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AHHOTAUMS

Mo AAHHBIM CTATUCTMYECKMX UCCNEROBAHMI, MobansHoe Bpems 3nokaYecTBeHHbIX HoBooGpasosarui (3HO) octaeTcs BbicOKMM.
CyLLecTBEHHYIO AOMO COCTABAAIOT HACNEACTBEHHBIE OMnyxonesble cuHapomsl — 10 20% cnydaes 3HO; ux ceoeBpemeHHas AMArHOCTUKA
OTKPbLIBAET MyTb K PAHHEMY BbISBAEHMIO U NpodunakTuke 3abonesanus. B cratbe npeacrasnen 0630p noaxonos k GOPMUMPOBAHMIO
Py NAUMEHTOB BLICOKOTO FEHETUYECKOTO PUCKA C YHETOM MOMYMALMOHHLIX OCOBEHHOCTEN U KIIMHMKO-CEMEMHBIX KpuTepues. [oka-
30HO, YTO PUCK-CTPATUGUKALMA M NEPCOHANM3MPOBAHHOE AMHAMUYECKOE HOBMOAEHWE (HANPUMED, PAHHSAS MATHUTHO-PE3OHAHCHAS
(MP) Busyanusaums npu Hocutensctee BRCA1/2, npuoputeT HEMOHMSMPYIOLMX METOAMK y HocuTenen TP53) cmelnaioT BeiIsBnSemMocTs
K POHHMM CTOAMAM U CHUXAIOT TEPANEBTUYECKYIO HArPy3Ky. POCCMOTPEHBI 3TAMBI U MHCTPYMEHTBI MPOTPAMMBI HOBMIIOAEHMS: KOCKAZHOE
TECTMPOBAHME B CEMbE, CO3AAHME PETUCTPOB M PA3PABOTKA MAPLIPYTU3ALMM NALMEHTOB. [TpeanoXeHsl NPAKTUYECKME Wark 4ns Mac-
WTABUMPYEMOTO PA3BEPTLIBAHUSA OHKOrEHETUYECKOTO CEPBUCA HA YPOBHE YYPEXAEHUS M PETMOHA: LEHTPANM3OBAHHAS MHTEPNPETALMS,
perncTpoBas oT4eTHOCTb, MT-nHTerpaums (06veanHeHue pasnmyHbix MHGOPMAUMOHHBIX TEXHONOMIA), TapudHoe nokpuiTe MP-meTonos
1 PUCK-CTPATUGULMPOBAHHAR SCKANALWS /AE3CKANAUUA HABNIOAEHMS.

Knmoueesie cnoea: onkorenetvika, BRCA1/2, TP53, ckpuHUHT, OPraHn3aums 3apaBoOXPAHEHMS, HOCIEACTBEHHbBIE OMYXONEBbIe
CHMHAPOMBI.

Abstract

Epidemiological data shows that the global burden of cancer still remains high. Hereditary cancer syndromes (HCS) account for up
to 20% of all cancer cases, and their early diagnosis represents a crucial opportunity for prevention and timely intervention. This article
reviews current approaches to identifying and stratifying individuals at high genetic risk, considering population-specific patterns and
clinical-family criteria. Risk stratification and personalized surveillance strategies — such as early MRI screening in BRCA1/2 carriers and
prioritization of non-ionizing imaging modalities in TP53 carriers — shift detection toward earlier stages and reduce the overall therapeutic
burden. The paper discusses key components of surveillance programs, including cascade testing within families, establishment of registries,
and development of structured patient care pathways. Practical steps are proposed for scalable implementation of oncogenetic services
at institutional and regional levels: centralized data interpretation, registry-based reporting, IT integration, reimbursement mechanisms
for MRI-based modalities, and risk-adapted escalation or de-escalation of follow-up intensity.

Keywords: oncogenetics, BRCA1/2, TP53, screening, healthcare organization, hereditary cancer syndromes.
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Beepenue opraHusanumu sgpasooxpanenusa (BO3), exeronHo B Mupe
3a mocyeHMe TPULATD JIET METObI AMATHOCTUKY U JIede-  PerMCTPUPYeTCs OKOMO 18 MIIH HOBBIX C/y4aeB paka 1 9.6 MIH

HUS 37I0Ka4eCTBEeHHBIX HOBooOpasoBauuit (3HO) sHaunTenpHoO
IIPO/IBMHY/IACh BIIepefl, a TOKa3aTe/nN BbDKMBAEMOCTH yBe-
nuyunuck BaBoe. HecmMoTps Ha 910, 110 faHHBIM BeceMupHo

CTydYaeB CMEPTH OT OHKOJOTMYeCcKuX 3abonesanuii. [Ipumep-
HO y K@XKJOTO IIATOTO MY KUMHBI VIV JKEHIUHBI B MUPE PaK
pasBMBaeTCA B TeUeHNUE XU3HU, B TO BpeMs KaK IIPUMEPHO
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Hpyrue 3SHO
281219 (44.2%)

Paxk Tema markum 29 852 (4.7%)

KonopexranpHblit pak 83 693 (13.2%)
Pakx Momo4HOI >Kene3nl
78 893 (12.4%)

Pak nerxoro 70 362 (11.1%)

Pak npepcraTenbHOI >Kee3bl
52712 (8.3%)

Paxk >xenynka 38 883 (6.1%)

