o0ciieoBaHUIl U BBINMOJHEHUIO JOPOTOCTOSIIIMX METOJ0B MHCTPYMEHTAJIbHOW AMArHOCTUKHU 0Oe3
KJIIMHUYECKHU 3HAYUMBIX PE3yJIbTaToB [2,5].

BbIBO/IbI

CHHIIpOM H30JIMPOBAHHOTO TMOBBINICHUS aclapTaTaMHHOTpaHc(hepasbl SBISETCS PEAKUM
COCTOSIHMEM, COIPOBOXKAAIOIIUMCS MOBBIIIEHHEM (hepMeHTa B 2—3 pa3a OT HOPMbI, C OTCYTCTBUEM
KIIMHUYECKUX CUMITOMOB CO CTOPOHBI OPTaHOB MUIIEBAPEHUS U MU3MEHEHUM JIPYrUX MoKa3aTesneit
ouoxumun (AJIT, ¢pakuuii OwmmupyOmHa u 1p.). B Takom ciaydae CTOMT TpPaKTOBaTh TaKHX
MalUEHTOB KaK «yCIOBHO 37J0POBBIX», TOCKOJIbKY IPYTUX OTKJIOHEHUN HE BBISBIICHO.

OTO COCTOSTHUE UMEET J00pOKayecTBEHHOE TedyeHue y mnaunueHToB. Ho TeM He MeHee,
ONMHUCAHHBIM CHUHJIPOM BeChbMa TPYJOEMKHUM B IUIaHE JIUArHOCTUKH, TaK Kak IIpearnosaraer
UCKITIOYEHHE Psiia COCTOSHUM, MPEX]IE YeM C TOUHOCTHIO TOBOPUT O CHHAPOME H30JIMPOBAHHOTO
noBeimeHuss ACT. DTo cBsizaHO ¢ psAAOM MPOOIEM: B HACTOSIIMI MOMEHT 3TOTO COCTOSHUS B
nepeude MKDB X, a 3HauuT HET YETKHUX aNrOPUTMOB [IMATHOCTHUKUA M BEIEHUSA 3TOW T'PYMIbI
nanueHToB. [1loaTomy mpoliecc MOCTAHOBKHU IMAarHO3a 3aTATUBACTCS Ha JIOJITUE TOJIbl, YTO SIBJISETCS
V3HYPSIOIIMM JJIs TalueHTa (JUIUTeNbHOCTh 00C/IeJOBaHUsI, CYIIIECTBEHHbIE ()MHAHCOBBIC 3aTPAThI,
He 3 PEKTUBHOCTH CYIIECTBYIOLIETO JICUCHHS ).
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MNPEHNU3NOHHASA MEJIUIINHA - BYJAYUIEE njimn yYTOnus?
Hpesanesa FOnus AnaronseBHa, Kokopruna Maprapura Jleonnnosna, Yepnosa Enena MuxaiinoBHa
Kadenpa nerckux 6one3Heit ieueOHO-MPpoPUIAKTUUECKOTO (PaKyIbTeTa

®I'bOY BO «Ypanbckuii ToCcy1apcTBEHHbIN MEIULIMHCKNN YHUBEpCcUTET» MuH3apasa Poccun
ExarepunOypr, Poccus

AHHOTAIHSA

Beenenne. [locTmkeHHs B 00JACTH MEIHUIIUHBI W, B YaCTHOCTH, TCHETHUKHU JIOKA3AJIA Pa3IHIUs B BOCIPUIMYHBOCTH K
OOJIE3HSAM W pasiHyHble CIOCOOBI WX mposiBicHus. B 2008 romy BrepBble B JUTEpaType MOSBISIETCS TCPMHUH
«npenm3noHHas MeauuHay ([IM), mpenmonararomuii HHIUBUTYaTbHBIN MOIX0 K KaXKIOMY IMAIEHTY C YIETOM €ro
WHIWBUIYAIBHBIX OHOJIOTHYECKAX XapakTepucTuK. Lledap mcciemoBaHus — MPOAHAIM3UPOBAThH LEIECO00Pa3HOCTh U
BO3MOXXHOCTH BHEJPEHHS B TMPAKTUYECKOE 3APAaBOOXPAHEHHWE OCHOB MPEIHM3MOHHON MEIWIIMHBI, Ha OCHOBE
CYIIECTBYIOIINX UCCISIOBAHUN U TOCTIXEHHUH B 3TOM o0nactu. MaTtepuas u MeToabl. [ToMCK akTyaldbHBIX CTaTel Ha
MONCKOBBIX cuctemMax PubMed, Scopus, KubGepJlenmaka n eLIBRARY, ux nampHelmmii aHamu3 u oOpaboTka
MOJIy9eHHBIX JaHHBIX. Pe3yabTarbl. BBISIBICHO, YTO C KaXIbIM JTHEM BO3MOXHOCTH MPEIU3NOHHONW MEIUITUHBI
pacIMpsIIOTCS BO MHOTHX OOJacTsIX: OHKOJIOTHH, CEpPACYHO-COCYAMCTHIX, MH(PEKIIMOHHBIX 3a00JIeBaHUAX, 3aHUMAs
oco0oe 3HaYeHHE B TIEAMATPUIECKON MPAKTHUKE, TIO3BOJISISI N30€KaTh Pa3BUTHS CEPhE3HOM MAaTOJOTUN ¥ MHBATUIH3AIIHIH.
Onupasich Ha aHAMHECTHYECKUE, OMOMEeTpHICCKIe, KITMHUKO-T1a00paTopHbIe JaHHbIe, [IM MO3BOJISIET HOCTABUTH TOYHBIH
JTUarHo3, Nog00paTh HanboJIee MOIXOIAIIAE METO Il JICUCHHUS, UCKITF0Yast TOTIOJIHUTEIbHBIC 3aTPAThl U PUCKH, IOBBIIIAS

