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AHHOTaMA

B Poccuu, Kak W JApyrux CTpaHax, OTMeYaeTcs pOCT 3a00eBaeMOCTH 3JI0KaueCTBEHHBIMU
HOBOOOpAa30BaHMSIMM, MPU BTOM OKoio 10 % Bcex ciyyaeB OHKOJIOTMUYECKWX 3a00eBaHUil SIBIISTIOTCS
HaCJleICTBeHHBIMU.  [IpoBeleHMe  MOJIEKYIAPHO-TEHEeTUUECKUX  MCCIe[OBAHUA  y  I[AllUEHTOB
C IMarHOCTUPOBAHHBIMM 3JI0KAUeCTBEHHBIMU HOBOOOPA30BAHUAMMU M IOJJ03pEHMEM Ha HACJ/Ie[ICTBEHHBIM
baxTop MOMOXKeT MofoopaTh 3GpdeKTUBHbIE COBPEMEHHbIE METO[Ibl JIeUeHUs W TMPOPUIAKTUKNA PA3BUTHUS
HOBOOOpPAa30BaHMM IPYTUX JIOKATUBAIIAH.

B wucciegoBaHuM BbIIBIEHO 12,6 % MNALMEHTOB C HAC/IeICTBEHHBIMM OITyXOJEBBIMU CUHIPOMaMy,
YTO [I03BOJIMJIO IIPOBECTU MOJIEKYJIIPHO-TeHeTUUeCKMe UCCIIeJOBAaHUSA Y UX POLCTBeHHUKOB. CllefoBaTeIbHO,
MOSBJISIETCST  BO3MOXKHOCTH ~ OOHapy’XWBaTh TeHEeTWYeCKWe PUCKU  PasBUTHS  37I0KAYeCTBEHHBIX
HOBOOOpAa30BaHMM, TOBHIMIATE B3GOEKTUBHOCTH [OUCIIAHCEPU3AlWKW, (GOPMUPOBATH W peasn30BLIBATH
MporpaMMbl MPOGUITAKTUKY U PAHHETO BbISIBIIEHUST 3a00IeBaHUSI.
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Abstract

Russia and other countries report an increase in the incidence of malignant neoplasms, and approximately
10 % of all oncological cases have hereditary background. Molecular genetic testing in patients with diagnosed
malignant neoplasms and a suspected hereditary factor will help to select effective modern methods of
treatment and prevention of the development of neoplasms of other localizations.

According to the study, 12,6 % of patients had hereditary cancer syndrome, which allowed to administer
molecular genetic tests to patients’ relatives. Consequently, it becomes possible to detect hereditary cancer
risk factors, improve the efficiency of clinical examination, elaborate and implement programs for prevention
and early detection of the disease.
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BBegenue

B 2021 I. B Poccuiickoit Qenepanu
zapeructpupoBaHo 580 415 cjydaeB BIepBbie
BBISIBJIEHHBIX 3JI0KAUeCTBEHHBIX HOBOOOpa30BaHWUM
(3HO) (265 039 u 315 376 y MalMeHTOB MYIKCKOTO
M JKEeHCKOro I0ja COOTBETCTBEHHO). PocT 3Toro
roxasarejid, 1o cpaBHeHUIo ¢ 20201, coctaBuin 4,4 %.
B 2021 1. ycTaHoBneHo 58 217 BriepBble BbISIBIEHHBIX
[IepBUYHO-MHOKeCcTBeHHbIX 3HO, uTo cocTaBiger
10 % (2020 . = 95 %; 2019 . - 9,3 %; 2018 1. -
8,8 %; 2017 1. - 8,1 %; 2016 T. - 7,5 %) OT BCeX BIlepBble
BeisiBiieHHbIX 3HO [1]. PocT 3aboneBaemoctu 3HO
oTMeuaeTcs Kak B Poccuu, Tak 1 Bo BceM mMupe [1; 2].

370KayecTBEHHbIe HOBOOOPAa30BaHU I XapaK TePHbI
B IIepBYyI0 odepenb [JId JIIOAEW  IIOKUJIOTO
BO3pacTa, 0Jg KOTOPbIX CTAHOBUTCS OOJIbIIe
C POCTOM IIPOLOJIXKUTEIbHOCTU JKU3HU HaCeJIeHU.
B TO JXe BpeMd COBepIIeHCTBYIOTCS CKPUHUHTOBLIE
U OUarHOCTUYeCKHe MepOoIpUsaTHUs, HallpaBjleHHbIe
Ha  paHHee BbigBieHune 3HO. IIpuMeHeHUe
nporpamMMm mnipodunaktuku 3HO (B ToM umcie
0TKA3 OT TabaKoKypeHWs, COKpallleHWe BpeMeHU
npebbIBaHUSI HA COJIHIIE, KOHTPOJb MacChl Tena,
[IpOBeleHNe BaKIIMHAIIUY [IPOTUB BUPYCOB renarura B
u [TaIIUJIJIOMBL JejIoBeKa, CBOeBpEeMeHHOoe
BBISIBJIEHWE W JieYeHUWe TpepaKoBbIX COCTOSHUM)
[I03BOJIEeT CYIIeCTBEHHO CHU3UTL BePOSITHOCTD
pasBuTHs 3a00/IeBaHKM, CBSI3aHHBIX ¢ dakTOpamu
pucka. Tak, yMeHbllleHMe TOTpebiieHus Tabaka