Bcero 635 560

Puc. 1. 3a6onesaemoctb 3HO B Poccuiickoin Pepepauum 3a 2022 r., no panHbim BO3, HesaBMcumo ot nona u Bo3pacra B a6CoONIOTHbIX

3HAYEHUAX U Mo HacToTe

KaXX/Iblil IeBATDIN MY>KUMHA M KaK[as IBeHa/ljaTas >KeHIHa
oT Hero ymupaloT. Ha ocHOBe CylecTBYIOIINUX TeHIeHLNI
B YBe/IMYEHUM YMCIEHHOCTU Hace/leHNA U MPOJOIIKUTENb-
HOCTM XVI3HU, yYeHble IPOTHO3UPYIOT 60jiee 35 MJIH HOBBIX
ciaydaes paka B 2050 ., 4To Ha 77% 6ombie, uem B 2022 1. [1].

K 2023 r. nokasarens 3abonesaemoctu 3HO B Poccun,
o ganHbiM A.Jl. KanpnHa ¢ coaBT. [2], 3HaUnTeIbHO BBIPOC
u coctaBun 461.1 Ha 100 teic. HaceneHus. B Mockse B 2023 1.
KONMM4ecTBO BHepBble BulABIeHHBIX 3HO cocrasuno 54 598
cny4vaes, 310 415.2 na 100 ThIc. Hacenenns, a K 2024 r. moxkasa-
TeJIb BBIPOC 70 416.9 Ha 100 TbIc. Hacemenus (54 819 cnyyaes
BrepBble BbIABIeHHbIX 3HO). Eciin paccMaTpuBaTh CTPyKTY-
py sabonesaemoctu 3HO B Poccuu, To Begymumu B ob1et
(0o6a moma) CTPyKType OHKOJIOTMYeCKOi 3a60/1eBaeMOCTH,
3a MCK/IIOUEHMEM PaKa KOXU, ABIAIOTCA: MOTOYHasA ele3a
(12.3%), Tpaxes, 6ponxu, nerkoe (8.7%), mpeacrarenbHas
xenesa (8.7%), obogounas knmka (7.1%), xenynox (5.0%),
IpsAMasd KUIIKA, PeKTOCUTMOUTHOE COeIMHe e, anyc (4.9%),
nuMdarndeckas M KpoBeTBOPHas TKaHu (4.5%), Teno MaTKu
(4.3%), mouka (3.9%). AHa/mornyHas CTaTUCTHKA 110 Poccmit-
ckoit ®epepanun 3a 2022 r., no ganusiM BO3 [3], npencTas-
neHa Ha puc. 1.

HecmoTps Ha mporpecc MeUIINHLI ¥ COBPEMEHHBIE METOMIbI
IVMArHOCTUKM 1 JIe4eHN A, BKII0YAs XUMUOTEPAINIO, Ty4eByI0
TePANNIO ¥ XMPYPIrudecKoe BMENIaTe/IbCTBO, TOKa3aTeNb I1A-
TUIETHEN BBDKMBAEMOCTY OONbHBIX PAKOM OCTAeTCs CPaB-
HUTEIbHO HU3KUM, COCTaBIAA okono 50% B Poccun nporus
npumepHo 65% B Espome u CIIA.

®opMupoBaHue IPyNi BHICOKOTO

TEHETUYECKOI0O pUCKa N X HaGHIO,'E[eHI/Ie

OCHOBBIBAsICh Ha NPEICTABIEHNAX O TeHETUYeCKUX (aK-
TOpax, OblIa BbIie/IeHa rpynna 3aboIeBaHnil, IPOsIBIEHIE
KOTOPBIX 3aK/TI0YAETCA B TIEPEade U3 TOKOIEHISI B TIOKOEHE
IIPePACIONOXEHHOCTH K TOMY VM/IM MTHOMY BUAY paKa, — Ha-
crnencTBenHble onyxonesbie cuuppomsl (HOC) [4]. Hocurenn
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MyTauuit, accounuposanubix ¢ HOC, mopBepeHbl BBICOKOMY
PUICKY pPa3BUTHA OIYXO0JIell B IeTCKOM 1 MOJIOfIOM BO3pacTe,
a TaK>Ke CMHXPOHHBIX M MeTaXPOHHBIX MHO)KECTBEHHBIX OITY-
xoneit. BepoaTnocTs Hacnefosanusa HOC yerna B ocHOBY
[IporpaMM HaOMIOfieHNsI 3[[0POBBIX HOCUTEIEN MaTOTEeHHBIX
TeHeTMYeCKNX BapMaHTOB, HAllpaB/IeHHBIX HA PAHHIOKW I1-
arHoctuxy 3HO [5].

CaMBbIM 4aCcTO BCTPEYAIONIMMCA HaCTeACTBEHHBIM OIyXO0-
JIeBBIM CHHJIPOMOM B IIOIY/IALMY CUNTAETCA CuHApoM JInHYa,
KOTOPBIiT aCCOLMMPOBAH C HOBBIIIEHHBIM PICKOM BO3HIKHO-
BeHnA 3HO Toncroit knukn u sugometpus. Cuagpom JInHga
BCTpeyaeTcs B cpefiHeM 1 : 250 yenoBeK 1 00yC/IOB/IeH MyTa-
nuaMmu B renax MLH1, MSH2, MSH6, PMS2, EPCAM. Ha-
CTIefICTBEHHbIE OITyXO0JIeBble CMHAPOMBI, PACIPOCTPAHEHHOCTD
B IONY/IALMM ¥ KIMHUYECKNE TIPOABIEHNA IPeCcCTaBlIeHbl
B Tabm. 1.

