTBIO IIPUHSATS PEIIEHNs OTHOCUTENBHO JaIbHEIINX e/ ICTBIIL.

Kax ormeuaet P. ApoHOBUTII, XpOHIYECKIE 6O/IE3HN 1 OCO3HAHIE PUCKA TECHO CBSI-
3aHBI B COBPEMEHHOM MUpe: OBICTPO pacTeT KOMYECTBO JIIOfEil, KOTOpble OTHOCAT ceds
K TPYIIIIe pUCKa WM OOHAPYXUBAIOT (PAaKTOPBI PUCKA; PUCK O0/Ie3HM CTAaHOBUTCS Oortee
OLIYTVIMBIM, a NePeXVMBaHUe XPOHNYECKO O0/IE3HN — CXOXUM C IepeXVBaHUEM PU-
CKa pa3BUTHUSA XPOHUYECKOIt 6ore3nn. I1of pUCKOM IPU 3TOM IMIOHMMAETCST «HEKOTOpast
CTaTUCTUYECKasl BEPOSITHOCTD PasBUTHs 60mesHu» (7, c.419]. PasHble mopy, mpuHae-
Kalye K Pa3HbIM COLMAIbHBIM U KY/IbTYPHBIM I'PyIIaM, OyIyT [I0-pasHOMY pearupo-
BaTb Ha MTHPOPMALIUIO O TOM, YTO OHM IIPEIPACIIONIOKEHBI K Pa3BUTIIO OHKOJIOTMYECKOTO
3aboneBaHMs. B JaHHOM CTyyae UTPAIOT PO/Ib KaK YCTAHOBKM TPYIIIBI IO OTHOIICHUIO
K 3[JOPOBBIO, TaK U COLYIa/IbHble 3HAUCHMsI, IPUITUChIBAEMbIe PUCKY Pa3BUTUS OHKOIOT M-
Jecknx 3aboneBanuit. Takue 3a60/IeBaHNA CUNTAIOTCS CePbe3HBIMU, U IOITOMY PUCKH,
CBsI3aHHBIE C IIOJIOXKUTE/IbHBIM PE3y/IbTaTOM TeCTMPOBAHMUS Ha NPepaclooKeHHOCTD
K HUM, YaCTO BOCIPMHMMAIOTCS KaK OBOMBHO BbICOKMe. [To muenuio [I. ApmcTponra
[8], Bce mIoay HAXOIATCA B TPYIIIE PUCKa 3a00/IeBaHMIA, YTO BIMCHIBAETCS B BOCIPUATHE
607me3HI He KaK CBepIIMBIIETOCs PaKTa, a KaK HEKOTOPOI BEPOSTHOCTH.

TeHeTnueckoe TeCTMpOBaHME KaK pe3y/IbTaT Pa3BUTHUA HNPENUKTUBHON MeJUIIVHbI
MMeeT 3HAYMTeTbHbIE COI[MATbHbIE CTENCTBIUS U CTABUT MEPe] UCCTENOBATEIIMIU-COLINO-
JIoTaMy MHO>XKeCTBO BOIIPOCOB. I]enb faHHOIT pabOThl — Ha OCHOBE aHa/N3a 3apyOe>KHBIX
MCTOYHVKOB TIPECTABUTh 0630P OCHOBHBIX HATIPABIEHMIT 3ATaTHBIX COL[MOTOTYECKUX
VICCTIeJOBAHWIL, Pe/IeBaHTHBIX OCMBICTIEHUIO COLAIbHBIX ITOCTENCTBII TeHeTUYECKOTO
TeCTUPOBAHMSI HA PUCK PaKa MOJIOYHOI JKe/e3bl, a TAK)KE BBISABUTD I OIICATh OCHOBHbIE
PUCKY, CBSI3aHHBIE C BHEAPEHMEM NaHHOI TeXHONOruu. CTaThs IOCTPOEHA CIeAYIOLIM
o6pasoM: cHayaa OYAyT ONMCAHBI K/IIOYeBble HAIIPAB/IEHNs COLMOTIOIMYECKIUX MCCTIe-
TOBaHMII T€HETNYECKOTO TeCTUPOBAHMS Ha MPEPACIIONOKEHHOCTb K OHKOJIOTMYeCKM
3aboieBaHMAM, fjasiee OYAyT BbIJeIEHbl OCHOBHBIE IApaIOKChl TeHEeTUYEeCKOTO TeCTH-
POBaHUsA KaK MPOTUBOPEUYUBBIE CUTYALUN, B KOTOPBIX HAXOAAT OTpakeHye MpoOIeMbl
COLMOKY/IbTYPHBIX 3HaYeHMII PUCKA ¥ BOIIPOCHI KOHTPO/IA Haj MH(pOpMaLueir o cob-
CTBEHHOM 3[J0POBbe.
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OcHoBHEBIE HanpaB/JI€HNA COMNOTOINYIECKOTO aHa/MN3a IIPAKTUKNA
T€HETNYIECKOTO TECTPOBAHMNA

Pax rpymy siBisieTCA MPOKO PacIpOCTPaHEHHBIM 3a00/IeBaHIEM U JABHO HAXOJIUT-
¢ B (pOKyce coLMaIbHbIX MCCIefoBaTeIell, aHAIM3UPYIOTCS pasBUTHE TEXHOJIOTUII Jie-
YeH, COLMaIbHbIe TIOCTIECTBIS PaKa IPYAM, KYJIbTypHBbIe N300paXKeHs 3a00/IeBaHNsA
[9]. PasBuTHE TeXHOMOIMII BCe OOMIbIIIe pacIMpsieT HOTPeOHOCTD B COLMATbHBIX HAyKaX,
IIOCKO/IbKY MMEHHO OHY 00eclieunBaloT IIOHMMaHYe TOro, KaKye COLVIaJIbHbIe M Ky/b-
TypHBIe 3Ha4eHMsI IPNOOPETAIOT TEXHOIOT Y FeHETYEeCKOTO TeCTPOBAHYSL.