1 ankoronsg B Poccuu 1mpuBesio K CHUIKEHUIO
CMepTHOCTHU oT Haunbosee XapaKTepHBIX
onga  Poccum  3HO: paxka Jj1erkoro, SKejyIxa,

nuiieBosa, ryowl. CiaegyeT OTMETUTh CHUKEHUe
CMEepPTHOCTU OT caMoro pacmpoctpaHeHHoro 3HO
V JKeHIIWH - pakKa MOJIOYHOU JKejIe3bl, UTO CBA3aHO
C COBePIIeHCTBOBAHMEM MeTOLOB ero JUAarHOCTUKU
U JIeYeHUs, B TOM UYHUCjIe C YYeTOM IIPOBOAUMBIX
MOJIEKYJIIPHO-TeHeTUUe CKUX KCCIIeJOBaHUN
U IIPUMEHEeHUS TapreTHO! Tepalluu.

BonpmurHcTBo 3HO gBIgercd cropagudyecKuMU,
Korga MyTaluK BO3HUKAIT B COMATUYECKUX
KJeTKax Kakou-Tnbo TKaHU. [Ipr 3TOM CylIeCTBYeT
IpyTmmna OHKOJIOTMUeCKUX 3a00JieBaHUli, pa3BUTHE
KOTOPBIX 00YCJIOBJIEHO MPEXK /i€ BCEro TeHeTUYeCKoi
[IpelpacIoIosKeHHOCTEIO - HOCUTEJIECTBOM
reHeTUYeCKUX BapUaHTOB (MyTallMii), CBSI3aHHBIX
C BBICOKMM WJIM IIOBBIIIEHHLIM PUCKOM Pa3BUTUL
3HO [3; 4]. Takue 3a60/1eBaHUS MOy UMM Ha3BaHUE
Hac/eJICTBEHHBIX OMyXoieBbIX cuHApoMoB (HOC).
HocuTenbCcTBO HEKOTOPLIX I'eHeTUUYeCKUX BapUAHTOB
CBSI3aHO C BBICOKUM (70 70-90 %) puCKOM pas3BUTHUSA
3HO, [yia KOTOpbIX XapaKTepHBI arpeccuBHOe
TeueHUe, IIOABJIeHWEe [IePBUYHO-MHOXKECTBEHHBIX
oryxoJjied M dYacTtass MaHudecTanus 3aboreBaHUS
B MOJIOLIOM BO3pacTe. B TakoM cjiyuae cTaHgapTHLIE
Mepbl MPOGUIAKTUKYM He T03BOJSIOT U30eXKaTh
pazButusi 3HO wu 3avactyio He o6ecreumBaioT

paHHero BbIB/IeHUs 3a60/1eBaHM s, 00YCIIOBIEHHOT0
HOC. HegocTaTouHasd 0CBeIOMJIEHHOCTh HaCeJIeHUd
o HOC, cnoXHOCTH OUATHOCTUKU TaKOU TI'PYIIIEL
3a00JIeBAHUI, CMOPHBIE BOMPOCHl WHTEPIpPeTaluu

JaHHDbIX, ToJTyYaeMbIX B pesyJibTaTe
MOJIEKYJIAPpHO-TeHEeTUUEeCKUX ucciieloBaHuH,
pasnnyud B KIIMHNYeCKUX peKoMeHoanundax

M OTCYTCTBUE CTAHAAPTOB MeOUKO-TEHEeTUYEeCKOIro
KOHCYJITUPOBAHUS ¥ 06CIe0OBAHUS MTPU MOJ03PEHUN
Ha HOC mpuBOIST K CHUSKEHUIO UX BBISIBIISIEMOCTH [5;
6]. HeobcieOBAaHHBIMM OCTAIOTCS U POJICTBEHHUKHU
nauveHtoB ¢ HOC, KkoTopble Tak)Ke HaXOOATCH
B TPyTIIle TMOBBIIIEHHOro pucka pasButus 3HO [7].
[I[pyuMeHeHVe TIOJTHOIEHOMHOIO CeKBEHUPOBaHUSA
(amanuz Bceut [THK) B oHKomoruu obecriedrnBaeT
BO3MOYKHOCTb KOMITJIEKCHOIO U3y4YeHUS 3TUOJIOTUU
u rmaToreHesa HacJIe[CTBeHHbIX 3HO
C TIOC/IeIyIOIIUM BIWSAHUEM Ha [AUATHOCTHUKY,
MPOrHO3 ¥ BBIOOP Tepamuu, YTO COOTBETCTBYET
OCHOBHBIM 3aiayaM, [IOCTAaBJIEHHBIM Tepe[, CUCTeMON
31paBOOXPaHEHUS, — YBEJIUUYEHUIO BbIXKMBAEMOCTU
OHKOJIOTUYECKUX  MallMeHTOB U  YJIYUIIEHUIO
KauecTBa UX KU3HU [8].