Bropoe MecTo 1o pacnpoCcTpaHeHHOCTU 3aHMMAEeT Hacylef-
CTBEHHBII PaK MOJTIOUHOJI Ke/Ie3bl U ANYHMKOB, BCTPEYaeMOCThb
KOTOPOTO B IONY/IALMM, IO JaHHBIM Pa3HBIX aBTOPOB, OT
1:300 mo 1 : 800. Knuum4ecku 3TOT CUHAPOM XapaKTepusy-
€TCs NOBBIIIEHHBIM PUCKOM Pa3BUTHA paKa MOJIOYHOI Ke-
7e3bl (IIpyYeM 4acTo C ABYCTOPOHHMM IOpPa’KeHUEM) PaKOM
SIMYHNMKOB VM TIOfIKEYI0YHO JKe/le3bl, C pAHHNMM BO3PacTOM
mauundecranguu (go 50 ner) [7]. Myranuu B renax BRCA1
u BRCA2 npusHaHbl OfHUMM 13 HanboIee 3SHAYNMBIX (PaKTO-
POB pUCKa HaCTIeCTBEHHOTO paKa IPyAy ¥ ANYHMKOB B MUpe.
ViccnemoBaHus MOATBEPK/AIOT, YTO YACTOTA ITUX MyTaluii
BAapbUpPYeT B Pa3MMUHBIX HOMY/IANUAX B 3aBUCHMOCTY OT UX
STHUYECKOTO U TeorpapIecKoro MPOUCXoXieHns. B memom,
UX BKJaJl B pa3BUTHE PaKa AMYHMUKOB OLIEHUBAETCA OT 5 10
50% ciy4aeB, IpY 9TOM B OIIpefie/IeHHbIX I'PYIIAaX BbIAE/IA0TCA
3¢ dexTh! «ocHOBaTeNs» (Hac/IeNCTBEHHO-3adMKCYPOBaHHbIE
MYTaIVH, XapaKTepHbIe I OTAETbHBIX IIOMY/IALNIT), 06yCIaB-
JIMBAOIIVe OTHOCUTE/IbHYIO HElIeBU3HY M OCTYIHOCTD UX
IVIATHOCTUKM Cpely HOCUTeNeN 13 KOHKPETHBIX STHMYECKNX
rpyni. PasHoo6pasine 1 paclipocTpaHeHHOCTb MYTALIMI1 B TeHaX
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Tab6mmma 1

HacnepcreeHHble onyxoJieBblie CUHAPOMBbI, PACNPOCTPAHEHHOCTb B NONYJIALUUMU U KJIMHUYECKME NPOoaBJIeHUs

Cunppom Yacrora cuHpoma Knnanyeckue npossneRns

Cunppom JInH4a (ceMerHbIi ~1:250 - 1000
HEIO/INIIO3HBIIT PaK TOICTON Kuikn) / pak 6]
HOKETYIOYHON XKe/le3bl, AMYHIKOB

Hacnemcreennblit pak MOIOYHOM JKeTle3bl ~1:300-800

U AMYHVKOB / paK MOPKETyJOYHOM JKee3bl  (MCK/IoYas eBpeeB
AlkeHasu, rjue
YacToTa JOCTUTAET
1:40) [7]
CeMeITHBI aZleHOMATO3HbIN TIOIATIO3 / ~1:5000 - 18 000 [8]
¢ depeHIVPOBAHHbI PaK IUTOBUHON

Kerme3bl (YacTo MaIIIPHBIN); paK

MIOJPKEITY/IOYHON >KeJle3bl

Cunppom PTEN-ramaprom /

¢ depeHIPOBaHHbI PaK IUTOBUHOM
Kere3bl (0c0OeHHO (OMIUKYIAPHBIN);
MHOTOY3JI0BOJT 300

IIpeAronoXXnTenbHO
1:9000 - 13 000
(1:200 000 o cTapbiM
orieHKam) [9]

Cunppom JIn-Opaymenn / 1:5000 - 20 000

aJIpeHOKOPTHKA/IbHAS KapIIVTHOMA; [10]
IuddepeHINPOBaHHbII PaK MIUTOBIIHOIN

JKeTIe3bl

MUTYH-accorumpoBaHHbIN ~1:24160
Ko7mopekranbHblil pak / MUTYH- [11]

aCCOLMMPOBAHHBIN MONNIIO3 / paK
AVYHUKOB

Cunppowm Ilevitia - Erepca / pak ~1:50 000 - 200 000

TIOJKETY/I0YHOM >KeJle3bl; CTPOMasIbHbIe [12]

OITyXO/V AMIHUKOB; PAK AMIEK

(KpyIHOKIeTOUHAs Ka/IbLU(pUIMPYIOLIas

omryxosnb KeTok CepTonm)

HacnepcrBennsiit i ysHbli ~5-10:100 000
pak >kenyzKa / KapIMHOMa BUIOYKOBOJI [13]

JKe1e3bl; paK AMIHNKOB

CHUHIPOM I0BEHIIbHOTO IIO/INII03a / PaK ~1:100 000 - 160 000

TIOZIKETyIOYHO JKee3bl [14]
HacnepcrBennas memanoma / pak He onienena
HO/KETYOYHOV JKeJIe3bl [15, 16]

