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PEANIN3ALUA NPOrPAMMbI AJUHAMUYECKOIO HABJTIOAEHUA ANA PAHHEIO BbIABJIEHUA 3JTOKAYECTBEHHDbIX
HOBOOBPA30BAHWUIN Y 3J0POBbIX HOCUTENEWN NATOTEHHbIX BAPUAHTOB
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ey uccnedo8anus — paspabomxa u oyeHKa MeXOUCUUNTUHAPHOLL MOOETIU MAPUAPYMU3AUUL KTUHUMECKU 300P0BbIX
HOCUmernell NAMmozeHHbIX 2ePMUHAIHBIX BAPUAHINOS OJIA PAHHE20 BbIABTIEHUS 37I0KAUECBEHHbIX HO8000PA308AHUIL.
IIposedeH 0peaHU3AUUOHHDLTL IKCHEPUMEHIN C (POPMUPOBAHUEM Pecucmpa HOCUMesell NAMO2eHHbIX 8APUAHINOE U
8HedpeHUeM NPOPAMMYL OUHAMUUECK020 HAONIOOeHUS, BKOUABULell MeOUKO-2eHemu1ecKoe KOHCYTbMuposaue,
CHeyuanu3upoBanHvie KOHCYIbMAauul u uHcmpymenmanvHoe o0cnedosanue. B pezucmp exmouerno 986 nocumereil
namozeHHvIX 8APUAHINOB, U3 KOMOPLIX KAUHUUECKU 300posbimu Ovinu 551. B x00e Habnodenus y 57 nayueHmos 6vi-
AB7IEHDL 3710KA1ECBeHHblE HOB000PA306AHUS, NPEUMYULECTNBEHHO PAK MOIOHHOLL JHe/le3bl; 6ce CLy4au OUAZHOCIUPO-
sanvt Ha I—II cmadusx. TTokazano, 4mo KAUHUHECKAs 3PPeKMUBHOCHD 2eHEMULECKO20 MECUPOBAHUS Peani3yem-
CA MONbKO NPU HAAUMUL 0P2AHUZ0BAHHOT CUCIEMbL MAPWPYMUSAUUL U OUHAMUYECK020 HAbnto0eHus. TIpednoxcen-
HAST MOOE/Ib MOJNCen PACCMAMPUBAMbCs KAK 0P2AHU3AUUOHHDLT NPOMOMun HA6I00eHUsI NALUEHNO8 U3 2PYNN BbICO-
K020 HACTIEOCH BEHHO020 OHKOIOZUMECK020 PUCKA.
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The aim of the study was to develop and evaluate a multidisciplinary clinical routing model for healthy carriers of patho-
genic germline variants for early cancer detection. An organizational study was conducted involving the creation of a reg-
istry of pathogenic variant carriers and implementation of a surveillance program including genetic counseling, specialist
consultations, and instrumental screening. The registry included 986 carriers of pathogenic variants, including 551 clini-
cally healthy individuals. During follow-up, 57 malignancies were detected, predominantly breast cancer; all cases were
diagnosed at stages I—II. The study demonstrated that the clinical value of genetic testing is realized only within an or-
ganized system of patient routing and dynamic surveillance. The proposed model may serve as an organizational proto-
type for monitoring individuals at high hereditary cancer risk.
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BBenenue HBIX C BBICOKVM IO>KM3HEHHBIM PYCKOM PasBUTHSA 3710-
HacnencTBeHHble OIyXo/leBble CHHAPOMBI TIpefi-  KadyeCTBEHHBIX HOBOOOpa3oBaHUII U UX Oojee paHHeN
CTaBJIAIOT OO0 TPyIITy 3a00/IeBaHMIL, aCCOLMNPOBAaH-  MaHMecTamyell Mo CpaBHEHUIO CO CIOPafNdeCcKUMM
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cnyuassmu. Hanboree M3y4eHHBIMY ABIAIOTCSA CUHAPOM
JIuHYa ¥ CMHAPOM HAC/IENCTBEHHOIO paKa MOJIOYHOI
Ke/le3bl ¥ ANYHMKOB, CBA3aHHBIE C TATOT€HHBIMY BapH-
anTamu B reHax penapanuu JHK 1 BRCA1/BRCA2 co-
orBeTcTBeHHO [1, 2]. IlpakTmyeckoe 3Ha4yeHMe ITUX
CHHIPOMOB OIIpefieNiAeTCA He TONbKO BO3MOXKHOCTBIO
YTOYHEHMA TeHeTUYeCKOII IIPUPOJIbI 3a00/IeBaHNA, HO I
(dbopMMpoBaHMeM I'PYII KIMHIYECKY 3TOPOBBIX HOCHU-
Tesell, Hy>KJAIOUIMXCS B OPTaHM30BAaHHOM AVMHaMMYe-
CKOM HaO/IIOEH .

[TokasaHo, 4TO IMpOrpaMMbl HAOTIOfleHNA Y HOCHUTe-
7ell BBICOKOIIEHeTPAaHTHBIX TepMMHA/IbHBIX BapMAHTOB
MO3BOJIAIOT CMECTUTD AMATHOCTUKY B CTOPOHY paHHMX
craguit 3aboneBanns. na BRCA-acconumpoBaHHOTO
pucka Hambonee yOenuTenbHble NAaHHbIE NOTydYEeHBI B
OTHOIIEeHUN exkerogHoro MPT-ckpuHMHra MOTOYHBIX
Kefle3, acCOLMMPOBAHHOIO CO CHIDKEHMEM YacTOTHI
pacIpoCTpaHeHHBIX GOPM paka MOJIOYHOI >Kele3bl U
CMepPTHOCTH (3, 4].