Ha cerogH4mIHU# [eHb OOHWUM W3 BefyIIUX
MeXaHU3MOB, TO3BOIAIOIINX 00eCcnedynTh paHHee
BeisiBiieHMe 3HO, gBngeTcd AucCIaHCepU3alusd
B3pocsioro Hacenenus [9; 10; 11], addexkTUBHOCTH
KOTOPOA MOJKHO TIOBBICUTH IIyTEM BBIIBIEHUS
reHeTuyeckrux GakTOpOB PUCKA.

Ileas mccaenoBaHuss - V3y4yeHUE BO3MOXKHOCTEU

MOJIEKYIIPHO-TEHETUYeCKUX MeTO[OB
nnst GopMUpOBAaHUS TPyMIl  PUCKA  Pa3BUTHUS
HacnencTBeHHbIX 3HO  cpenu  pOACTBEHHUKOB

[ n II creneHy poAcTBa MALMEHTOB C IIOATBEPsK IeHHBIMU
[I0 pes3yJibTaTaM IIOJTHOT€HOMHOI'O CeKBeHUPOBAHUA
HOC B paMKax 1IepBoro osTama HAy4YHOIO
rccaenoBaHug B Mockse.

MaTepI/IaJII)I H METOo/abI

B coorBercTtBuM ¢ Ilpukasom [lernapramMeHTa

3[1paBOOXpaHeHUsd ropojma MoOCKBBI oT
1 deBpang 2021 1. N° 69 «06 opraHusamuu
OHKOTeHEeTUUYEeCKUX  MCCIIeJOBAHWN B  TOpoJe
MockBe» TIpOBeJEeHO Hay4yHOe UCC/eJoOBaHUe
«BHefjpeHre B MPaKTUKY  WHHOBAILIMOHHBIX
MeTOI0B JleueHu s 3JI0KQUeCTBEHHBIX
HOBOOOPa30BaAHUIA, 00y CITOBJIEHHBIX
HaCJIe[ICTBEHHBIMU ONYXOJEeBbIMU CUHIPOMAMU».
[TepBBIN aTan Hay4HOTO WCCIef0BaHus,

HampaBjieHHbIM Ha BbigBieHuMe HOC, mpoBoauicg
c 1 peBpang 2021 1. o 27 uroHs 2022 .

B Hay4HOe nccnegoBaHye BKITHOUAIUCH MALlUEHThI
CO ClIeAYIIIUMA MepBUYHO BbIgBIeHHbIMU 3HO:
paK MOJIOUHON >Kejie3bl U (UJIM) pakK SIMUHUKOB
Yy OJKeHIWH, paK MOJIOUHOHN >Kejle3bl Yy MYIKUUH,
KOJIOpeKTaJIbHBIM pak.
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Vcrionb30BaHbl crepnyoliue KPUTEpUH
BKJIIOUEHUS B Hay4YHOe MCCJIeJloBaHUWEe TalueHTOB
Y UX POCTBEHHWKOB:

- TpakgaHe B Bo3pacTe 18 JjeT u crTaplle,
nposkuBawuive B MockBe U UMeI e He MeHee
ofHOro poactBeHHUKa [ wnu Il cTeneHwu
POLCTBa;

- [IpY BBIBJIEHUM paKa MOJIOUHOM JKeJie3bl MK paKa
AMYHUKA - HajJduyue TEepPBUYHOM OIYXOJH,
a TaKJKe He MeHee OJTHOTO U3 KPUTEPUEB: BO3paCT
no 50 geT, OwaTepasibHBIA PaK MOJOYHOM
JKeJjie3bl, pak MOJIOUHOW JKejle3bl WA pak
AMYHWKA Y TalJUeHTa WU Y POICTBEHHUKOB
I wnu II cremeHw pojaCcTBa, JBAa MU Oojee
THUIIOB pakKa, KOTOPble MOTYT OBbITh CBSI3AHBI
C HaCIeACTBEHHBIMU MYTAlUIMU Y OIHOTO
M TOro >Ke ujieHa cembu | unm Il cTemeHm
poncTBa, ciiyyall paka MOJIOUHOU >KeJjle3bl
Y KPOBHBIX POJICTBEHHUWKOB MYIKCKOrO I0J1a
[ mnu II cTenmeHM pPoOACTBA, MYXKUUHLBL C PAKOM
TPYAHOM JKeJlessbl,