BRCA1 1 BRCA2 cBUfieTeTbCTBYIOT O CTIOXHOI TeHeTUYeCKOI
AMHaMIKe 110 BceMy Mupy. Cpeny nccnefoBaHHbIX ITOMYIALUI
HaubObIIasa KOHLEHTPaLus HOCUTENell MyTaluil 060Hapy>Ku-
BAETCH B IONY/IALMM AIIKEHA3CKIX eBPeeB, Ie TPU MyTalun
(185delAG, 5382insC miss BRCA1 u 6174delT pis BRCA2)
JIMEIOT CTaTyC OCHOBHBIX M BCTPEYAIOTCA C BBICOKOJN 9aCTOTOM
(60% s AnyaMKOBOrO M 30% [/1A paHHETO paKa IPyAy B OIpe-
JieTIeHHBIX KoropTax) [17]. B Apyrux sTHMYeCKVX IPYIIIaX Takxe
HaO/TI0AI0TCS SMIIeMIOTIOTTYeCKIie 0COOEHHOCTI, HallpuMep,
BbICOKMe IToKasaTenu myrauyu BRCA2 999del5 B Vicnanaum -
8.5% cpenu malleHTOK C paKOM MOJIOYHOI1 >keste3bl U 7.9% cpenu
HaLMEeHTOK C paKOM AMYHUKOB [18] u crienpuduyeckne narrepHol
B nonynAnuaAx crpad CesepHoit EBpormsl, Takux kak Hopsernsa
u Ounnsapus. B Hopserun Hocurensmu geyx founder-myTtanmii
BRCA1 saBnatorcs 2.9% 60MbHBIX SIIMTENMANTbHBIM PAKOM ANY-
HYKOB [19], a B @unauaum BRCA-MyTanym BbIABICHBI Y 5.6%
(13/233) manmeHTOK 13 HeCEeNeKTUBHO KIMHIYECKOI KOTOPTHI
C pakoM AMYHUKOB [20].

INoBbimenHbIit puck BosHuKHOBeHMA 3HO To/MCTOM MLH1
KUK, SHTOMETPNSA, C PAHHVM BO3PacTOM MSH?2
MaHupecTanyn. Bo3MOXXHBI KOKHbIE IPOSBICHIA MSH6
B BIifle aTepoM, Gprbpom

PMS2

EPCAM
[oBbIEHHBI PUCK paKa MOJIOYHOI XKeJe3bl, BRCA1
AVYHUKOB U IOJPKETY/IOYHON JKeyIe3bl, C pAHHUM
BO3pacToM MaHupecTaym. YacTo AByCTOpOHHEE MN
MHO>XECTBEHHOE ITOPaXKeH!e BRCA2
BbIcokmi1 pycK pasBUTHA COTEH MOIMUIIOB TOJICTO APC
KUIIKY C HEM30EXXHOI MaIMTHU3AIVIEl; TIOBBIIIEHHbII
PUCK paKa HOJKeTy/I09HOIA >KeTIe3bl
IToBbIEHHBI PUCK paKa IIMTOBUIHO JKe/Ie3bl PTEN
(qame GpommKyIApHOro) Ha (POHE MHOXKECTBEHHBIX
T0o6pOKaueCTBEHHBIX OITyXO/Ieil (raMapToM) KOXI
U CIMBUCTBIX
KpaitHe BBICOKIIT PIICK MHOYKECTBEHHBIX TP53
3/10Ka4eCTBEHHBIX OITyXO/Iell B MOJIOfJOM BO3pacTe,
BKJ/TIOYasl CAPKOMBbI, PaK MOJIOYHOI! YKeJIe3bl, 1€/ 1KO3bI
U aJpeHOKOPTUKA/IbHBIN paK
[ToBBIIEHHBIN PYCK MHOKeCTBEHHBIX afieHoM ToncToir ~ MUTYH
KIIIKY ¥ KOJIOPEKTAIbHOTO PaKa, C pAHHVM Ha4ya/loM
(oxomo 45-55 71eT); yMepeHHBIiT PUCK paKa SAMYHIKOB
Bricokmit puck paka MOpKeTy0YHON >Ke/le3bl STK11
7 crieriIIecKyX OIyXoIeli TOMOBbIX XKeyle3
(AMIHMKOB, ANYEK); XapaKTepHbIe IIMTMEHTHbIE IATHA
Ha CIM3MUCTHIX. MaHngecranys B MOTofoM Bo3pacTe (o
30 ner)
Pesko NOBBINIEHHBI PUCK PaKa >KeTyfKa CDH1
(zmddysHoro THIIA) C OYEHb PAHHMM Hauya/IoM
9acTo 70 40 j1eT); MOBBIIEHHbII PUCK PaKa MOJIOYHOI
>Kere3bl (IOIbKOBOIO THUIIA)
IMosbirenHsit puck paka JKKT (xemynka, TOnCTOM BMPRIA
KUK, TIOJ[KeTyIOYHOI skene3bl). Manudecrarys SMAD4
B JIETCKOM VIV IIOAPOCTKOBOM BO3pacTe
Pesko OBBINIEHHBI PUCK Me/TAHOMBI M PaKa CDKN2A
TIOZKETYLOYHOII XKee3bl. MaHmgecTanys Me/ITaHOMBI CDK4