Bompocsl reHeTH4YeCcKOro TECTMPOBAHMS Ha MPEAPACHONOKEHHOCTb K Pa3sBUTUIO
paka rpyau MOryT OBITb pPAaCCMOTPEHBI C Pa3/IMYHbIX IIEPCIEKTB. B JaHHOM paszerne Mbl
PaccMOTPUM OCHOBHBbIE HAIIPAB/IEHNS COL[MATBHOTO aHa/I3a T€HETUYECKOTO TeCTUPOBa-
HIS Ha TIPEPACIIONIOXKeHHOCTh K Pa3BUTIIO OHKOJIOTMYECKIX 3a00/IeBaHMIl: pa3paboTkKa
METOZIOJIOTMY COLMATBbHOIO aHaIM3a MPAKTUKY eHeTNYeCKOro TeCTUPOBAHNS; MU3yde-
Hiue $aKTOPOB NMPUHATHS PELIeHNs] O MPOXOXKAEHUN TeCTHPOBaHuUs; (HOpMUpOBaHue
PBIHKA TeHeTMYECKOrO TeCTVPOBAHNS U OTHOIICHMIT IIPOfiaBel] — KJIVIEHT; Ky/IbTypHbIe
pas/Inuys B OTHOIIEHUY K TeHeTMYECKOMY TeCTUPOBAHMUIO.

Haunem ¢ paccMoTpeHuMst TOro, Kak COLMaabHble MCCIENOBATENN TIPEIaraloT 13-
y4aTb peHOMEH TeHeTU4eCKOr0 TeCTUPOBAHNA: aHA/IN3 COOTHOLIEHVSI PUCKA U XPOHMYe-
CKOTI 60ome3Hu, TpaHcHopMaIN BOCIPUATHS GOIE3HI 1 TEHETUYECKOTO TECTUPOBAHUS.

P. Aponosu1 B cTarbe «KOHBEpreHTHBIN OIBIT PYCKa ¥ 60/Ie3HI» PacCy>KaeT O Tec-
HBIX J CTIO>KHBIX OTHOIIEHMSIX MEX/[y XPOHUYIECKOJ 60/Ie3HBIO ¥ BOCIIPUATIEM PUCKa ee
pasBuTus. 151 MHOTUX JTIOTel XpOHIYecKast 60Me3Hb COCTOUT 13 TOCTOSTHHBIX PUCKOB
IIPOSIB/IEHVS] HOBBIX CYMIITOMOB VJIM YXYRLIEHVSI COCTOSIHYS, A JyIs NAIVIEHTOB B IPYII-
Ile pUCKa — 9TO PACTylLlas BepPOATHOCTb Pa3BUTHA 60/IE3HN Y IIPOSIB/ICHNUSA CUMIITOMOB
XPOHMIECKOI 6omesnu [7].

Pa3BuTye TEXHOIOTUIT MEHsET OTHOLIEHNE JIIfieil K 3I0POBbIO ¥ CHOCOOCTBYET IPO-
M3BOJICTBY HOBBIX COLVIa/IbHBIX 3HAYECHWI O0/Ie3HU U PUCKA, HOTPEOHOCTY B HOBBIX BJ-
max nHGopMaLuy, KOTopas He BCer/ja yCIeBaeT 3a pa3BUTIeM TeXHOIorun. Kak mokasbl-
BaeT nccnenoBanme Mapnu JIuH u [ip., TIOSM € IMarHOCTUPOBAHHBIM OHKOTOTMYECKIM
3ab0eBaHMeM U C AUATHOCTMPOBAHHOI IPEAPACIONOXKEHHOCTDIO K Pa3BUTHUIO paKa Tpe-
OytoTcs pasHble Bupbl MHPopManuy. OgHAKO B CBA3M C HEXBATKO MHpOpMaLUU s
MaIVIeHTOB C BbIAB/IEHHON MyTanueil B reHax BRCA1/2 oM BbIHYKIE€HBI ONMpaTbCs Ha
uHpOpMaLIo, IpelaraeMylo MaryeHTaM ¢ oHkosnorueit [10]. 9To BemeT K TOMY, 4TO
PUCK BOCIIPMHMMAETCS UMM TOPa3Jio cepbe3Hell BBUAY HeOCTaTOYHO MHPOPMUPOBaH-
HOCTIL.