[Tpu sTOM BBHIAB/IEHVE IIATOT€HHOTO BapMaHTA CaMO
110 cebe He obecrieunBaeT 3P PeKTUBHOCTD PaHHeI Jya-
THOCTUKN [5]. Pe3yn1bTaTMBHOCTD HaOMIONEHNA 3aBUCKUT
OT CBOEBPEMEHHOT0O BK/II0YEHM MallMieHTa B IIPOrpaM-
MY CKPMHIJHTA, MEJVKO-TeHEeTUYeCKOTO KOHCYIbTUPO-
BaHMs ¥ COOMIONEHMs PeKOMEHJOBAaHHOTO MapLIPYTa.
[To maHHBIM COBpeMEHHBIX MCCIeJOBAHNI, faXe Cpemyu
JINIY, C IO TBEP>KEHHBIM HACTIeICTBEHHBIM PYICKOM BBbI-
nonHeHye nporpaMM MPT-ckpuHuHra ocraercs He-
HO/IHBIM, YTO CBUMIETE/TBLCTBYET O HAIMYUY OpPTaHM3a-
IVIOHHBIX 0apbepoB MeXJy 9TallaMy TI'€HEeTHYeCKON
[VaTHOCTYUKM ¥ MOC/IeAYIOLIET0 KIMHNYEeCKOro HabIo-
nenusa [6].

Takum obpasoM, peanmsaius NOTEHLIMANIA TeHETH-
YeCKOr0 TeCTUMPOBAHNUA TpedyeT He TOIbKO 1abopaTop-
HOV BepudUKauyuyM HOCUTEIbCTBA, HO U BBICTPOEHHOII
CHCTEMBI MapUIPYTU3AlUM KIMHUYECKN 3[JOPOBBIX HO-
cuTeriell AaTOTeHHbIX BapMAaHTOB. B cBA3M ¢ aTuM Iie-
JIBIO MICC/IEflOBAHMS CTaja pa3paboTKa M HaydHOe 060-
CHOBaHMe MEXAVCIUIDIMHAPHO MOJe/IN MapIIpyTH3a-
I[UY 3/[JOPOBBIX HOCKTeEJIE! IaTOTeHHbIX TepMIHANTbHBIX
BapMAHTOB J/I1 PAaHHETO BBIABJIEHNS 37I0Ka4eCTBEHHBIX
HOBOOOPa30BaHMIL.

Marepuanbl 1 MeTOABI

IIpoBefileH OpraHM3alVOHHBIN 3KCIEPUMEHT IO
anpobanyy MeXAUCUUIUIMHAPHON MOJeNM OKa3aHWs
MEIUIIMHCKON ITOMOIIM TAaIlMEeHTaM CO 37I0Ka4eCTBEH-
HBIMJ HOBOOOPa30BaHUAMU U UX POACTBEHHMKAM Ha
OCHOBE IepCOHAM3VMPOBAHHOrO noaxopa. Viccnemosa-
HJE HOCWIO IPUKIASHON MENUKO-OPTraHM3alMIOHHBIN
XapakTep U 6bUIO HAallpaB/IeHO Ha Pa3paboTKy MapIupy-
TU3aLUM KAVHUYECKN 3[JOPOBBIX HOCUTEJIEN IaTOT€H-
HBIX T€HETMYECKMX BAPVAHTOB /I PAHHETO BbIABICHUA
37I0Ka4eCTBEHHBIX HOBOOOPa30BaHMIL.

Mogenb BKIOYala MOJIEKY/IAPHO-TEHETUYECKOE Te-
CTUPOBaHME, MENUKO-T€HETUYECKOEe KOHCYIbTUPOBa-
HIe, BKJIIOYEHNE B PETUCTP, MHCTPYMEHTAIbHOE 00CIe-
IOBaHMe U OVHAMUYECKOe HaOIIoleHe HOCUTeel Ia-
TOT€HHBIX BapMaHTOB C Yy4YacTMeM Bpauya-TeHETMNKa,
MaMMOJIOTa, TMHEKOJIOTa M MEOUIIMHCKOTO IICMXOJIOTA.

Health and Society

O6c¢nenoBaHme MPOBOAVIN KaX/ible 6 MeC., OHO BKIIIO-
vayio Y3V, mammorpaduio wi MPT MomovHbIX xeres.

VicToyHuKaMy [aHHBIX SB/ISANNCh PEIUCTP HOCUTe-
JIeil TaTOTeHHbIX BapMaHTOB, Pe3y/IbTaTbl TeHETNYeCKO-
r0 TeCTHMpPOBaHMs, aMOy/IaTOpHbIe KapThl M CBeHEHNS
mucnaHcepHoro Haomopmenus. PopmupoBaHue peru-
crpaHavaro B 2018 . B 'bY3 MKHI um. A. C. JloruHo-
Ba. llepBOHAa4abHO B PErUCTP BK/IIOYEHBI NaHHBIE
107300 300pOBBIX JOOPOBOJIBIIEB C BBISBIEHHBIMU I1a-
TOTeHHbIMM BapuaHTamu. Ilepmop HaOIOfeHMs OXBa-
ThiBas1 2018—2024 roppl.