- IIpu BbISIBJIEHU U KOJIOPEeKTaJIbHOT' O
paka - HaJu4yue MepBUYHONA OMYXO0JIH, a TaAKKe
He MeHee OHOTO U3 KPUTepHeB: CUHXPOHHBIN
UIn MeTaXpPOHHBIN KOJIOpEeKTaJIbHbBIA
pax, MeTacTaTUu4YeCKum pax, BO3pacT
mo 50 nert, BospacT mo 60 5eT ¢ GeHOTHUIIOM
MUKPOCATEJJTUTHON HECTAOUTHHOCTH BHICOKOM
CTeIeHU, coYyeTaHMe KOJIOPeKTaJIbHOrO paka
C TIOJIUTIOM TOJICTOM KMIIKY B JTIOOOM BO3pacTe,
nalreHTH TI060T0 BO3pACTa C KOJOPEKTaIbHbIM
pakoM ¢ JOByMsI 1 Oojiee pPOACTBEHHUKAMMU
[ nnu Il cremeHM poacCTBa CO CHEOVIOUIMMUA
HOBOOOPa30BAHUIMHU: KOJIOpEeKTaJIbHbBIN
paxk, pak D>HOOMETpUs, paK Keayaka, pak
AMYHUKA, pPaK TOJKeyOOYHOU >Keje3bl, pak
MOUETOUHHMKA, PaK MOUKH, Oy XOJTM OUTHAPHOTO
TpaKkTa, TOJIOBHOIO MO3ra, aJeHOMBI CaJIbHBIX
JKese3, KepaToaKaHTOMbBI, MHOXXeCTBeHHbIe
MOJIUTIbI TOJICTOM KUIIKY;

- pomcTBeHHMKM [ m II cTemeHM pOACTBa
MalVeHTOB C BBISABJIEHHBIMU [0 pe3yjbTaTam
MOJIHOT€HOMHOT 0 CeKBEeHUPOBAHUSA
MyTanugaMu, acconuuposanusiMu ¢ HOC.

[lanueHT #u (UJKM) €ro pPOJACTBEHHUKU MOTJIHU
UCKJTIOUAThCST U3 MCCAenoBaHUs B 000 MOMEHT
B CBSI3U C UX OTKAa30M OT y4YacCTU$, U3JIOKEHHBIM
B UCbMEHHOM BU[JIe B IPOM3BOIbHOM dopme.

HayuHoe uccieoBaHue COCTOSIIO U3 CIIENYIOIAX
3TaroB:

- orbop TAlMEeHTOB ¥ WX POJCTBEHHUKOB

B COOTBETCTBUU C KPUTEPUAMU BKIIIOUEHUS
B HAy4YHOe UCCJIeIOBaHUeE,;

- 3a60p M TPAHCMOPTUPOBKA 0OPA3IOB KPOBU
MalWeHTOB U UX POICTBEHHUKOB;

+ BBICOKOIIPOU3BOJAUTEITBHOE CEeKBEHWPOBaHME
reHomMa  (MOJHOr€HOMHOE CeKBEHUPOBaHUE)
MalyeHToB ¢ nogospeHreM Ha HOC v kanuiisgpHoe

CEeKBEeHHpOBaHUe (CeKBeHI/IpOBaHI/Ie 110 CaHrepy)
TeHOMa UX POJCTBEHHUKOB;
+ TOAT0TOBKA, BbllayUa pe3yJIbTaTOB UCC/IeJOBaHUA
(BaKHI-OLIeHI/IH), KOHCYJIbTUPDOBaHMUE.
[TapymeHTaM M UX POOCTBEHHUKaM IIpOBeaeHbl
cileayomaiue MOJIEKYJIdpHO-TeHeTUu4YeCKue
ncciaengoBaHUA B Ha60paTOpI/II/I «DBOTeH»:
TMMOJTHO'€HOMHO€E CEKBEHUPOBaHUe [Jid O6CH€,I[OBEIHI/IH

NallMeHTOB, CeKkBeHKWpoBaHME o CaHTepy
079 BalupalUU pPe3yabTaTOB IOJITHOTEHOMHOIO
CeKBEHUPOBAHUYI u O obciieqoBaHus
POLCTBEHHUKOB.