B paMKax JaHHOTO HAaIIpaB/IEHMs TaKKe M3y4YalOTCsA COLMATIbHBIE CMBIC/IBI T€HETH-
yeckoro tectupoBanys. JI.IIpuop B craTbe, OCBALIEHHON MCCIELOBAHMIO JVICKYPCOB
OTHOCHUTE/IbHO TeHEeTMYeCKOTO TeCTUPOBAHNSA, IIPUXOAUT K BBIBOLY, UTO IIOHNMAHIE Te-
HeTMYEeCKOTO TeCTMPOBaHMs npodeccronanamu u «obsiBarensiMmn» («lay») cumpHo pas-
mm4aeTtcs. «O6bIBaTeNMM» He BOCIIPOU3BOIAT 9KCIIEPTHBIX 3HAHNII HAIIPAMYIO, CO3/IAI0TCS
HOBBIE KY/IbTYPHBIE MHTEPIPETAlMI Y CMBICIIBL, Y IO9TOMY J/IsI IOHUMAaHMNsI COBPEMeH-
HOJI TeHeTUKI COLIVIOJIOTYSI HeOOXO/[MIMa TaK e, KaK U eCTeCTBeHHble Hayku [11].

Janee MbI pacCMOTpUM CJIefyIolliee HallpaBJIeHMe COLVIAIbHBIX MCCIeOBaHNUII Te-
HETMIEeCKOTO TeCTUPOBAHNUSA Ha OHKOJIOTHIO, @ IMEHHO BBIABIEHNUE 1 OIMCaHye HaKTo-
POB IPUHATHS PelIeHNs O TeHeTUYeCKOM TecTupoBaHuu. Cpeny HUX OTMEYAl0T CTHUIIb
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XKVM3HM B OTHOLIEHMN 3[0POBbs, CTPaX AUCKPUMMHALNM, @ TAKXXe HO3UINI0 NHAMBNAA
B COLIMATIbHOMN CTPYKTYpeE.

ITox cTwaeM >KU3HY B OTHOIIEHMY 3[JOPOBBs, COITIACHO ompepeneHuio B.Kokxep-
X9M, TOHMMAIOTCA «KOJUIEKTUBHBIE ITIATTEPHbI IOBENEHNA, OTHOCUTENbHO 3[0pPOBb,
OCHOBaHHBIe Ha BbIOOpE 13 HOCTYIHBIX MHAMBUAAM OILIMIl, COIJITACHO UX JXM3HEHHBIM
mancam» [12, ¢.55]. O6palueHyue K TeCTUPOBAHVAM, OCYIIECTBJIEHVE IPeBEHTUBHBIX
Mep — 9TO KOHKpPEeTHbIE JeVICTBU, COBEpIIaeMble 4e/IOBEKOM C Ie/IbI0 KOHTPOJIA HaJl
COOCTBEHHBIM 3[J0POBbEM WM OTKa3a OT KOHTPO/IA. JJaHHBI MOAXO/ pacKpbIBaeT M-
POKUe BO3SMO>KHOCTH /IS aHA/IM3a TOTO, KaK Y II0YeMY MHAVBUIBI IPYHUMAIOT PelleHNns
0 TeHeTNYeCKOM TeCTMPOBAaHMM W 06 oTKase oT Hero. OTHe/bHbIE MCCTeNOBaHNA I0-
CBAIIEHBI M3YYEHUIO TOTO, KaK (GOPMUPYETCs pellleHre O IPOXOXK/IeHNI TeCTUPOBAHNS
U OT 4Yero 3aBUCUT JajbHelas crparerus yenoseka [13]. III. Xecce-bubep anamusnpo-
BaJjIa 3TU ACTIeKThI C IO3VLINY TeHAepHbIX pasnnunii [14]. KommekTus 6puTaHCcKuX mc-
cnepoBarenei (A. DKKIeCTOH U Ap.) U3yYanu SONTOCPOYHbIe 3aTpaThl ¥ 9P PeKTUBHOCTD
TeHeTNIeCKOro TeCTUPOBAaHNMA Ha Halmn4due MyTannit B renax BRCA1/2 B cutyanuy, ecin
KEHIIVHA TIepeHeC/a PaK AMYHNKOB. ABTOPBI paCCUMTAIN MOJIE/b, BK/IIOYAIONIYI0 PUCKI
1 3¢ eKThI Ipu 0bpaleHNM K IPeBeHTUBHBIM MepaM (OIleparys), a Tak)Ke CTOUMOCTb
VI B/INAHYVE Ha CHIDKEHNE YPOBHA CMEPTHOCTY OT OHKOJIOTMYeCKMX 3aboneBanmit. B nro-
re y4eHble C(pOpMYIMPOBAIN OCHOBHOII BBIBOJ: HAIIpaB/IeHUe BCEX MALMEHTOK C PAKOM
ANYHUKOB HA ITPOXOKIEHEe TeHeTIYeCKOTO TeCTUPOBaHNA OyeT 3P PeKTUBHBIM B I0TI-
TOCPOYHOII IIePCIEeKTYBE I IIO3BOIUT COKPATUTb CMePTHOCTD [15]. Kpome Toro, B Goky-
ce BHYMAaHMA IIPeCTaBNUTeNel JAHHOTO HAIIPaB/IeHNA OKa3bIBA€TCs aHA/IN3 )KM3HEHHBIX
IIAHCOB MHAMBUJIOB B 3aBMCYMOCTY OT TaKMUX CTPYKTYPHBIX ITepeMEeHHBIX, KaK KJ/Iacc,
BO3PACT, TeHJiep, Paca, KOIEKTYBHOCTbD, YCTIOBVA XKI3HN.