Kputepuamu BKIoueHNA ABIANNCh Hanu4uue IIOJ-
TBEP>K/IEHHOTO ITaTOT€HHOTO BapyaHTa B TeHaX Hacseq-
CTBEHHDBIX OIYXOJIEBBIX CUHJPOMOB (BRCA1, BRCA2,
CHEK?2, PALB2, ATM, STK11, TP53) u mopmucaHue
MHPOPMMUPOBAHHOTO HTOOPOBOIBHOTO coracus. Bce
YYaCTHUKM TIPOXOAVIIN Me[UKO-TeHeTN4eckoe KOH-
CyIbTHpPOBaHMe; MHPOPMUPOBAHHOE COIIacue Ipefyc-
MaTpMBaJIO XpaHeHMe JenepCoOHN(UIMPOBAHHBIX JJaH-
HBIX B pETUCTpe.

MatepnanoM It UCCIeOBAaHNUA CIy>XKIIa nepude-
pudeckas menbHas KpoBb. [laToreHHble BapMaHTHI BHI-
Ay MetogoM IIIIP B pealbHOM BpeMeHU U BBICOKO-
IPOM3BOANTENIBHOTO CEeKBEeHNpoBaHMA (next-genera-
tion sequencing, NGS). IILIP ncrionpsosanu fiyi1 aHamm-
3a 4YacTbIX IaToreHHbIXx BapuaHToB BRCAI1/BRCA2,
NGS — pnda uccnefmoBaHMs IOHONM KOAMpYIOIel Io-
C/IeJOBATEeIbHOCTY T€HOB HACTENCTBEHHBIX OIIyXOJle-
BBIX CMHIpPOMOB. Ha HavampHOM 3Tame o6pasubl mep-
BNYHO uccnepoBamm Merogom IIIIP ¢ mocnmegyrommym
NGS 1py OTCyTCTBUM BbIAB/IEHHBIX BapMaHTOB. B fasb-
HeiiireM mpuopureT 6p11 oTHaH NGS Kak 6ormee nHpOp-
MaTUBHOMY METOAy, 32 JICK/IIOUEHMEM CPOYHBIX CNy-
Yaes.

Ombop nayuenmos, xapaKxmepucmuka Kozopmol
U 0p2aHU3AUUL MAPULDYMUSAUUL

OT60p MHalVeHTOB HMPOBOAWICA B COOTBETCTBUM C
pekoMeHzanAMy MOCKOBCKOrO 00IecTBa MeNUIIVH-
CKVX TeHeTUKOB. IloKasaHMAMM ABIANMNCH BO3pacT 18—
50 y1eT B COYETAHUM CO 37I0Ka4eCTBEHHBIMY HOBOOOpa-
30BaHMAMIH, aCCOLMMPOBAHHBIMU C HaC/IeACTBEHHbIMU
OIyXO/IEBBIMM CUHIPOMaMU, a TaKXe MeTaXpOHHbIe
NIEPBUYHO-MHOXKECTBEHHBIE OIYXO/IM HE3ABUCUMO OT
Bo3spacTa. PogcrBennukam I—II crenenu popcTsa ma-
LVIEHTOB C NOJTBEP)KIEHHBIM ITATOT€HHBIM BapMaHTOM
IIpeJJIarajoch KaCKaJjHoe TECTUPOBaHNE.

C 2018 o 2024 rop, B perucTp BKIOUEHO 986 HOCK-
TeJIell MaTOT€HHBIX BApMaHTOB: 917 KeHIMH 1 69 Myx-
yyH. CpegHuit BospacT coctaBua 50,6 £ 16,9 roga. ¥V
435 manueHTOB Ha MOMEHT BK/IIOYEHMS y>Ke ObUIO [ya-
THOCTMPOBAHO 3/I0Ka4eCTBEHHOe HOBOOOpa3oBaHue,
TOrga Kak 551 4enoBeK ABIANCA KAMHUYECKU 3[J0PO-
BBIM HOCUTEJIEM T€PMMHa/IbHBIX MY TALINIL.

Ilocne BHIABNEHNSA IATOTEHHOIO BapMaHTA IAlVEHT
HaIIpaBJIAJICA Ha KOHCYNIbTAlMI0 Bpadya-TeHETUKA C II0-
CTIelyIOLIVIM BK/TIOUEHVEeM B PerucTp U GOpMUpPOBAHM-
eM MHAMBU/YaIbHOTO IUIaHa HabmofeHus. [Iporpamma
BK/II0Yajla KOHCYAbTalMi MaMMOJIOTa, I'MHEKO/IOTa M
MEJVIVHCKOTO IICMXOJIOTa, @ TAKXKE MHCTPYMEHTAIBHOE
o0cyiefoBaHMe C MEePUOANIHOCTBIO 1 pa3 B 6 MecslieB.



[Tpo6remMsbl coLManbHOI TUTHEHBI, 3[PABOOXPAHEHNUST U UCTOPUY MefuUuHbL. 2026; 34(4)

DOIL: http://dx.doi.org/10.32687/0869-866X-2026-34-4-911-916

913

3n0poBbe 1 06111eCTBO

Peructp mcnonp3oBancsa Kak LieHTpanM30BaHHBIN MH-
CTPYMEHT XPaHEHMA KIMHUYECKUX JIaHHBIX, pe3y/bTa-
TOB F€HETUYECKOTO TeCTMPOBAHNUA U CBEIeHNII JVCIIaH-
CEPHOro HaOMIONeHNA.

OneHka pesynbTaToB BK/IIOYajaa aHaIMU3 peTUCTpa
HOCHTe/ell IaTOT€HHBIX BapMaHTOB, a TaKXe OLEHKY
BK/Iajja IpOrpaMMbl MapHIPyTU3alMy B paHHee BbIAB-
JIeHMe 3/I0Ka4eCTBEHHBIX HOBOOOPA30BaHNUII Y HOCKTe-
neit BRCA1/BRCA2.