Brigenenune OHK 1S IIOJIHOT€HOMHOT O
CeKBEHUpOBAaHUA mpoBogumock u3 200 MK

JIeMKOLIMTApHOr0 KOjblla MepudepruyuecKkoll KpOBU
c ucronbzoBanuem Habopa QIlAamp DNA Blood Mini
Kit(QIAGEN, Germany) o cTaH1apTHOMY IPOTOKOIY
npousBonuTend. KauecTBeHHas U KOJIMYeCTBeHHAA
OIleHKa OCYIIeCTBIIsIach CIEKTPOPOTOMETPUUECKH
u bnyopuMeTpruUecku COOTBETCTBEHHO.
[TonHOTE€HOMHOE CeKBeHUpOBaHUe BeJIOCh
C UCIIOJIb30BAaHWEM peareHToB U 000py[AOBaHUS
npousBogacTBa MGI (KuTait). i mpuroToBiaeHuUst
O6nbnmorex GparMeHToOB WMCIOIb30Bajcs HaGOp
MGIEasy FS PCR-Free DNA Library Prep (MGI,
KuTait). Bce aTamnbl paboThl, BKJIIOUA s TAPHOKOHIIEBOE
(2 x 150 m. 0. cexkBeHWpOBaHWE, MPOBOJUIINCH
B COOTBETCTBUU CO CTAHIAPTHLIMU IIPOTOKOJIAMU
npousBoauTens. CpefHsis rayOuHa MNPOUYTEHUS -
30x. [Touck BapuaHTOB HYKJIEOTUOHOMU
[oCIef0BaTEeILHOCTY IIPOXONMII C UCIOJIb30BaHNEeM
MpOTMPUETAPHOTO  MPOrpaMMHOTO  obecrieyeHUst
(MGI, Kwurapi). CpegHee UYHWCIIO BBIIBJIEHHBIX
BapMAaHTOB COCTABUJIO 0KOJIO 4,5 MJIH Ha obpaszell.
[louck  1esieBBIX  T'eHETUYEeCKMX  BapUaHTOB
[IPOBOOUIICA B IIePBYIO0 ouepelb Cpegu U3BECTHLIX
OHKO-aCCOIMMPOBAHHBIX T'€HOB M3 0a3sbl [TaHHBIX
OMIM (Online Catalog of Human Genes and Genetic
Disorders) [12]. [nsg OIeHKMA MOMYASIMOHHBIX
4acTOT BBbISIBJIEHHBIX BapUaHTOB WCIIOJIb30BaHa
6aza manHbiXx gnomAD [13]. OmeHKka KIWHUYECKOU
3HAQUMMOCTH BbISIBJIEHHbIX TeHETUUECKUX BAPUAHTOB
[IPOBOOUJIACL B COOTBETCTBUU C PeKOMEHIAUAMU
ACMG (American College of Medical Genetics and
Genomics) [14], pyKOBOACTBOM TI0 WHTepHpeTalnuu
OaHHBIX IocjaepoBarenbHocT  IHK  4esoBexa,
[IOJIyYeHHEIX MeTOoLaMU MacCOBOTO IIapalijleIbHOIo
cekBeHWpOBaHMsA, [15] ¥  [JaHHBIX HAy4HOWU
JINTEepaTy pbL

B mpomecce wuccienoBaHUS aHaIM3UPOBAJIUCH

MaTOreHHble, BEPOSITHO I[MAaTOMeHHble BapUaHTHI
M BapUaHTBl C HeOMpelesileHHONW KIWHUYECKOR
3HAYUMOCTBIO (VUS) OHKO-aCCOLMUPOBAHHBIX

reHoB. ['eHeTHYeCcKuUe BApUAHTBI U HOHI/IMOP(])I/IBMBI,
KHaCCI/I(l)I/IHI/IpOBaHHbIe Mo pa3/IMYHbIM KPpUTEpUAM
KakK HeﬁTpaHLHble (JIO6POKaLIeCTBeHHbIe, BEepOATHO
,Z[O6pOKa‘{eCTBeHHbIe), B aHa/IN3 He BKJIIOYAJIUCh.
BrisiB/IeHHbIE KJIMHUYECKU 3HAUUMble TeHETUUEeCKUe
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BapUaHThl BaJUUPOBaHbl pePepeHCHBIM MeTOI0M
(cexBeHMpoBaHMe 1o CaHTeEpY).

[nsi cekBeHUpoBaHM s 1o COHTEpPy OAHOTO 0Opa3iia
KPOBHU HMCITOJIb30Banoch 200 MKJT JIeMKOLMTApHOTO
KOJIblla, TIOJIYUEHHOTO Tocje LeHTpudpyrupoBaHus
obpasna IeJbHOM KPOBU. OKcTpakiua JTHK
[IpoBeleHa KOJIOHOYHBIM MEeTOIOM C UCIIO/IE30BaHUEM
peareHTOB 1 K0JIOHOK 13 Habopa QIAamp DNA Blood
Mini Kit (QIAGEN, Germany). [Ins npoBefenus [111P
KoHUeHTpanua [THK HopManu3oBaHa [0 BeIUUYUHBI
5 Hr/MK1. KanuiaasgpHbIi 371eKTpodopes BBITIOJTHEH
Ha TreHeTWYeckoM aHanuzatope ABI 3500
(Applied Biosystems, USA). AHanu3 TMOJyUYeHHbIX
ITAHHBIX - YCTaHOBJIEHWe HYKJIEOTUHOU
MOCJIeJ0BaTeIbHOCTHY ~ IIPOBE/IeH C UCIOIb30BaHUEM
nporpaMMHoro obecrnevenus Variant Reporter™
Software v3.0 (Applied Biosystems, USA).

O6paboTka TAHHBIX o BapMaHTaM
OCYIeCTBJIsIIACh B IpOrpaMMHOM Tmakere Excel
(Microsoft, = USA)  wMeTogaMM  OIMCaTeJIbHOMU

CTAaTUCTUKHU — OOJIW MTpeJCTaB/IEHbI B ITPOLIEHTAaX.

Pe3yabTaThl

B mepBbli odTam UCCIeNOBAHUA  BKJIIOUEHO
1 800 mauueHTOB C AuarHoctvupoBaHHbIMU 3HO.
ITo pesyibraTaM IIOJITHOT€HOMHOI'O CeKBEeHUPOBAHU
(c BamMpaauyell MeToAoOM CeKBeHUPOBaHUS 1o C3HTepy)
1800 06pa310B KPOBU JINI] C AUATHOCTUPOBAHHBIMHU
3HO, BK/IIOUEHHBLIX B HAyYHO-UCCJIeLOBATEIbCKYIO
pabory, y 792 manueHToB (44 %) BBISIBIIEHO
1 030 reHeTnyecKUX BapUaHTOB, aCCOLUUPOBAHHLIX
¢ paszsutueM 3HO, B ToM uyucse y 579 manueHTOB
BbIsSIB/IeH | reHeTHUYeCKW# BapuaHT, y 213 - 2 u 6osee
BapuaHTa. Y 1 008 nauueHToB (56 %) He BBISIBIEHO
reHeTMYeCKUX  BapUaHTOB,  aCCOLUUPOBAHHBLIX
¢ 3HO.