OcMbIC/IeHne COLMaNTbHbBIX aCIIEKTOB TeHeTUYeCKOr0 TeCTPOBAHM CBSA3aHO TAKXKe
C M3y4eHMeM PBIHKA 11 5KOHOMIYECKMX OTHOIIeHNuI. PopMupoBaHue pbIHKA reHeTIde-
CKOTO TeCTMPOBAHMs ¥ OTHOLIEHWIT IIPOfiaBel] — K/IMEHT PacCMaTpUBAeTCs B CPaBHMU-
TeNbHOII paboTe PBIHKOB reHeTnyeckoro rectuposanys B CIIA n EBporne. Vccnenosare-
mu C.Xorapr, XK. SIBut, [I. Mensep aHanmusupyoT KOMIAHUY, IpeCcTaB/IeHHbIe Ha PbIH-
KaX, aCCOPTUMEHT TEeCTOB, PETY/IATHBHbIE PAMKN ¥ 3aKOHBI, a TAK)Ke IMTOTPeOMUTeTbCKIe
mpaBa B faHHOI cdepe [16].

[TocmenHee BbIIeIeHHOE HaMM HAIpaBJ/IeHNe COIVATbHBIX MCCIEOBAaHNIT obpaia-
eTCsl K aHA/IM3Y KY/IbTYPHBIX 0COOEHHOCTEl OTHOIIEHNS K TeHeTUYeCKOMY TeCTHpOBa-
HJIO ¥ BKJIIOYaeT B Ce0s1 KaKk CpaBHUTENbHbIE MEKCTPAaHOBBIE MccmefoBanus [17], Tak
U u3ydeHue creluduky oopaileHns K reHeTMYeCKOMY TeCTUPOBAHUIO B 3aBUCUMOCTH
OT KY/IBTYPbI, packl, STHUIHOCTH [18].

ConyanbHble UCCIETOBAHNSA TeHeTUIeCKOTO TeCTUPOBAHNS Ha PUCKM OHKOJIOTMYe-
CKMX 3a007IeBaHMII OXBATHIBAIOT PA3/IYHbIE ACTIEKTHI: pasBUTUeE U BHEJPEHNe JJAHHON
TEXHOJIOTUY, IPUHATYE PellleHNil M MHTePIIPeTaLVIsl PUCKA, PHIHOK Y OTHOIICHMS IIPOJia-
Bell — K/IVMEHT, Ky/IbTypHBbIe PAa3IN4isA B OTHOIIEHNN K TeHeTNYeCKOMY TeCTUPOBAHMIO.
V3y4eHne conManbHBIX aCIIEKTOB TeHeTNIECKOT0 TeCTPOBAHN ONMpaeTCcs Ha 0003Ha-
JeHHBIE BbIIIIe TEOPETNYECKIe OCHOBAHNA: NHTepeC K O0NIe3HN KaK K KOHTUHYYMY, a He
$UKCHPOBAHHOMY COCTOSIHUIO; IPOMU3BOACTBO ¥ KOHCTPYMPOBAHIME PICKA Pa3BUTHA 3a-
OomeBaHNA; IETUTUMALNA MPAKTUKY TeHETIYeCKOTO TeCTMPOBaHuA U GopMUpoBaHIe
PBIHKA COOTBETCTBYIOIIVIX YCIIYT U TOBAPOB; aHA/IN3 B3aVIMOMEIICTBIIS Bpaya 1 MalyieHTa
U eTO BIIVAHME Ha (POPMMPOBaHIME YCTAHOBOK MAlleHTa 110 OTHOLICHMIO K Pe3y/IbTaTaM
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TeCTUPOBAHMA U BBIOOP €ro JajbHeNNX AeiiCTBUI (MOHUTOPUHI COCTOSHNUA, Ollepa-
TYBHbIE BMEIIATENTbCTBA, NHPOPMUPOBAaHNE POACTBEHHNMKOB M IPY3ell O pe3ynbTaTax
TeCTUpOBaHMsA). YKa3aHHbIe HAallpaBJIeHNs MICCTIeJOBaHMII IOBOJIBHO aKTUBHO pa3paba-
TBHIBAIOTCA 3apYOEKHBIMM COIMONIOTaMI. 3/ieCh MBI IMIIb KPAaTKO OTMETMIN Hambornee
Ba)KHbIe IMHIY Hay4HOTO MOMCKA.

ITapagoxcsl, co3gaBaeMble TeHETUYECKUM TeCTUPOBaHUEM
Ha Hanmune myTtanuii B reHax BRCA1/BRCA2