AHanuTudeckas BBIOOpKa BKI0Yana 456 malneHToB
u3 peructpa lleHTpa NnepcoHanM3MpPOBAHHON MeJVIIN-
uel [BY3 MKHII um. A. C. JlorunoBa 3a 2018—2024
rogpl. B mepsyro rpynmy oy 200 KIMHMYECKHU 3710-
POBBIX HOCHUTeNeil 0e3 OHKOIOTMYeCKOro [MarHosa
(44,9 *= 14,3 roma), Bo Bropylo — 199 manueHTOB C
3HO, BbLsB/IeHHBIM BHE IporpaMMbl Habopenns (53,0
+ 12,2 roga), B TpeTbio — 57 mauyeHToB ¢ 3HO, BbIsAB-
JIEHHBIM B pe3y/bTaTe CKPMHUHIA B PaMKax Iporpam-
MBI (52,4 + 12,1 ropa). JJOMOMHNUTENBHO IPOBOAMIOCH
CpaBHEHMe CTaInIHON CTPYKTYPbl BbIABIEHHBIX 3/I0Ka-
YeCTBEHHBIX HOBOOOPA30BaHMIL CO CTAAUITHBIM pacIipe-
le/IeHNeM paKa MOJIOYHON JKele3bl B OOIIell IOIy/i-
LMY 10 JAHHBIM (pefiepanbHOI CTaTUCTUIECKOT HOPMBI
Ne7.

CrartucTiyeckuil aHanus MPOBOAM/ICA C MCIIONb30-
BaHueM GraphPad Prism v.10.0.0. [l cpaBHeHMs KaTe-
rOpUa/bHbIX TIePEMEHHDBIX NPUMEHSINCh KPUTEpuit X
U TOYHBI KpuTepuii ®uiepa, 1A HENPEPHIBHBIX —
Kputepuit Manna—YutHu. Pasnumuma cumranuch cra-
TUCTUYECKM 3HaYMMbIMU IIpu p < 0,05.

PCSYIII)TaTI)I HNCCIen0OBaHNA

B pamxax uccnegoBanys cpOpMUPOBAH PETUCTP HO-
cuTesiell TaTOT€HHBIX eHeTUYeCKMX BapMaHTOB, acco-
LIMMPOBAaHHBIX C HAC/IEICTBEHHBIMM OITyXO/IEBBIMMU CYH-
opoMamy, BKaoumBmMii 986 manuenTtos. VM3 Hux 551
4e/I0BeK SIBJIAJICA KIMHUYECKN 3[JOPOBbIM HOCUTENEM, a
435 ManyeHTOB MMe/M YCTaHOBJIEHHBIN IMarHo3 3710Ka-
4eCTBEHHOTO HOBOOOPAa30BaHNMA Ha MOMEHT BKJIIOYe-
HUA. Peructp o6beaMHNI TPYIITYy BHICOKOTO TeHeTIde-
CKOTO pucKa 6e3 OHKOJIOTMYEeCKOro aHaMHe3a 1 Maly-
€HTOB C y>K€ Pea/l30BaHHBIM OITyXOJIEBbIM IIPOLIECCOM,
YTO IIO3BOJIWIO WCIIONb30BAaTh €r0 KaK OCHOBY [
MapUIPyTU3aLUy U AVHAMUYECKOrO HaOTIoeH .

B crpykrype perucrpa npeobmagan HOCUTENN Ia-
ToreHHbIX BapuaHtoB BRCAl — 77,5%. Bapuantnl B
BRCA2 Bpiasnens! y 12,3% yyactHukos, B CHEK2 —y
5,2%, B PALB2 — y 2,1%. Pe>xxe BcTpedanmuch MyTaluy B
APC, STK11, ATM, MSH2, MSH6, BARDI1, FANCM,
MUTYH, NBN, NBS1, PTEN, TP53 u VHL. Takum 06-
Pa3oM, OCHOBHYIO 4aCTb PEIUCTPa COCTABMIN HOCUTEIN
BAapMAHTOB, ACCOLUMMPOBAHHBIX IPEMMYILECTBEHHO C
HaC/IeiICTBEHHbIM PaKOM MOJIOYHOI >Ke/le3bl U ANIHU-
KOB, 4TO OIIpefe/NnIo KIMHNYecknii Gokyc paspabo-
TAHHOIT IpOorpaMMbl HaboeHus (Tabm. 1).

Peructp obecneunBasn He TONMBKO y4eT MAIVIEHTOB,
HO ¥ OPraHM3alNIO NE€PCOHATM3NPOBAHHON MeUIVH-
CKOJf TIOMOIIM, BKJII0Yas LIEHTPa/IM30BaHHOE XpaHEeHe
KIMHIYECKUX JAaHHBIX, Pe3y/lIbTaToOB OOC/IefOBaHMIT U
CBefleHMIT JiucraHcepHoro HaOmopenus. Ilocme Bkimio-
YeH)s MalJeHTa B PEruCTp CBefleHNUA O €T0 reHeTnde-

CKOM CTaTyce CTaHOBWINCDH JOCTYIIHBI MEAMIMHCKIAM
OpraHM3auMsAM, OKAa3bIBAIOIIMM IEepPBUYHYI0 MEUKO-
CaHWTAPHYIO IIOMOIb, YTO II03BOJISUIO YYNUTBHIBATh HO-
HO/HUTe/NbHbIe (AaKTOPhl pucCKa Npyu (GOPMUPOBAHUYU
IPOrpaMMBbl IUCIIAaHCepU3aLuy U 00ecrieunBano Koop-
AVHAIMIO MEXJY CIelMaNN3MPOBAaHHBIM IIEHTPOM I
aMOy/IaTOPHBIM 3BEHOM.