131 030 BEIABIEHHBIX TeHETUUECKUX BAPUAHTOB,
B COOTBeTCTBUU C KpurepuaMu ACMG, BbIFBIIEHO:
426  maTOTeHHBIX BapuaHToB, 99  BepodTHO
MaToreHHbIX BapuaHToB ¥ 505 BapuMaHTOB
C Heollpe[e/JIeHHOY KIIMHNYEeCKOM 3HAUMMOCTDIO.

M3 792 y4acTHUKOB HCCIeHOBAaHUSA, ¥ KOTOPLIX
BLISIBJICHEl ~ FeHeTUYeCKMe  BapUaHTLI  pasHOU
CTeIlleHW B3HAUMMOCTH, acconuurpoBaHHble ¢ 3HO,
y 403 BLIFABJIEHBEl IIaTOreHHbIe TeHeTUUYecKue
BapUaHTEL

O6lee  4YMCIIO  BBISIBJEHHBIX  TMATOTEHHBIX
reHeTHMYeCKUX BapuaHToB Yy 403 [anueHTOB
cocraBuo 426, B ToM uwucjae y 21 manueHra -
2 MaTOTeHHLIX BapuaHTa, y 1 manueHTa - 3.

Y 226 nauueHToB U3 403 BBISIB/IEHBI IIATOT€HHbIE
BapUaHTEl T'eHOB, LOCTOBEPHO acCCOLUUPOBAHHLIE
¢ HOC (BRCAI, BRCA2, APC, MLHI, MSH2, MSHS6,
PMS2, PTEN, TP53), uro cocraBiasger 12,6 %
OT Bcelt BbIOOPKYM 00CIeoBaHHbBIX. V13 BBISBIEHHBIX
BapuaHTOB 9 paHee He  ObUJIO  OMKCAHO

B MEXYHAPOMHbIX CIelraan3upoBaHHbIX 0Oazax
IaHHBIX U HAYYHOU JTUTeparype.

B uccrnemoBanue BKjI0UeHO 190 ponCcTBEHHUKOB
[MAIJUEeHTOB, Yy KOTOPBIX BLIABJIEHLl KJIWHUUYECKU
3HQUMMble BapUaHTEL, accouuupoBanusle ¢ HOC.

C yueTOM BBLISIBJIEHHBIX FTeHeTUUeCKUX BAPUAHTOB
II0 pe3yJbraTaM II0OJTHOT€HOMHOI'O CeKBeHUPOBaHUA
y TalMeHTOB (MaToreHHble U (UJU) BEpOSITHO
MaToTeHHble BapUaHTHl MO Kputepusam ACMG),
HaJIW4ns y HUX POACTBeHHUKOB | 1 (Mnn) Il crenenn
pOLCTBa IIPOBeeHO CeKBeHUpoBaHUe II0 CoHrepy
190 ponocTBeHHMKAM IIAllMEHTOB C aHAJIU30M
210 reHeTuuyecknx BapuaHTOB (210 wmccliefoBaHUM
o CaHrepy).

ITo pesyibraraM CeKBEHUPOBaHUY
no CaHrepy o6pasioB kKpoBu 190 poacTBEeHHUKOB
y 97 poactBeHHuKoB (51 %)  BbIIBJIEHBI
reHeTUYecKye  BapUaHTHl, aCCOLUUPOBAHHLIE
cpazButreM 3HO, uzuuxy 70 (35,7 %) - naToreHHbie
W (Mau) BepOSITHO IATOTeHHble BapUaHTHI,
y 27 pOOCTBEHHUKOB - I'eHeTUUYeCKUe BapUaHTHI,
KOTOpbIe BMOCJIeJCTBAYU TMepeKJIacCuPUIIupoOBaHbI
M3 IMAaTOMeHHBIX B BAapUAHTHI C HeOollpelesleHHOU
KJIUHUYECKON 3HAUMMOCTLIO.

Y 40 poncTBeHHUKOB U3 70 BEIIBJICHLI ITATOreHHbIe
VJIU BEPOSITHO IIaTOreHHbIe BapuaHTLl reHOB BRCA],
BRCA2n PALB2,y 30 poACTBEeHHUKOB — [IaTOreHHbIe
VJI BePOSATHO ITaTOreHHble BADUAHTEI APYTUX [eHOB.