TeneTnyeckoe TecTMpOBaHUe Ha NPeNPacHONOXEHHOCTb K Pa3BUTUIO paka IPyAu
Pa3BMBAIOCDH C IEbI0 COKPATUTD 3a00/1eBaeMOCTh I CMEPTHOCTDb OT OHKOMOTMYECKUX
3a00JIeBaHMIT, OJHAKO B Mla/IbHENIIEM NAQHHYI0 TEXHOIOTMIO Hadaay BOCIPUHVMMATD
C PasHBIX MO3MINIL, 0OHAPYXMIOCh, YTO NMOMUMO MENMIIVIHCKUX Pe3yIbTaTOB JaHHASA
IpaKTUKa BiedyeT MHOTOUYMC/ICHHbIe COlManbHble MocnefcTBUA. C OfHOM CTOPOHBL, CY-
I[eCTBOBAJIO yOeX/ieHNe, YTO BHe[JpeHe TeHETUYeCKOTO TeCTUPOBAHN B MEVIIIMHCKYIO
IPAaKTUKY ITO3BONNUT OCYIIECTB/IATD JIeueHNe Ha CaMbIX PaHHUX CTafiuAX PasBUTUA OH-
KOJIOTMYeCKOTO 3a007IeBaHMA 11 TEM CaMbIM ITPUBEJET K CHIDKEHIIO CMEPTHOCTY MTallVeH-
ToB. C IpYroi CTOpOHBI, CTAJI0 IPUXOAUTH OCO3HAHINE, YTO TeXHOIOTUA T€HeTMYeCKOro
TeCTUPOBAHNA NPUBOIUT K HEOXKMJAaHHBIM I HE BCETa IO3UTUBHBIM COLMAaTbHBIM pe-
3y/IbTaTaM, Cpeil KOTOPBIX OTMEYAI0TCs JYUCKPYMIHAIIVOHHBIE IPAKTUKY U TPaHCPOp-
Malysi COLManbHOrO KOHTPO [13, ¢. 99]. PasBuTine faHHOI TeXHOIOTUY IIPUBEJIO K BO3-
HMKHOBEHVIO CUTYAIUIi, KOTOPble MBI Oy[ileM HasblBaTb IIapaJOKCaMM, IOJl KOTOPbIMU
MOHVMAIOTCA MPOTUBOPEUNA MEXY IOCTYINPYEMBIMM BOSMOXKHOCTSMY T€HETUYECKO-
TO TeCTUPOBAHMA U BO3HUKAMOIVIMIU IIPOOIeMaMyl COLMATbHOTO XapaKTepa, T.e. pedb
UJIeT O HOBBIX COIMATbHBIX NPO6IeMax, KOTOpble CBA3aHbI C BHEPEHNMEM B IMPAKTUKY
TeHHBIX TeXHOJIOTMIL. B JaHHOM pasfiesie Mbl pacCCMOTPMM HECKOJIBKO MapafloKCoB, KOTO-
pble ObUIV BBIAB/IEHBI HA OCHOBE aHA/IN3a COBPEMEHHBIX VICCTIEOBAHMII TeHEeTIYeCKOTO
TeCTUPOBAHMAL.

ITapadoxc 1: [enemuueckoe mecmuposarue co3oaem puck 60ne3Hu mam, 2de ee Mo-
JHem u He 6bimp. COTIACHO UCCTIENOBAHNIO KOMUIEKTIBA poccuiickux apTopos (/1. H. JT1o6-
YeHKO U JIp.), «Ha JJOJII0 HAC/IeACTBEHHBIX popM mpuxoauTcsa 5-10% crydaeB paka Mo-
JIOYHOIT XKenesbl, 30% u3 HUX o0ycnosaeHsl MyTanusamu B reHax BRCA1/2. Cpennue
KyMYIATUBHbBIE PUCKM I/ HocuTeneir myTaumit B reHe BRCA1 gocturaror 87% B OT-
HOILIEHV Pa3BUTNs PaKa MOJIOYHON Xerne3bl» [19, c. 16]. B MegnijnHe BeposATHOCTD pas-
BUTHA paKa MOJIOYHON >KeJIe3bl TPV Ha/IM4IMM MyTaLyil TaK)Ke BapbUPYETCA M 3aBUCUT
OT MHOXKecTBa (PaKTOPOB, Cpefiyl KOTOPBIX OTMEYAIOT KOIMYECTBO POACTBEHHIKOB C OH-
KOJIOTMYeCKVMY 3a00/IeBaHMAMY ¥ XapaKTep TNX 3a00/1eBaHNIT, BO3PACT MAI[eHTa, Ha-
JM4ye PaHHKUX POJIOB, TPYAHOE BCKapM/IVBaHNUe, KOMYECTBO fieTelt [19].

Opnako, HECMOTpPSI Ha TO YTO TECTMPOBAHME TOBOPUT JUIIb O BEPOATHOCTY BO3-
HMKHOBEHVS 60JIe3HY, JIIOY BOCIIPUHIIMAIOT Pe3y/IbTaT KaK caMy 00/1e3Hb, YTO XOPOIIO
WIMIOCTpUpyeT craThsa M. JluH, MOCBAIIEHHAsA MCCIENOBAHNIO CUTYaly HEOIIpeeneH-
HOCTH, B KOTOPOJI OKa3bIBAIOTCS JIIOM, Y3HaBas pe3ynbrarsl TecTa [13]. [IpakTuxa re-
HETMYEeCKOTO TeCTHPOBAHNSA PACIIPOCTPaHAET KaTeropuio 60/IesHy Ha JIofiell, KOTOpble
Ha JJAHHBIII MOMEHT He OOJIbHBI U C OIIpeJle/IEeHHON BepOATHOCTBIO HUKOT/A He 3a00/IeI0T
paxom. P. Kennen, A. Appen-JI>xoHc, P. Vinc npuim K BEIBORY, YTO 60/IE3Hb «CO3AeTCSI»
TaM, Iie ee 1O 3TOr0 He ObIIO: OCO3HAHME XPOHMYECKOTO PYCKA Pa3BUTII OHKOJIOTUM 110~
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MeIIaeT JTII0fieil B KaTerOpuio OOJIbHBIX, 3aCTaB/IAs VX IePeXXMBATh OLYIIeHNs, CXOHbIe
C IepeXXuBaHyeM camoit 6oyesnn [20].