[Tocrne BBIsABNEHMS NTATOTeHHOTO BapMaHTa HallVieH-
Ta HaIpaB//IM Ha KOHCYAbTALlMIO Bpada-TeHETHKa C
HOC/IEAYIOIMM BKIIOYEHNEM B PerucTp u GopMupoBa-
HIYEeM WHJVBYYa/JbHOTO IUIaHa HaOmiogeHus. IIpo-
rpaMMa BK/TI0YajIa KOHCY/IbTalMy MaMMOJIOTa, TYHEKO-
JIoTa ¥ MeOUIIMHCKOTO IICUXOJIora, a Takxke Y3V, mam-
morpaduio uiu MPT MOTOYHBIX >Kele3 ¢ IepUOfUIHO-
cTbIO 1 pa3 B 6 Mec. (CM. pUCYHOK).

PaspaboTanHas Mofenb obecrednBana MOC/IENOBa-
TEJIbHBIN TIePEXOJ] OT BBISAB/IEHN IIaTOT€HHOT'O BapyaH-
Ta K MEUKO-TeHeTMIEeCKOMY KOHCY/IbTMPOBAHUIO, CIIe-
IVIa/IM3VPOBAaHHOMY O0C/IEOBAHNIO M AVHAMUYECKOMY
HaO/rofieHNo. MeXIMCIMIUIMHAPHBIA IOAXOR C yd4a-
CTMeM Bpaya-TeHeTMKa, MaMMOJIOTra, TMHEKO/Iora U Me-
AULUHCKOTO TIICMXO/Iora 00ecredmBan IMpeeMCTBEH-
HOCTb MEX/y 9TallaMy JVAarHOCTUKY U IpouIaKTIde-
CKOTO MOHMTOPMHIA, @ CTaH[JAPTU3MPOBAaHHAs MapIl-
PpyTH3auys CHIDKala pUCK yTPaThl NAlVIeHTa Ha 9Taax
HaOIIOneHnA.

B peructp 6b11 BK/MIOYeH 551 KIMHUYECKM 3[IOPO-
BbIJI HOCUTE/Ib NMAaTOT€HHBIX eHeTUYECKUX BapUaHTOB,
UX PacCMaTPUBaIU KaK TPYIITy BHICOKOTO T€HETIYECKO-
ro pucka. IIpogo/mKuTeIbHOCTD IPOrPaMMBI COCTaBIIA
7 net (2018—2024 rr.); MeiMaHa MHTepBaja OT BKJIIOYe-
HISA TAI[eHTa O BbISABIEHUS 3/I0KAY€CTBEHHOTO HOBO-
obpasoBaHus cocraBuna 6,9 mec. (Q1—Q3: 2,9—13,0).

Tab6bnunpa l
XapaKTepuCTHKA PerucTpa HOCUTeNell MaTOTeHHBIX TeHeTMIeCKMX
BapuaHTOB
[Tokasarenn n ‘ %
O6masa xapakTepucTKa perucrpa
Bcero manyuenTos B perucrpe 986 100,0
Kentmabt 917 93,0
My>K4MHBI 69 7,0
Knunnyeckn sgopoBbie Hocutenu (63 oHKomormye-
CKOTO JIMarHo3a) 551 55,9
TTanmenTtsr co 3HO Ha MOMEHT BKIIIOYEHNS B PETUCTP 435 44,1
CpepnHuit BO3PACT BCeX YIaCTHUKOB, et (M + SD) 50,6 + 16,9
Pacnipenenenne mo renam

BRCA1 765 77,5
BRCA2 121 12,3
CHEK2 51 52
PALB2 21 2,1
CodeTaHHbIe MyTalluy B HECKObKMX IeHax 7 0,7
APC 4 0,4
STK11 3 0,3
ATM 2 0,2
MSH2 2 0,2
MSH6 2 0,2
BARDI 1 0,1
FANCM 1 0,1
MUTYH 1 0,1
NBN 1 0,1
NBSI 1 0,1
PTEN 1 0,1
TP53 1 0,1
VHL 1 0,1
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ANTOpPUTM MapUIPyTH3alUM KIMHIYECKH 30POBOTO HOCKUTEN S IATOT€HHOTO FeHeTUYEeCKOTo BapiaHTa B paM-
KaxX MeXAUCHUIUIMHAPHON! MOJIe/IM OpTaHU3aly OKa3aHUA MeJULMHCKON IIOMOLI.

B xopne peanusaumy nporpaMmbl y 57 KIMHUYECKN
3OPOBBIX HOCKTeNIel ObIIM AMarHOCTMPOBAHBI 3/I0Ka-
YeCTBEHHbIe HOBOOOPa30BaHMA: B 56 CIydasx pakK Mo-
JIOYHOI1 >Kefesbl, B 1 cydae pak sAndHuKa. Bce onmyxonu
muarHocTupoBansl Ha [—II cragum; crygaes III—IV
CTafiuy 3aperuCTPUPOBAHO He OBUIO, UTO CBUJETEND-
cTByeT 00 3 PeKTUBHOCTH pa3pabOTaHHON MapIIPy TH-
3alMM JiIs1 paHHErO BBIABJICHMS OIIYXOJIEBON IaTONO-
TUY y JIUI] C BBICOKVMM T€HeTUYeCKUM PUCKOM (TabI. 2).