JacToO B MOJIOZIOM Bo3zpacTe (o 40-50 set)

B asmaTckux cTpaHax, Takux Kak Amonusa n I0xuasa Kopes,
myTtanuu B reHax BRCA1 u BRCA2 BcTpevaroTcs pexe, OGZHAKO
TaK)Ke UTPAIOT K/II0YEBYI0 POIb B IIATOTEHE3€ HAC/Ie,CTBEHHOTO
paxa. B fAnonuu myranuu BRCA1 o6napysxens! y 5.3% (4/76)
HAIMEeHTOK ¢ pakoM sAn4HuKoB [21], a B FOxHo1t Kopee cpenu
00/IbHBIX PAKOM MOJIOYHOII 5Ke/Ie3bI BHICOKOTO KIMHIYECKO-
ro pucka repmuHanbable MyTauuu BRCA1/2 BeiABnA0TCA
y 11.3% (40/354) [22].

Mexxny TeM ncCne0BaHNA B CTPaHaX C MEHeE BbIPaXKeHHDI-
MY 00'beAVMHAOLMMI UCTOPUYECKMMI IIPOLeccaMy, TAaKUX KaK
Typuus, mokasanu 60jee BBICOKIIT YPOBEHD FeT€POTEHHOCTI:
y 14.9% manneHTOK 13 HeCeNEeKTUBHOM KIMHIYECKON KOTOPTHI
C PaKOM ANYHUKOB U Yy 26.7% CeMENHbIX C/Iy4aeB BbIABIEHbI
myTtanuy BRCA1/2 [23], 4To MOXKeT 6BITH CBA3aHO C Pa3HO-
06pasHbIM BKIaJJOM MUTPALINIT ¥ STHUYECKOTO CMEIIeHNA.

st nHapozoB CeBepHoit EBporbl HabmoaeTcsi 3HAYUTENb-
Hasl KOHCOMM/ANMA ONpeeNleHHbIX MY Taliil, BePOATHO, M3-32
a¢dexTa OCHOBATEIS M OTHOCUTENBHOI U3OJISLINN MOMYIIs-
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it B uctopnyeckom Kontekcre. B [Tonpme myrannusa BRCA1
5382insC ¢popmupyer mo 3% Bcex cydaeB paka MOJIOYHOIN
Kenespl [24], a B crpanax banruu, benapycu n Poccun as-
NsieTcsl Haubosee YaCThIM BapMAHTOM, TOI/d KaK B IOXKHBIX
pernonax lIBenuyu HocUTeNAMM IATONOTMYECKUX MYTa-
uumit BRCA1/2 apnsawrca 8% (13/161) manneHTOK ¢ pakoM
anaHnkoB [25]. C myranuamu BRCA1 5382insC u BRCA1
4153delA B Ilonbue cBA3aHBI IpUMEepHO 9% CIy4aeB paka
rpysu n 16% paka AMYHUKOB, YTO JlelaeT UX OJHUMMU U3 KIIIO-
YeBBIX MIIIEHEeI TeHeTYeCKOTO TeCTUPOBAHNA B PerMoHe
[26]. B Kutae yacrora mytaunit BRCA1 u BRCA2 Taxxe mu-
POKO pasiInyaercs u coCcTaBiAeT oT 5 10 10% B 3aBUCUMOCTH
0T reorpau4ecKoro IMoJI0XKeHNs U STHUYECKOTO COCTaBa.
Pesynbrathl MccnenoBanmit, IpOBeeHHbIX C MICIIOTb30BaHIEM
CeKBEHMPOBAHNA CIIe[YIOLIEero OKOIeHN A, IOKa3bIBAIOT, 4TO
B OIIpeJle/IeHHBIX I'PYIIIaX, 0COOEHHO CPeiu BBICOKOPUCKOBBIX
MalMEHTOB, 4YaCTOTa MOXKeT mocTturath 20% [27]. dTa uH-
dbopmanysa MoATBEPXKAaeT BaXXHOCTh paHHEN IMarHOCTUKI
VI CHYDKEHUA 3a00/1eBaeMOCTY C MCIIO/Ib30BaHMEM IeHeTIye-
CKOTO KOHCY/IbTMPOBAHNA U TECTUPOBAHMA.

TeneTnmyeckme uCCIefOBaHNA, IOCBALICHHBIE PYCCKUM,
YKpalHLaM U [TOJAKaM, [I0Ka3aau CXOXKMUI CIIEKTP My TaLluii
BRCAL1, uTto oTpaxkaeT o6Iuii A3bIKOBOJ U KYIBTYPHBLIL (OH
peruoHa [28].

Yacrora myranuit B resax BRCA1 u BRCA2 B cTpanax
BRICS nopyepknBaeT BaKHOCTb MHAVBUAYaIN3MPOBAHHOTO
HOZIXO/a U pa3pabOTKI CTPATErnii pAHHETO BbISBICHNs /IS
BBICOKOPMCKOBBIX I'pynIl. IlocKo/IbKy reHeTHYecKme MyTa-
LY MOTYT BapbUpPOBATh B 3aBUCUMOCTHU OT 3THIYECKOI IIpH-
HaJJIeXHOCTI 1 reorpadiecKoro MoNoXKeHU s, HeoOX0IUMO
YYMUTBIBATD 9TY (HAKTOPBI IPY OCYIIECTBICHUN IPOrPaMM
TeHeTUYEeCKOr0 TeCTMPOBAHUA M CKpMHUHTA. C y4eTOM BbI-
COKMX PUCKOB, CBSI3aHHBIX C MyTaLlAAMM 3THUX T€HOB, BaYKHO
pa3BUBaTh TECTUPOBAHME U FeHeTHYeCKOe KOHCY/IbTUPOBa-
HUe, YTO MOXKeT 3HAYUTETbHO YIy4YlIUTh pPe3yAbTaThl Ieve-
HUA U CHU3UTH 32060/1eBaeMOCTb PaKOM MOJIOUHOIT >KeJle3bl
U AVYHUKOB.