Ilapadokc 2: [enemuueckoe mecmuposarue 00HOBPEMEHHO NPOUIBOOUN OULYUleHIEe
KOHMPOA HAO cumyayueii u puck. ITO MPOABIAETCA Ha HECKOIBKNX YPOBHAX: a) KOTZIa
4eJIOBEK Y3HAET, YTO B CeMbe OBbUIM C/Iydayl paKa MOJIOYHON Ke/e3bl; 6) KOTfa 4eoBeK
IIepeXOiUT Ha HOBYIO MOJIe/Tb ITOBCEIHEBHO >KM3HU M MTOCTOSHHO ITPOXOAUT CKPUHMH-
ru [20]; B) KOIla 4e/IoBeK pelaeTcsl MPOITU TeCT Ha HajM4Me TeHeTUIeCKUX MY Talnit
¥ Y3HAeT O MOJIOKNUTETTbHOM pPe3y/IbTaTe; T) KOT/a 4e/IOBeK OCO3HAeT CBOK OTBETCTBEH-
HOCTb IIepef] CeMbeil 3a TO, YTOObI OHU TOXKe IIPOIIIM 3TOT TecT (Hanboee OCTPO 3TOT
BOIIPOC CTOUT B OTHOIIEHUN fIeTell, B YaCTHOCTYU CUTYaIlM) IUTAHMPOBAHNA HeTell); 1)
KOIZIa YelOBeK pellaeTcsl Ha ONepaTMBHOE YAaleHue TPyAN WM MeIUKaMEeHTO3HOe Jie-
yeHye [15]. Bce aTu cutyanyum o6beIMHSET TO, YTO, C OFHOI CTOPOHBI, 00peTas MHPOop-
MAIVIO O TIPEIPACIIONIOKEHHOCTY K Pa3BUTHIO OHKOJIOTMYECKOTO 3a00/1eBaHMsA, YeTIOBEK
Iojy4yaeT OOJbIINI KOHTPOJIb HaJl CBOEI XXI3HBIO. VIHAMBI], 3HaeT 00 9TOI BEpOSTHO-
CTU U MOXKET IPeANPUHIMATDb KaKye-1no0 [eiiCTBUA /I MpefoTBpalleHns 3aboepa-
HIISA, HAIIPUMep, B CIy4ae C paKOM I'PYAY 9TO MOXKeT OBITh pajiiKaTbHAsA MaCTIKTOMIUS
vy nekapctBa. C APyroii CTOpPOHBI, IpMoOpeTas 3TO 3HaHME, Ye/IOBEK IepeMelaeTcsa
B TPYIITY PUCKA U BBIHYXX/IeH IIPUHIMATb Ha Ce0s OTBETCTBEHHOCTD 3a CBOE 3JJ0POBbE
¥ Ja/IbHeIiINe IeVICTBUA. Y YelloBeKa B 9TOM C/Iydae eCTh HEeCKO/IbKO CLieHapueB: oOpa-
I[eHNe K IIPeBEHTUBHBIM MepaM, MOHUTOPUHT CUTYaLlUy VIV OTPUIIAHNE 3HAHNA. DTU
CLIeHapuy BIIOJIHE MOTYT CMeILIMBATbCSA WIM CMEHATDb Apyr apyra. Ilogpo6Ho mporecc
BBIOOpA MY aTuMM cTparternamy omvcbiBaeT 111 Xecce-bubep B kuure «B oxupmannn
paKa: OIIBIT >KeHIIVH B TeHeTYECKOM TeCTHPOBAHNUM U IPUHATUE MEULIMHCKIX pellle-
HUJI OTHOCUTE/IBHO paKa Py U IMYHUKOB» [21].