340



ee 3ddekruBHOCT, M Oc3omacHOCTh. BwiBoabl. I[lpenusnonHas MemuimHa — Oyaymiee TOYHOW JAMATHOCTHKH,
LCJICHAIPABJICHHON Tepanmuud W NPO(UIAKTHKHA. IHHOBAallMOHHBIC TOAXOIBI, OOMEH JaHHBIMH, JOCTATOYHOC
(UHAHCUPOBAHWE WCCIICAOBAHMIA, MOHUTOPHHT pE3yJbTaTOB M TECHOC COTPYAHHUYECTBO HCCIICIOBATEICH,
MPAKTUKYIOIIUX MEIUIIMHCKAX PAOOTHUKOB M TAIUCHTOB SBISIOTCA HCOOXOIUMBIMH YCJIOBHUSMH BHEIPCHUS
MIPELM3UOHHON MEUIIMHBI B TPAKTHUECKOE 3[paBOOXPaHEHHE.

KiiroueBble ci1oBa: Npenu3MOHHAs MEIWLMHA, TeHETHYECKas IpenpacnoioxeHHocts, JJHK-auarnoctuka, reHoMuka,
TEHOTHII.

PRECISION MEDICINE - FUTURE OR UTOPIA?

Drevaleva Yulia Anatolyevna, Kokorina Margarita Leonidovna, Chernova Elena Mikhailovna
Department of Pediatric Diseases, Faculty of Treatment and Prevention

Ural State Medical University

Yekaterinburg, Russia

Abstract

Introduction. Advances in the field of medicine and, in particular, genetics have proved differences in susceptibility to
diseases and different ways of their manifestation. In 2008, the term “precision medicine” (PM) appeared in the literature
for the first time, suggesting an individual approach to each patient, taking into account his individual biological
characteristics. The aim of this study is analyzing the feasibility and possibility of introducing the basics of precision
medicine into practical healthcare, based on existing research and achievements in this field. Material and methods.
search of actual articles on PubMed, Scopus, cyberleninka and elibrary search engines, their further analysis and
processing of the obtained data Results. It was revealed that every day the possibilities of precision medicine are
expanding in many areas: oncology, cardiovascular, infectious diseases, occupying a special importance in pediatric
practice, allowing to avoid the development of serious pathology and disability. Based on anamnestic, biometric, clinical
and laboratory data, PM allows to make an accurate diagnosis, select the most appropriate methods of treatment,
eliminating additional costs and risks, increasing its effectiveness and safety. Conclusion. Precision medicine is the future
of accurate diagnosis, targeted therapy and prevention. Innovative approaches, data sharing, sufficient research funding,
monitoring of results and close collaboration between researchers, health care practitioners and patients are necessary
conditions for the implementation of precision medicine in practical health care.

Keywords: precision medicine, genetic predisposition, DNA diagnostics, genomics, genotype.

BBEJIEHUE

Bornee Beka Hazaj aHrMiicKuid Bpad Apun6ansa ['appo u3ydas OHOXUMUYECKHE TOKA3aTen
y WICHOB CEMbH, MPUIIIET K BBIBOY, YTO Pa3InyMsi B METa00IM3Me OOBSACHSIIOT BOCIPUUMYHBOCTD K
OOJIE3HsIM U Pa3IMYHbIE CIIOCOOBI MX MPOSBICHUS y POJICTBEHHUKOB [1]. YcmemnmHoe 3aBepiieHne
npoekTa «I'enom uenoseka» B 2003 roay noarsepauiio paHHee npeamnoioxenue Ponansaa Gumepa,
YTO MHOXXECTBO T€HOB B CYMM€ BHOCAT BKJIJl B (DEHOTHUII, © BHUMAaHHUE MUPOBON METUIIUHBI CTAJIO
HaIlpaBJIEHO HA Pa3BUTUE T€HETUUECKUX UCCIeA0BaHuH [2].