ConocraByieHne co CTafUIHBIM paclpefie/ieHreM
paxa MOJIOYHOI! e/e3bl B 0OIIell MOMy/IALUY 110 JIaH-
HBIM (efiepanbHON cTaTuCcTIYecKoit popmbl Ne 7 (Poc-
cutickasg @emepanust, 2024), roe gons III—IV craguii
cocTaByAeT OKono 25—30%, [eMOHCTpUpyeT BbIpaXkeH-
HBIii CIBUT B CTOPOHY paHHell IMAarHOCTUKY Y TallMeH-
TOK, TIPOXOIMBINNX 00C/IeoBaHMe B PaMKaX IpOrpaM-
Mbl. AHa/MN3 COOCTBEHHOTO KIMHMYECKOTO Marepuana
nokasain, 4uto cpeiun BRCA1/BRCA2-HOCKTeNbHNALL, He
BK/IIOYEHHBIX B NIPOTPaMMy JUHAMUYECKOTO Habmoofe-
uus, gonsa II—IV cragnit cocrasuna 21,6% (72 us 333),
TOTfa Kak B TpYIIe NAIJMeHTOK, HAOMIOfjaBIIMXCSA B

Tabnuma 2

ITpakTuyecKkme pe3ynbraThl HPUMEHEHUA MPOTPaMMBbI
AMHAMWYECKOTO HAOMIONeHNA KIMHIYECKN 3[JOPOBBIX HOCHTeNel
TATOT€HHBIX TeHETMYECKIX BADUAHTOB

INokasaTennb ’ n ‘ %
KnmHndeckn 31,0poBble HOCUTENN, BKIOYEHHbIE B PETUCTP 551 100,0
BblLaB/IEHO 3/10KaueCTBEHHOE HOBOOOPa3OBaHe B XOfie AMHa-
MMYECKOTO HabMoeHus 57 10,3
B Tom unmcne:
PpaK MOJIOUHOJ >KeTle3bl (OT BBIABIEHHBIX C/Ty4Yaes)* 56 98,2
pak AM4HMKa (OT BBIABICHHBIX CTy4aes)* 1 1,8

Bousisienne 3HO na [—II crapuu (OT BbIsAAB/IEHHBIX C1ydaes)* 57 100,0
Borasnenne 3HO wa III—IV cTagum (OT BbIABIEHHBIX CTyYa-
eB)* 0 0,0

IIpumeuanue. *Jom paccuuTaHbl OT OOIIETO YNC/IA BBIAB-
JICHHBIX B XOfI¢ AMHAMMIYECKOTO HaOMIONeHN A 3/I0Ka9eCTBEHHDIX HO-
BO0OpaszoBaHmii (n = 57). Bce BBLABIEHHbIE CTy4ay TUATHOCTMPOBA-
Hb! Ha paHHux (I—II) cragusax.

paMKax IporpaMMbl, IO3[JHME CTauy OTCYTCTBOBAIU
(0 u3 57). Pasnuuusa 6pUIM CTaTUCTUYECKN 3HAYMMBIMMI
(p < 0,001; Tounbit kpuTepnit Guirepa) u COOTBETCTBO-
Ba/M MEX/JYHapOZHBIM MAaHHBIM 00 3(p¢eKTMBHOCTI
PUCK-aJalTUPOBAHHBIX NPOTPaMM CKpMHMHTA y HOCHU-
Tejlell BBICOKOIIEHETPAaHTHBIX I'€pPMIMHA/IbHBIX BapuaH-
TOB [3, 4].

CylnecTBeHHBIM OpTaHU3ALMIOHHBIM Pe3yIbTaTOM
CTajIo CpaBHEHMe pa3pabOTaHHON MapIIPyTU3ALUN CO
CTaHJAPTHBIM aJITOPUTMOM NPODUIAKTUIECKOTO Mey-
LIMHCKOTO OCMOTpa ¥ JUCIaHCepU3aluy, perlaMeHTH-
poBaHHBIM IpukasoM MuHsgpasa Poccum Ne 4041 ot
27.04.2021. CraHgapTHaA AMCIIaHCEpU3anyA IpefycMa-
TpuBaeT MaMMorpaduio 1 pas B 2 roga y >keHIH 40—
75 neT 6e3 y4eTa reHeTM4eCKOro pucKa U 6e3 mpuMeHe-
s Y3U- wim MPT-conpoBoxyennsa. Paspaborannas
MOJielb YCTPaHAET 3TU OrPAaHMYEHUA 32 CYeT DPUCK-
aJlalITMPOBAaHHOTO IIO/IXOfIa, BKJIIOYAIOIIET0 KOMOVHU-
poBanHoe Y3VI- u MPT-o6¢cnenoBanue, 6onee panHee
Havajio HaOJIIOeHNs U COKpalljeHue HTepBana o0cre-
JIOBaHU M0 6 Mec.

Oco6y0 3HaYMMOCTb MMEIOT JJaHHBIE O BO3pacTe
BO3HMKHOBEHMsI 37I0Ka4eCTBEHHBIX HOBOOOPA30BaHUIL
Yy HOCHTeNENl NMaTOT€HHbIX BapMaHTOB. CpemHMiT BO3-
PacT VX BBIAB/IEHNS B paMKaxX IPOrpaMMBbI COCTaBII 50
JIeT, TOIfa KaK CpefHMII BO3PacT KIMHUYECKU 3/I0pO-
BbIX HOcuTenelnn — 48 net. IIpu sTtom B Bospacre mo 35
JIeT 3/I0KauyeCTBEHHble HOBOOOpa3OBaHMsA JVATHOCTH-
poBaHbl mmb B 12% cny4daes. llonydyenHble maHHBIE
HI03BO/IM/IV OOOCHOBATh OpraHM3AI[IOHHbIE TApaMeTPbI
npodUIaKTUYECKOTO 00CTIeOBaHNA U IOATBEPAIN
11€71eCO00Pa3HOCTD BBIJIE/IEHNSI OT/e/bHOI IPOrPaMMBbl
HaOJIIOfleHNsl ISl TeHeTUYeCKV IpefipacIoNoXeHHON
KOTOPTHI.