Ilapadokc 3: Ienemuueckoe mecmuposanue, HANPAsNeHHOe HA yryuuieHue 300-
DOBLA U HUSHU HACeneHUs, co30aem OucKpumuHayuro. Kak mokaspIBaloT MCCIeoBaHMAA,
B CIIIA TecTMpoBaHUe IPOXOAAT B OCHOBHOM Oe/lble KEHIVHBI 13 CPeJHET0 U BbICIIe-
TO KJIACCOB, TOT/]a KaK JPyTue KaTeTopyu HaceleHnsA MOTYT ObITh Topasjo Gosee mpern-
PACIIONIO>KEHBI K PasBUTHUIO PaKa TPyANU, HO IPU STOM He VIMEIOT (pUMHAHCOBBIX BO3MOX-
HOCTelT 1A oOpallleHns K JaHHbIM npolenypaM. OrpaHudYeHne JOCTYIa BO3HUKAET
B CBA3M C BBICOKOJ CTOMMOCTBIO T€CTMPOBAHNSA, HEOCTATOYHBIM MH(GOPMUPOBaHMEM
Y OTCYTCTBUEM IIPEBEHTVBHBIX YCTAHOBOK B OTHOLICHNN 37I0POBbA Y II€/IEBBIX TPYIII
[21]. M. Kacnep u [I. MOppUCOH IIONArarT, 4YTO AUCKPUMUHALUA HOPOXKJAETCS CaMOl
BO3MOYXHOCTBIO T€HETUYeCKOTO TeCTUPOBAHMSA, YTO Hanbosiee ApKO BUITHO IPY UCIIONb-
30BaHMYU TeCTUPOBAHNUA Ha HaJM4Me TeHeTMYeCKMX 3a0ojieBaHMil B IepUHATAIbBHOM
neproze [22]. OCHOBBIBAsACH HA pe3y/IbTaTaX Te€HETUYECKOTO TeCTUPOBAHNSA, PONVUTENN
MOTYT IIPUHVMATD pellleHVe O poX/eHuM pebeHKa mim o6 OoTKase OT Hero, TOrja Kak
peub TaKXKe MIET JMIIb O BEPOATHOCTYU pasBuTys 3aboneBanus [23]. Takum ob6pasom,
PUCK, BEPOSITHOCTb BOCIPMHMMAIOTCS KaK CBEPIIMBIINIACSA PAKT U 0OBEKTUBHAS peajib-
HOCTb. ITO KacaeTcs U TeCTUPOBaHMA Ha Hajauane MyTanuii B reHax BRCA1/2. CornacHo
uccnenosanuio H. Xannoyas, Ha OCHOBaHMM Pe3y/NIbTaTOB TeCTa O IPePaACIIONOKeHHO-
CTU K Pa3BUTHIO OHKOJTIOTMM XKEHIIVHBI MOTYT CAMOCTOATENIbHO OTPAaHNYMBATD CIIEKTP
OTKPBITBIX MIM BO3MOYKHOCTEN! (M/IM BOCIIPMHUMATD €I'0 OTPaHNYE€HHbIM), OCHOBBIBASICh,
HanpyuMep, Ha IPefiCTaBIeHNy 00 OTBETCTBEHHOCTH Iiepef ceMbeil [24].

MBI BBIJINIVIY TPV OCHOBHBIX NIPOTUBOpeYns (Iapafokca), CBA3aHHBIX C BO3MOX-
HOCTBIO T€HETMYECKOTO TECTMPOBAHMA Ha IIPEPACIIONOKEHHOCTb K PasBUTHIO pakKa
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TPyAU: IPOU3BOACTBO PUCKa OOJIE3HU, NMPOTMBOCTOSHUE MEXAY YYBCTBOM KOHTPO-
71 M OCO3HAHMEM PUCKa, IPOsABIEHME OUCKPMMUHALMY — BCE 9TO COLMOKYNIbTYpPHBIE
(baxTOpBI, OKpy>XKaIoLIJe SIB/IeHNe TeHeTYeCKoro TecTupoBanms. He cam mo cebe dakr
TeHETNYECKOTO TeCTUPOBaHNA WIN PE3YNbTaT TECTUPOBAHNA B BIUJI€ BEPOATHOCTH IIPO-
U3BOAMT COLMAIbHBIN PUCK, @ COLIMAIbHBIN PUCK KOHCTPYUPYETCS B IIpoliecce IPOX0XK-
TeHNA TeHeTUIECKOTO TeCTUPOBAHNA, €My MPUINCHIBAIOTCA pasHble CMBIC/IBI BpadaM,
OKPY>KaIOI[MMH, CAMIUM TIal[IeHTOM. [eHeTn4eckoe TecTupoBaHMe IOPOXK/IAeT ellje MHO-
YKEeCTBO ITaPaJlOKCOB, KOTOPbIE MBI HE PACCMOTPEIN, JAHHASA CTAaTbs IPENCTABIAET COO0I1
JIMIIb KPATKMIl 9KCKYPC B 06/1aCTh TeHEeTUIeCKOTO TeCTMPOBAHNS Ha IPepPacIoIoKeH-
HOCTb K OHKOJIOT L.