B Poccun nccnefosanne yacToTel MyTanuii B reHax BRCA1
n BRCA2 npoBoannIoch pasHbIMM IPyIIIaMy y4eHbIX. CormacHo
pesynbraraM, npencrasaeHHbIM A.I1. CokoneHko ¢ coasT. [28],
JacTOTa OOHAPYXKEHNUA MYTAlUil Cpeiy MAIIEHTOB C PAKOM
MOJIOYHOI >Kefie3bl cocTaBuIa 4.7%, TOTfia Kak [yl NalieHTOB
C PaKOM AMYHUKOB 3TOT ITOKasaTenb paBeH 9.9%. Cnenyer
OTMETUTD, YTO CPENM >KE€HIUH, Y KOTOPbIX AMAarHOCTVPOBAaHbI
KaK paK MOJIOYHOI >KeJIe3bl, TAK U PaK ANYHMKOB (IIepBUYHO-
MHOXECTBEHHasl OMyXOJIb), YaCTOTa MyTallUil BO3pacTaeT
mo 25.4%. leneTnueckue uccnegoBanua B Poccun noprsep-
JKIAIOT BBICOKMII YPOBEHb PACIIPOCTPAHEHHOCTY MYTaLUM
BRCA1 5382insC, xoTopas siBisieTcsi Hanbonee YaCTOTHON
Cpenn pOCCUIICKMX NAIlIeHTOB C paKOM ANYHNKOB. CormacHo
TAHHBIM aHA/IM3a Pe3y/IbTATOB [EHETUIECKOTO TeCTUPOBAHNA
354 >keHIMH U3 OBYX pasauvHbIX pernoroB Poccun (Cese-
po-3anap - Caunkr-Iletep6ypr u IOr — KpacHopap), yactora
myTanuu BRCA1L 5382insC coctasuna 9.7% B Cankr-Ilerep-
Oypre u 17.2% B Kpacnogape. Kpome Toro, BRCA1 185delAG
Obta BeisiBieHa y 1% sxeHiuH CaHkt-IletepOypra n B 1.6%
cnyyaes Ha fore Poccuu. Ipyrue myraumu (BRCA1 4153delA
u BRCA2 6174delT) BcTpedatoTcs pexe, 4TO yKa3blBaeT Ha X
orpaHMYeHHOe KIMHIYecKoe 3HaueHre. OIHAKO 3Ta KapTHHA
MOXKET JJOTIOJIHATLCA MyTallMAMU B IPYTUX IeHaX, TAKUX KaK
CHEK2 n NBS1, xoT4 ux BK1aji B pasBUTHE paKa ANYHUKOB
0CTAaeTCs He /1O KOHIIA M3YIEeHHBIM I MOXET OBITh 06yC/IOB-
JIeH OTAe/IbHBIMM CTydassMu. HanpuMep, KOMOMHUpPOBaHHOE

HocurenbcTBO BRCA1 5382insC n NBS1 657del5 BoisiBneno
JIMIIb Y OJHOTO MaljeHTa Ha Iore cTpaHbl. TakuM obpasom,
COITIACHO pe3y/IbTaTaM paHee IPOBe/leHHBIX UCCIel0BaHNIA,
[AaHHbIE O YACTOTE PAaCIPOCTPAHEHHOCTH ITATOT€HHBIX Bap-
antoB B reHax BRCA1 n BRCA2 B poccuiickoit monynsaunumn
passarcs [29].

Ycnemrnoe nmeyenue 3HO BoO MHOTOM 3aBUCUT OT CTaIUN
BBISIB/IEHNsI 3a00/IeBaHNsI, C/IEJOBATE/IbHO, OAHA 13 IIABHBIX
3a/la4 OHKOJIOTMYECKOJ CITYXOBI — 00eCIIeYNTh CBOEBPEMEHHYIO
ayaraocTuky. C 3Tol Lje/IbI0 B Pa3BUTBIX CTPaHAX OPTraHMU30-
BBIBAIOT IIPOTPaMMbl CKPUHMHTA, B TOM YICIe C IPUB/IeYeHEM
MEeTOJJ0B MOJIEKY/IAPHOI reHeTnku [30]. 3HaHUA 0 Hacmef-
CTBEHHOJ IpUYMHe 3a00/IeBaHNUA IIOMOTAIOT He TOTIbKO OCY-
I[eCTB/LATD IPEIV3MOHHOE JIeYeHe OHKOJIOTMYeCKUX 60/IbHbIX
U CBOEBPEMEHHO OTC/IeKMBATD IOSABJICHIE BTOPOIL OIYXOJIN,
HO 1 GOpMUPOBATH TPYIIIY BBICOKOTO PUCKA CPEV 3[J0POBBIX
POACTBEHHMKOB [31].