Takum ob6pasoM, IpepIokeHHass IporpamMma obe-
crie4ynsia Iepexof OT BbIABIEHNs IATOT€HHOTO Te€HeTH-
9YeCKOT0 BapMaHTa K CTPYKTYPMPOBaHHOMY AMHaMu4e-
CKOMY HaO/IOfIeHMIO C y4acTyeM NPOQUIbHbIX CIIelna-
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MICTOB, BKIIOYEHNEM IallIEHTa B PETUCTP U NpOBefe-
HJeM TTOBTOPHBIX MHCTPYMEHTA/IbHBIX O0C/IeOBAHMIL.
[TpakTHyecKuM pesy/nbTaToOM CTaJIO BbIABIEHUE KIVHN-
YeCcK) 3Ha4MMOTO 4YNC/IA 3/I0Ka4eCTBEHHBIX HOBOOOpa-
30BaHUIl y paHee 3[JOPOBBIX HOCUTEJIEN IIpeuMmylle-
CTBEHHO Ha PaHHMX CTaAMAX, YTO MOATBEP)KHaeT Mpu-
MEHVIMOCTb MOJE/IN [/ paHHETO BbIABIEHNUA OIyXOJIel
B IPYIIIIE€ BBICOKOTO T€HETUYECKOTO PUCKa.

O6cyxxaeHue

VccnenoBaHne IOKa3amo BOSMOXKHOCTD peasi3alin
IpOrpaMMbl HAOJIOfleHNs KIMHUYECKM 3TOPOBBIX HO-
CHTeTIell TATOTeHHBIX I'eHeTNYeCKIX BapUMaHTOB B paM-
KaX MeXAVCIUIDIMHAPHOI MOJe/IN OpraHU3aluy Mey-
LIVHCKOJI HoMoly. B xozme mmHammyeckoro Habmoze-
HUS y 57 HalMeHTOB ObLIM BBbIAB/IEHBI 37I0KaUeCTBEH-
Hble HOBOOOpPa30BaHNU:A, NMpPEVMYLIECTBEHHO paK Mo-
JIOYHOI! >Ke7ie3bl, Ipu4eM BCe CIyday AMAarHOCTMPOBA-
HBI Ha paHHUX cTagusax. [lomydeHHbIe pe3yabTaThl MO -
TBEP)KJAIT KIMHUYECKYI0 3HAYMMOCTb IIPETIOXKeH-
HOJI MOJIe/I JUIsI PAHHETO BBIAB/ICHUA OIYXOJIeN Y /NIy
C BBICOKVIM T€HeTIYEeCKIM PUCKOM.

[Tomy4yeHHBIe JaHHbIE CBUETENIbCTBYIOT, YTO BBIAB-
JIeHMe TTATOTeHHOTO BapMaHTa caMo 1o cebe He obecrie-
4MBaeT PAaHHIO AMATHOCTUKY. KinHMYeckas eHHOCTD
TeHeTNYeCKOTo TeCTMPOBAaHMA peannsyeTcsl TONbKO Ipu
HOC/IeNYyoIeM MeJKO-TeHeTMYeCKOM KOHCYIbTMPOBa-
HUMY, BKIIOYEHVM MAIVIeHTa B PETUCTpP U COXPAHEHNN B
CHCTeMe IMHAMIYEeCKOTo HaOMoaeHst. ITOT BBIBOJ, CO-
I7IACYeTCs C MeKIYHAPOIHBIMYU TaHHBIMI, COITTACHO KO-
TOpbIM 3 eKTUBHOCTD HAOTIONIeHNsT OIpeesieTcs
COOMIoIeHNeM PUCK-aJallTPOBAaHHBIX IPOTPaMM CKpU-
HUHTa U NpouIakTuku [6, 7]. AHamOrn4yHble pe3yib-
TaThI OTy4YeHbI U A1 cuHApoMa JInH4a [8].

CpaBHeHMe pa3pabOTaHHOTO IOAXOfIa CO CTAHIAPT-
HOJI cUCTeMoli jucnancepusanyy (npukas MuH3sgpasa
Poccum Ne 404n ot 27.04.2021) BBIABMIO IPUHINIIN-
ampHble pasmuumA. CTaHpapTHas [AyCIaHCepU3aIsa
mpefycMaTpuBaeT Mammorpaduio 1 pas B 2 rofia y KeH-
muH 40—75 et 6e3 y4eTa reHETUIECKOTO PUCKa, TOTAA
KaK paspaboTaHHas IIporpaMMa BK/IKOYaeT PUCK-
aJlaliTUpOBaHHOe HabIofileHNe ¢ 6ojlee paHHUM Hava-
7IoM 06cIeioBaHNit, KOMOMHMpOoBaHHBIM ¥Y3V- 1 MPT-
COIPOBOX/IEHNEM VI MHTEPBAJIOM KOHTPOJIA 6 Mec.

OpraHusanyoHHasA [eHHOCTb MOJE/NN 3aK/II04aIach
B YCTPAaHEHMN pa3pbIBa MeX/[y 3TallaMy TeHeTNYeCKOTo
BBIABJIEHMA M IIpaKTudeckoro HabmopenusA. ITocneno-
BaTe/IbHAsA MapIIpyTHU3alusA IO3BOMNIA CTAHAAPTUK-
poOBaTh BelleHNe MAIVEHTOB U CHMU3UTb BEPOATHOCTD
yTpaThl IaLMeHTa MeXAY JTallaMyl KOHCY/IbTHpPOBa-
HUS, 00C/IeNOBaHysI ¥ KOHTPOJIS, YTO OCOOEHHO BaYKHO
TS KIIMHWYECKU 3[JOPOBBIX HOCHUTeIEIL.