3akiroueHne

Omnkonormyeckne 3a60/eBaHNA CePbe3HbI ¥ CTAaBAT MHOXECTBO BOIIPOCOB IIeper
BpavyaMM M YYEHBIMY Ha IPOTSHKEHUM MHOTUX JIeT. 3a00/1eBaeMOCTb PAaKOM PacTeT KaX-
JIBIiL TOTT, ¥ 1O CYIX TIOp He BCEeTrfia BpadyaM yHaeTCs M3/IedrBaTh 3Ty 60/1e3Hb, 0COOEHHO Ha
TIO3[JHMX CTAJMAX €e Pa3BUTUA. YCIeXM B 00/1acTy 6MOIOrMY U TeHETUKM BHOCAT BKIIA
B IIepeX0f; K IPEeBEHTUBHON MeMLIMHE, OPMEHTUPOBAHHON Ha IPENOTBpallieHle Pa3Bu-
T 60/Ie3HU BMeCTO ee JiedeHNs1. Ha MecTO BBIUMC/IEHNS CTaTUCTUYECKON BepOSATHOCTI
007e3HN, OCHOBAaHHOI Ha y4eTe BO3PACTa M COMTY TCTBYIOMIMX 3a00/IeBaHMIl MOTEHIIVAIb-
HBIX IallMIeHTOB, IPUXOAMUT IOHMMaHMe PUCKA, CBA3aHHOTO C BO3MOXXHOCTbIO BBIABIIE-
HIA HAaCTIeICTBEHHBIX POPM OHKONOIMYecKMX 3aboneBanuii. [eHeTIdecKoe TecTMpoBa-
HIte, 6a3upylolleecs: Ha OIPe/e/IeHNN TeHOB, OTBETCTBEHHBIX 3a PasBUTHUE PaKa MOJIOY-
HOJL KeTIe3Bl, MI03BOJIAET TOBOPUTH O BEPOATHOCTY BOSHMKHOBEHMA 37I0KAY€CTBEHHOIN
OITyXO/M J/IS1 KaXKJ0T0 KOHKPeTHOro yenoBeka. OHaKo BHepeHMe TaHHOI TeXHOMIOT UM
MHTEpeCyeT He TONIbKO NPefCTaBUTENEN 3[paBOOXPaHEHN, HO U COLIMIOTIOTOB, TOCKONIBKY
OHO OKa3blBaeT B/IMAHME Ha IIOBCEIHEBHYIO )KI3HD Ye/I0BEKa, OTKPbIBas /i1 HEIO HOBbIe
BO3MO>XHOCTJ ¥ HOBbI€ PUCKN. B JaHHOM c/ly4yae IIeHTpa/JbHBIMM TEMaMI CTAaHOBATCSA
N3ydeHue CTWIA )KMU3HM B OTHOIIEHNIN 300POBbA, UCCIIENOBAHNA PAa3BUTNA VI BHEAPEHNA
TEXHOJIOTMY T€HETUYECKOTO TECTUPOBAHMA B MPAKTUKY MEAMIITHCKON IIOMOIIY, @ TAKKe
PVICKOB, OTpaHMYEHUI ¥ BO3SMOXKHOCTe, KOTOpbIe IPOU3BOIATCA BO3MOXKHOCTAMM JIaH-
HOI1 TEXHOJIOT VM.

HecMoTps Ha TO UTO pa3BUTME HAYK! U TeHETMYECKOTO TeCTVPOBAaHNA B HACTOALI
MOMEHT BUJUTCA BO MHOTOM C ITOJIOKUTEIbHOI CTOPOHBI, MCCTIEI0BATENIN TOBOPAT TaK-
e U 0 MPOTUBOPEUNAX, IOPOKAAEMbIX CaMOJl BO3MOXKHOCTbIO T€HETUYECKOTO TeCTH-
poBaHMA Ha Hamu4uue MyTauuu B reHax BRCA1/2. 9T nmapamoKchl, ¢ OfHOM CTOPOHBI,
CBsI3aHBI C IIPOM3BOACTBOM OOJIE3HU TaM, IJie ee 10 STOTO He ObLIO, a C PYTOoil CTOPOHBI,
C TIOC/IE,CTBYUAMY 3HAHMA O BO3SMOYKHOCTH TE€CTHPOBAHMA VM OTBETCTBEHHOCTBIO, KOTO-
PYI0 HaK/IajbIBaeT Ha Ye/IoBeKa IIO/TyYeHHbII pe3ynbTarT.

Torma xak MHOrme 3apyOe)XHble y4eHble aKTVMBHO MCCIEAYIOT COIMaIbHbBIE II0-
CIefCcTBUSA OMOMEeIMIIMHCKIX TEXHOIOTMI, B YaCTHOCTY TeHeTMYeCKOTO TeCTHPOBAHUS
Ha PMCKM BO3HMKHOBEHNs PaKa MOJIOYHOI JKele3bl, B Poccum 3TOT BOIPOC M3ydaeTcs
B OCHOBHOM C TOYKM 3PeHMsA MeJUIIMHBI U 3afa4 YIpaBJIeHUs 3[l0pOBbeM HaceleHUA.
TeXHOMOTMA reHeTNYEeCKOTO TeCTPOBAHNA IpHobpeTaeT Bce OOMbUIYI0 MOMYIAPHOCTD
B HaIlleil CTpaHe, B CBA3MU € 4YeM HeOOXOVM TIATe/IbHBII aHa/IN3 COLMA/IbHBIX ACIIEKTOB
TeHETUYECKOTO TECTUPOBAHMA B POCCUIICKOM COLIMOKY/IBTYPHOM KOHTEKCTE.
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The 21% century is recognized as the age of genetics due to significant discoveries that have
revolutionized the understanding of the human genome. This turn largely determined the
possibilities of modern preventive medicine, including the ability to diagnose the likelihood of
disease on the basis of analysis of human genes. For cancer treatment, a serious disease recog-
nized as socially significant, these discoveries provided new resources in the fight against the
disease, which, ultimately, should lead to a reduction in morbidity and mortality. However, the
emergence of this treatment technology has offered new questions related to ethical, social,
economic, cultural and other aspects of genetic testing for cancer susceptibility. The article is
devoted to the social aspects of genetic testing for susceptibility to breast cancer (mutations in
the BRCA1/2 genes). Readers are offered a brief overview of the existing research areas, and
also proposed an analysis of the paradoxes arising due to the development of genetic testing
technology.

Keywords: empowerment, risk, oncology, genetic testing, cancer susceptibility, breast cancer.
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