B HacTosmee BpeMs pa3paboTaH pAX POCCUICKUX U 3a-
PYOEXHBIX KIMHIYECKUX PeKOMEHAINil 10 HAaO/II0eHIIO
3a 3J0pOBBIMM HOCKUTenAMM MyTaunii. OGHAKO HET eUHON
TOYKM 3PEHMS O 4aCTOTe, 0O'beMe HAOIIOIEeHNsI U BO3pacTe
Havana npodumakTudeckoro obcmenoBanus. B pocenitckux
peKOMEeH/JalAX CTPaTUUKALYA BeSeTCA 10 KOHKPETHOMY
reny (Hanpumep, BRCA1/BRCA2, TP53, PALB2), Bospacry,
CeMelTHOMY aHaMHe3y U KJIMHUKO-IIaTOJIOTM4YeCKUM IIpU3Ha-
KaM, YTO NPUBOJUT K BapUATHBHBIM «TOPOXKHBIM KapTaM»
HabmofeHNs (KOMOMHALMM MAaTHUTHO-PE30HAHCHOI TOMO-
rpadpun (MPT) / mammorpaduu / yrbTpasByKOBOTO KOHT-
pOJIA € affanTalyel IepUOJYHOCTH ¥ CTAPTOBOTO BO3PACTa).
[TpepycMoTpeHa acKamanuA/geacKanalnysa MOHUTOPUHTA IPK
M3MEHeHMM KIIMHMYeCKUX TaHHBIX U aKI[eHT Ha 0043aTe/IbHOe
reHeTUYeCKoe KOHCYIbTHpoBaHue [32]. 3apybexxHsle pexo-
MEHJALUNN, HAIIPOTUB, YHUPUIMPOBAHDL: (PUKCUPOBAHHBIE
noporu Havana MPT y monofbix HOCUTeNbHNI], CTAaHAP-
TU3MPOBAHHAA NEPUOANYHOCTD MCCIElOBAHNUIT U YeTKHe
ycioBuA Iepexofia K MHBa3MBHOM AuarHoctuke. [Ipu atom
B 00€MX cUcTeMax MPOCIeKNBAETCS KOHCEHCYC IO KIIIoYe-
BBIM Io3unuAM: ipu TP53 - npeanodTenne HeMOHN3UPYIO-
mux metonos; Ansi BRCA1 u BRCA2 - npuopuTteT panHen
MP-Busyanusannm ¢ mocnegyouM fo6aBreHneM MaMMorpa-
¢um; 06513aTeNBHOCTD J1O- U IOCTTECTOBOTO KOHCY/IBTUPOBA-
Hus [33-35]. DTy pasnuyusg Nog4epKUBaOT HEOOXOAMMOCTD
pa3paboTKM MeXAUCHUIUINHAPHON MOJeNN, YICIIONb3YeMOil
KaK [i/IsI MHAMBUAYAIbHOTO Ha3HAYEHVSI 00C/IeOBAHL, TaK
" IUist pa3paboTKy KPUTEPHUEB /IS SCKaIALNI/ [edCKaIaum
HaOIIOMEeHA.

Hecmotps Ha pasHooOpasue JaHHBIX, B IPOTOKOIAX Ha-
OmIofeHNA HOCUTeNell MyTalnii IPOCIeXUBAKTCA 001Me
YepThbl: pAHHUI CTAPT HEMOHM3UPYIOLINX METOJOB Y MOIOABIX
HocuTenbHMI MyTannii B reHax BRCA1/2 (exerognas MPT
¢ po6aBreHreM MaMMOrpadui 1Mo TOCTIDKEHNN IIOPOTOBOrO
BO3pacTa), npropuretr MP-npoTokonoB / aug0CcOHOrpadun
I7A NaHKpeaTM4eCcKOro pucKa, orpaHMYeHMe MOHU3UPYIO-
mux uccnegosanuit npu TP53, GukcrpoBaHHbIE MHTEPBATIBI
(06b1YHO 12 MecsAleB) C BO3SMOXKHOCTBHIO dCKaal[UM g0 3—
6 MecslLleB IPY HACTOPAXKMBAKOIIVX HaX0/IKax. B To >xe Bpems
3aMeTHA TeTepOreHHOCTb KpUTepleB BKI0YeHNA (COCTaB NaHe-
7elt, BO3pAaCTHbIE IIOPOTHM), YACTOTHI BUSUTOB 1 ATIUTEIBHOCTI
HaOJIIOeH N, a TAaKXKe PasInuMs B IeHTPaaU3alyy YTeHUA
n300paXkeHMiT ¥ 06'beMe FeHEeTMYeCKOTO KOHCYTbTYPOBAHIA.
[Tostomy «66bInas mpencTaBIeHHOCTb» porpamm B CIIA
He TOX/IeCTBEHHA O0JIbIIIelT JOKa3aTeIbHOCTI: COIIOCTABUMOCTD
JCXO/IOB OTpPAaHMYEHA AM3ailHOM 1 MeTpuKaMmu. [Ina Tpanc-
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JISILVMK B POCCUIICKYIO IIPAKTUKY K/TI0UeBBIMU ABJIAIOTCS 1IeH-
TpalN30BaHHAsA UHTEPIpeTalus, PerUCTPOBasg OTYETHOCTD,
WT-nnterpanusi, TapupHoe mokpeite MP-MeTOOB 1 prcK-
cTparnduuMpoOBaHHAs ICKATALMA/ edCKaalisI HabTIo[eH NS,