9 deKTUBHOCTD PUCK-aZANITPOBAHHOTO HabIIOzIe-
HISA TIOATBEPXKAAETCA TUTEPATYPHBIMU JAHHBIMU: ¥ HO-
curenein BRCA1/2 exerognoe MPT-o6cnegoBanue ac-
COLIMMPOBAHO CO CHIDKEHVEM 4aCTOThI PacCIIpOCTPaHeH-
HBIX (pOpPM paka MOJIOYHOI >Ke/e3bl, a y SKeHILIVH C
BRCA1 — u co cHuxeHreM cMepTHOCTH [3, 4]. Cneno-
BaTe/IbHO, KIMHIYecknit 3¢ ekt popmupyercs B Ipo-
Ijecce OPraHM30BAHHOTO HAOMIONEHMs, @ He TOJbKO Ha
3Tarle TeHeTMYeCKOTO TeCTUPOBAHNA.

Ba>KHBIM pesy/IbTaTOM MCCIeJOBAHMsI CTaIa JeMOH-
CTpalys OpraHM3aLMOHHOM 3HAYMMOCTY MEXANCIINI-
JIMHAPHOTO MOAXO0Ma. Y4YacTue Bpadya-TeHeTHKa, MaMMO-
JIora, TMHEKOIOTa U CIeLanu3MPOBAaHHOTO L{eHTpa 06e-
CIIEYVBAJIO IIPEEMCTBEHHOCTb MEX/Y IOATBEPXK/eHIEM
HOCHTENbCTBA, OL[EHKOII PUCKa, Ha3HaueHueM 00cmeno-
BaHUII U INTE/IbHBIM COPOBOXKeHVEM IaLjeHTa [9].

PaspaboraHHasi CHCTeMa MOXKET PAaCCMATPUBATHCS
KaK OpPraHM3al[MOHHBIN IPOTOTHII [/IsI HAOTIOIeH ST TTa-
[IIEHTOB U3 TPYIIl BBICOKOTO T€HETUYECKOTO PUCKA,
BK/TIOYAIOLINIT [[€HTPATM30BAHHbI PETUCTP, MOCTTeE-
CTOBO€E KOHCY/IbTHPOBaHMe, POPMATN30BAHHYIO MapIil-
PYTM3ALMI0 ¥ KOOPAMHALIMIO MEX[Y CIeLann3upo-
BaHHBIM I aMOY/IAaTOPHBIM 3BEHOM.

3akiaroueHue

Paspaborana u ampo6upoBaHa mporpaMma iHaMI-
4eCKOro HaOMofeHNsI KIMHUYEeCKN 3[J0POBBIX HOCUTE-
7eil MaTOTEHHBIX TeHeTMYEeCKUX BAPMAHTOB, MHTETPU-
pOBaHHAA B MEXAMCLUUIUIVMHAPHYI0 MOJeNb OpraHu3a-
1y MeguuyuHcKon nomomy. ITokasaHo, 4To KIMHMYe-
CKasl IIeHHOCTDb TeHeTUYeCKOr0 TeCTUPOBaHNsA pPeannsy-
eTCsA TOJIbKO IIpY Ha/IM4YMy OPTaHM30BAHHOIO MapuUIpy-
Ta JajbHeNIIero BeleHMs MalieHTa, BKJIOYAIoOLIero
MeJVIKO-TeHeTYeCKOe KOHCYIbTMPOBaHNe, BKI0Ye-
HIE B PETUCTP U perlaMeHTMPOBAHHOE [MHAMIYecKoe
Habmonenne. Peanusanus paspabOTaHHON CHCTEMBI
II03BOJIV/Ia OPTAHU30BATh HAOJIIOfieHNe JINL] U3 TPYIIIIbI
BBICOKOTO TEHeTMYECKOTO PYCKA ¥ BBIABUTD 57 CIydaeB
3/I0Ka4eCTBEHHBIX HOBOOOPa30BaHMII IPEVIMYIIeCTBEH-
HO paKa MOJIOYHOI >KeJie3bl, IIpUYeM Bce CIydau Aua-
rHocTupoBanbl Ha I—II cragusax. IlonydenHble pe3yib-
TaTbl IOATBEPXKIAT IIPUMEHVMMOCTD IIPeJIOKEeHHON
MOJie/IN [/ PAHHETO BbIABJIEHNSA OIYXO0JIeBOil I1aTO/NOo-
T U ee IPeuMYIIecTBa 10 CPAaBHEHMIO CO CTaHJApPT-
HBIMI TIOAXOJAMU AMCIAHCEPU3ALMM, perlaMeHTUpO-
BaHHBIMIU IIpuKa3oM Munsgpasa Poccum Ne 404H ot
27.04.2021.

ITpepnoxeHHass cucTeMa MOXKeT PacCMaTpPUBATHCA
KaK OpTaHM3allMOHHBI/ IPOTOTUI AA MEeJUIIMHCKIX
OpraHU3alMNii, OCYILeCTB/IAIIX HabMogeH e MalyieH-
TOB 13 I'PYIII BBICOKOTO HAC/IeICTBEHHOTO OHKO/IOTNYe-
CKOT'O pHCKa.

HccnenoBaHue He IMENIO CIIOHCOPCKON OIIEPXKKI.
ABTOpBI 3aB/IAIOT 06 OTCYTCTBUM KOHGINKTA MHTEPECOB.
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