OO0cyKaenue

ol manueHTOB C IATOTeHHBIMU BapUaHTaMU,
IocToBepHO accouuupoBaHHbIMU ¢ HOC, cocTaBuia
12,6 % ot obiiielt BEIOOPKK 06CTIeIOBAHHBIX. [0y YeHHbIe
IaHHbIe COOTHOCATCS C [OaHHBIMU OTedeCTBEeHHOU
1 3apyOesXHOW nuTepaTypbl. [To pe3ynbraTaM paHee
[IPOBEIEHHOr0 0TeueCTBEeHHOI'0 UCCIIeJOBaHUS
BBIIBJIEHBI «4acThle» MyTaluy renos BRCAI u BRCAZ2
Metogom [P B 3,8 % ciiydyaeB paka MOJIOUYHOU

JKefle3bl, a MeTONIOM  BBICOKOIIPOU3BOAUTEILHOTO
CeKBEHUPOBAHUS (NGS) - elre
13,8 % peaxkux wmyTauuit [16]. B wuccrenoBaHuun

W. Espinel u ap. (2022) [17] B rpy1ine 60JbHBIX PAKOM
MOJIOUYHOM >KeJle3bl U PakoM SIMUYHMKOB BbISIBIIEHO
7.1 % HOCHUTesIel TATOTeHHBIX / BEPOSITHO MaTOr€HHBIX
MyTauui B reHax pernapanuun HOHK (BRCA, ATM,
CHEK2, PALB2 w np). T. P. Slavin u gp. (2015) [18]
obcnemoBany 348 TALMEHTOB C  PA3JIMUYHBIMU
OHKOJIOTMYeCKMMU 3a00JIeBAHUSIMU (PaK MOJIOUHOM
JKenle3bl, pak SIMYHUKOB M KOJIOPEKTAIbHBIN Pak)
¢ 1nioMmowibio  NGS-TTaHenu, BKJIIOUAIOLIEM TeHbI
BRCAI, BRCA2, MSH6, PMS2, TP53, APC, CDHI
U Ip. YCTAHOBJIEHO, YTO [I0JIS [TAllUeHTOB C My TallUsIMU
B I'eHaX BBICOKOM ITeHeTPaHTHOCTHU coCTaBuiIa 6,2 %,
O[HAKO €CJIM YUUTHIBATDH IIOJIOMKM B I'eHaX CpelHen
Y HU3KOM IeHeTPaHTHOCTH, TO [0S IalUueHTOB-
HocuTeneir - 17 %. Takxke B 2To¥ paboTe MOKA3AHO,
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4TO IIpU UCIHOAb30BaHUM NGS-IaHesieid BLIABIIAETCH
0 42 % MyTaluil C HeolpeaeleHHON KIIMHUYECKON
3HAUMMOCTHIO [18].

Paznuuus B BEISIBIIEMOCTH MMAaTOr€HHBIX / BEPOSATHO
MAaTOTEHHBIX BApUAHTOB BO3MOXHO OOBSICHUTH
0COGEHHOCTSIMW BBIOOPKM MaI[MeHTOB B KaKIOM
U3 WKCCJIeJOBAHUM, a TaKKe KOJIMYeCTBOM IE€HOB
B COCTaBe pas3InuyHbIX NGS-aHesei.

[IpyMeHeHMe IIOJTHOIeHOMHOI'0 CeKBEHUPOBAHUM
[I03BOJIIeT  BLIABIATL KJIMHUUYECKUA 3HAUUMBIE
BapMaHTBl BCEX TeHOB, KOTOpble MOTYT ObITh
npuymHo HOC wmam accouuMupoBaHbl C PUCKOM
pazutus 3HO, 4To perraeT mpobaeMy HeJoCTaTOUHON
[Ipe[CcTaBJIeHHOCTU TeHOB, XapaKkTepHoU ajsg NGS-
naHesei. [Ipy 5TOM pes3yabTaThbl ITOTHOT€HOMHBIX
UccileJoBaHUN [IpefCcTaBIgioT Hay4YHbIA
U IpakTU4YeCKUM WHTepec [OJid [OaJIbHeHIIero
M3ydyeHuss 0COOEHHOCTe! YacTOT U CTPYKTYPHI
reHeTMYeCKUX  BApUAHTOB,  aCCOLUUPOBAHHBLIX
¢ HOC, B poccuiickoit BbIOOPKE MAlMEHTOB,
BLISIBJICHU S reHeTUYeCkux BapuaHTOB
B  HEKOOUPVIOIIUX  PeryasaTOPHBIX  peruoHax
IOHK, cTpyKTYpHBIX TlepecTpoeKk (B TOM YMCJIIe
IIPOTSKEeHHBIX nenenui). JTO IIO3BOJIUT
pacmMpuTh CPYNIY TeHeThuudeckoro pucka 3HO
cpenu POACTBEHHUKOB OHKOJIOTUYECKUX OOJbHBIX
W TIPOBOAWUTH MEPONPUATHUS MO MNPOPUTAKTUKE
u paHHeMYy BblgBieHno 3HO.