9P PeKTNBHOCTDIO IPOTPAMM JUHAMUYECKOTO HAOMIO eHNS
3JJ0POBBLIX HOCHTE/Iell TATOTeHHBIX BAPMAHTOB CUNTACTCS YBe-
nudenne spiaBnAemMocty 3HO na I-II craguax, ypennuenne
Ionu pe3eKTabenbHbIX GOPM I, KaK C/IefCTBUE, YIydlIeHNe
IIPOTHO30B U ITOKa3aTesell 061ell BBDKMBAaeMOCTHI B KOTOP-
TaxX € JOCTAaTOYHOI IJINTENbHOCTDIO HabmoneHnsA. Hanboiee
BBIP@XEHHBII 9 (HeKT JeMOHCTPUPYET PYMeHeHUe BHICOKO-
YYBCTBUTETbHBIX HEVMOHU3VPYIOWNX METOAUK (eXerogHas
MPT MOJIOYHBIX >Ke/le3 Y MOJIOJBIX HOCUTE/IbHUI] BBICOKO-
PUCKOBBIX MyTanuii; MP-nankpeaToOuInapHble IIPOTOKOIBI
/MU SH0COHOTpad s /15 IPYIIII HOBBILIEHHOTO PUCKA paKa
IIOJIKe/TYLOYHOI >Kele3bl) IIPU YCIOBYUY LIeHTPAI30BaHHOM
MHTEepIpeTallNM ¥ BBICOKOI IPUBEP)KEHHOCTU K 06CIeo-
BaHUAM [36]. MexcTpaHOBBIE Pa3IN4MA B MHTEHCUBHOCTH
CKPVMHMHTA, KpUTEPUAX BKIIOYEeHUA (IaHeIb TeHOB, BO3PAcT)
U Ie/IeBBIX KOHEUHBIX TOUKAX 3aTPYAHAIOT CpPaBHEHIIE, OJHAKO
KOHBEPIeHTHOCTD Pe3y/n1bTaToB (60/blilee BbIsBICHNE PAHHNX
¢dbopm, cokpallieHne BpeMeHN [0 Hadyasia JTe4eHNs], MeHbIlas
MHBA3MBHOCTb MPOLeNyP) HOCUT YCTOMYIMBBIIT XapakTep. [l
mocTipKeHus 6obireit 3¢ PeKTUBHOCTY HEOOXORNMBI YHU-
¢dukanysa MeTpuk (BkIo4Yasa crnennduyueckyo CMEpTHOCTD),
9KOHOMMYEeCKas OIleHKA ¥ MeXAMCIUIUIMHAPHAA KOO/ MHA-
1y, obecrednBawIe MacITabPyeMOCTh MOie/Iell Ha Ha-
I[MOHAJIbHOM yPOBHE.

3aKirodyeHne

Cpenn 0CHOBHBIX (PaKTOPOB, BIMAIOUIX HA Pa3BUTIE PAKO-
BBIX 3a00/IeBAHIT, BBI/IE/ISIIOTCS T€HETIYEeCKAsI IPePacIIono-
JKEHHOCTD, 00pas XXU3HN, TUTaHne, Gprusndeckas aKkTHBHOCTD
U 9KOJIOTUYeCKOe OKPYXKEeHUe.

B nraHe HampaBIeHHOCTU COBPEMEHHBIX ITOIXO/IOB Ha MPO-
(bUIAKTUKY BaXKHBIMM LIAaTaMMU ABJIAITCA IMAaTHOCTUKA TIPei-
PAKOBBIX COCTOSIHMIL V1 OIIP€Jie/IeHe TPYIII BBICOKOTO OHKO-
JIOTMYEeCKOTO PUCKA CPEN 3[0POBOTO HACEIEHNS, YTO CTAJIO
BO3MOXXHBIM 0JIarofapsi reHeTUIeCKOMy TecTupoBanuio. IIpo-
rpaMMBbl IMHAMUYIECKOTO HAO/TIOIeHNsI 3T0OPOBBIX HOCHUTEIell
HaTOTeHHBIX BAPMAHTOB, aCCOLMMPOBAHHBIX C HACTEICTBEH-
HBIMM OITyXOJIEBBIMY CUHPOMaMM, OyOIMKOBAHbBI B Pa3HBIX
CTpaHax, HO 10 CUX IIOp HET eVTHOTO MHEHVSI 110 IOBOJY MX
apdexkTUBHOCTH.

B COBOKyIIHOCTH TIpMBefieHHbIE JAHHBIE I MEXKIYHAPOHbIE
OpMEHTHUPBI 060CHOBBIBAIOT AKTYa/IbHOCTH Pa3paboTKU MeX-
AUCUUIUIMHAPHON MOJIeNM NepCOHATN3UPOBAHHOTO MOXO0/a
B Poccnu Kak KTi04eBOro Imara K IpaKTU4ecKoli peannsanyn
4TT-MepuuyHbl (MepCcoHaNMM3anus, IPEJUKINS, IIPEeBEHTNB-
HOCTH U MAPTUCUIIATUBHOCTD) M CHVDKEHUIO OPEeMEeHN OHKO-
JorndecKux 3abomeBaHMit Ipy cOXpaHeHnn 6anaHca IMOIb3bl
U PUCKOB B MOMY/IALMOHHOM MacuITabe.
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