3ak/jroueHue
BrigBIeHHBIC reHerTmnyecKkue BapI/IaHTbI
y pO,JZ[CTBeHHI/IKOB HeO6HBaTeHBHO HpI/IBe,IIYT

K pas3BuTuio 3HO, HO acCOLMUPOBAHEI C IIOBLIIIIEHHBIM
PUCKOM MX Pa3BUTUA (IpPeMMYIIEeCTBEHHO Ppaka
MOJIOUHOY >KeJjie3bl U AUUYHUKA Yy OKeHIIWH, paka
MOJIOUHOU JKeJjie3bl U paKa IpelcTaTe/IbHON JKejie3bl
y MyXuuH). CoriacHO TOYYeHHBIM Ppe3ysbTaraM
o0cJieloBaHHbIE POACTBEHHUKU MalLVEeHTOB
C  BbIABJIEHHbIMM  KJIMHUYECKM  3HAYUMBIMU
reHeTUYeCKMMU BapuaHTaMU HAXOOATCI B 30HE
[IOBBIIIEHHOIO PHCKA pPasBUTUA OHKOJIOTMUYECKUX
3a00/1IeBaHUN U SIBISIOTCS  1[€JIeBOW  T'PYIITION
I7IST IMHAMUYeCKOro HaO0eHusT ¢ BO3MOYKHOCTHIO
pPaHHEero BhISIBIEHMS OHKOJIOTMYeCcKOoro 3a60/ieBaHUS.

MoJekyigpHO-TeHeTUUeCKu1e HCCleJoBaHUA
B 0TOOpPaHHBIX, B COOTBETCTBUU C MPEJJIOKeHHBIMU
KPUTEPUSMY, IPYIIIaxX OHKOJIOINUEeCKUX TallueHTOB
BLISIBUJIM HOCHUTeJIel MyTalluil, acCOLUUPOBAHHDLIX
c KaHIlepOoreHe30M. AHanus pes3yabpTaToB
MOJIEK YIS PHO-TeHeTUUeCKOro TeCTUPOBAHUL
poacTBeHHUKOB | u (unu) Il cremenu popacTBa
MalMeHTOB [MO3BOJWJI CPOPMUPOBATH  TPYMIIbI
pUCKa pa3BUTHUS HOBOOOPA30BAaHMIA Y TTPAKTUYECKH
3I0POBBIX JIIOJe. Hocurenam MyTalnun
HeoOXO/IMMO TPOBEe/IeHNe MeIUKO-TeHeTUYeCKOTOo
KOHCYJIbTUPOBAHUA C bopMuUpoBaHUEM
pekoMeHJaUui 1o TpodUIaKTUKE U paHHEMY
BbISIBJIEHMIO OHKOJIOTMUYECKMX 3a00J/IeBaHUA.

OpHUM U3 pe3yJIbTaTOB IIepPBOr0 dTalla HayYHOIO
WCCIIe[IOBAHMS SBSIETCS pa3paboTKa METOAMYECKUX
pexoMeHJal Ui 10 Me JUIMHCKOMY COIIPOBOKIEHUIO
[TallUeHTOB C BepUPUIIMPOBAaHHBIMU
(Mo TBEpPIKIEHHBIMH) HaCJIeICTBEHHLIMU
OIlYXOJIEBBIMU CUHPOMaMU U UX POLCTBEHHUKOB
C BLIBJIEHHOM IIPe I PacIiOIO’KeHHOCTBIO K PA3BUTHUIO
OHKOJIOrMYecKkuX 3aboneBanuii [19]. PekoMeHaamuu
pazpaboTaHbl Ha OCHOBeE pexoMeHan Ui
HanuonanbHoit cetn 1o Oopbbe c pakom CIITA
(National Comprehensive Cancer  Network,
NCCN), popaboTaHbl C YyYeTOM POCCUUCKUX
KIIMHUYECKUX peKOMeHOalui U [OeUCTBYIOLIUX
HOPMAaTUBHO-TIPABOBEIX aKTOB, perJIaMeHTUPYIOIUX
OKaszaHue CHeNUaJIU3UPOBAHHOM  MeOUIMHCKOU
MOMOINM 1O TpOPUIII0 «OHKOJIOTUS». [IpUHATO
pellleHre  DKCIEePTHBIM  COBETOM II0  Hayke
IemapTaMeHTa 34paBOOXpaHeHUd ropoma MOCKBEI
1 Acconpanueli MegULMHCKUX TeHeTUKOB (IIpoTokomn
N° 14/1 ot 15 Hosibps 2022 T) pekoMeHA0BaTh
MeToLuvYecKue peKoMeHaluu K rneyaru
1 IocjlenyiolieMy  BHeOPEHUI0 B  I[PaKTUKY
MOCKOBCKOT'O 3[paBOOXpaHEeHU .

[TpruMeHeHWe Pas3paboTaHHBIX PeKOMeHaluin
IIOBBICUT 50 PeKTUBHOCTH JUCIIaHCepusanuu
B IpYIIle TreHeTUYeCKOro pucka passutusg 3HO,
oynmer croco6CcTBOBATH OUAarHOCTUKE 3HO
Ha paHHel cTagum (B ToM uucie 3HO ppyrux
JIOKaJIU3alMil y 3TOro ke MalMeHTa) U COXPaHEHUTO
TPYJI0CIOCOOHOCTH, [IOBLILIEHUIO KayecTBa
U IIPOJOJIKUTEJIBHOCTY SKU3HU HOCUTEId My Talluu.
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