B cBA3M ¢ mumpokuM MacmtaboM pacrpoCTpaHEHMsI OTIENbHBIX 3a00JIeBaHUM, TPYIHO
MOITAIOTNXCS JICYSHHIO, BCE Yallle B HAYYHOU INTEpaType U B AUCKYCCHUSAX MOJHUMAETCS BOIIPOC 00
ONTHMAaJIbHOM COOTHOILIEHUU YHUBEPCAJIBHOTO JICYEHUS] U UHIUBUAYAIBHOIO MOAX0/1a K KaKIOMY
narueHTy. B 2008 rogy ObUIO NPUHATO OMpeneieHHe MPEHU3UOHHON METUIIMHBL: «aJanTanus
MEJHUIIMHCKOTO JICUEHUS K HHANBUIYATBHBIM XapaKTePUCTUKAM KaXKJI0TO MaIllMeHTa, OCHOBAaHHAS HA
KIacCUpUKalUK JIOJIell Ha TPYIIbI, KOTOPbIE pa3IUYalOTCs MO CBOEM BOCHPUUMYHBOCTU K
KOHKpPETHOMY 3a00JI€BaHHIO WJIM PEAKIIMHM Ha KOHKpPETHOE JieueHue [3].

Ha ceromHsmHuii 1eHb psii CTpaH 3alyCKalOT MPOEKTH MO cOOPY AaHHBIX O MAllMeHTax,
aHaJIU3 KOTOPBIX TIO3BOJUT pa3paboTaTh MPOrpaMMy 3/paBOOXpPAHEHHUS, OCHOBAaHHYIO Ha
MOJIYYEHHBIX JAHHBIX JUJIS OTAENbHBIX JUI M rpymnn HaceneHus. Tak ¢ 2012 r. 8 ®HKL ®MBA
Poccun BemyTcs uccienoBaHus B 0OJACTH T€HETHYECKOW MPEapacIioyioKEHHOCTH K COIHalIbHO-
3HAYUMBIM 3a00JI€BaHUSIM, pPaHHEW NUArHOCTHUKU OHKOMATOJOTHH, a Takke METOJ0B 00paboTKu
T€HOMHBIX JaHHBIX [4]. OnHAaKO TEPMUH «IIPEUU3NOHHAs] METUIMHA» MOKHO YCIBIIIATh KpaiHe
peaKo, a TpaJAUIIMOHHAS. MEUIIMHA KaK MPaBUJIO OMUPAETCS HA CpEeHHE MOKa3aTeau nonyasiauuu. B
CBSI3M C 3TUM BO3HMKAeT BOIPOC, MEAUIIMHA, OCHOBAHHAs HAa MHIUBUAYaJIbHBIX MOKAa3aTENAX, 3TO
Oymy1ee 3ApaBOOXPAHECHUS WM HEJJOCTHKIUMAS YTOTIHSI?

Leapb uccaeroBanus — NpoaHAIU3UPOBATH 0OOCHOBAHHOCTh U BO3MOKHOCTH BHEJPEHUS B
IIPAKTUYECKOE 3/IpaBOOXPAHEHUE OCHOB NMPELM3MOHHON MEAMIIMHBI, ONUPAsICh Ha CYLIECTBYIOINE
UCCIIETOBAHMS U JOCTHKEHHS B 3TOM 00s1acTu.
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MATEPUAJI U METO/bI

[TpousBoauiIcs TMOMCK aKTyalbHBIX CTaTeli Ha TMOMCKOBBIX cuctemax PubMed, Scopus,
KubepJlennnka nu eLIBRARY c¢ panpHeimmM aHanu3oM u 00paOOTKOM IMOTy4YEHHBIX AaHHBIX. B
HanMcaHUH pabOThI UCIIOJIL30BAHbI 27 HCTOYHUKOB.

PE3YJIBTATBI

KonuenryanpHOe pasiinune MeXAy MEPCOHAIM3UPOBAHHOW U MPELU3UOHHOW MEAULMHOW.
[loHsATHS  «IIpEeUM3UOHHAS MEOULMHA» U IEPCOHATM3UPOBAHHAS ~ MEAULMHA»  HEPEIKO
HCIIONB3YIOTCS KaK B3auMo3aMeHsiembie. OJTHaKO MEXKIY STUMHU JIBYMs MOHATUSIMU €CTh OTIUYHS.

[Tpeun3noHHas MEIUIIMHA UCTIONB3YET NIyOOKoe (PEeHOTUITUPOBAHHE HA OCHOBE MHTErpallun
KIIMHUYECKUX, TEHETUICCKUX, OMOMAPKEPHBIX XapaKTEPUCTHK MalMeHTa (WM TPy MalUeHTOB, B
OTJIMYUUA OT TEPCOHAIM3UPOBAHHON MEIUIMHBI) JUIsl MPOTHO3UPOBAHUS pUCKa 3a00JIeBaHUA,
JIMArHOCTHKHU U TPUHATHS PELICHUS O JeUeHHH Win npoduiakTuke [3]. DTO HUKINYHBINA TpoIecc
OLIGHKH COCTOSIHUS IMallME€HTOB, 0OpAaOOTKHU JAaHHBIX M IMOCTPOCHUS AMATHOCTUYECKUX U JIEUCOHBIX
crpareruii. Ctparudukanyy MAMEHTOB MOTYT OBITh MPOMEXKYTOUYHBIMH pPE3yJbTaTaMH OOIIETro
mporecca, KOTOpbIil PUKCUPYETCS TEPMUHOM «CTpaTU(UIUPOBAHHAS MEAUIIMHAY [5].

C npyroil CTOpOHBI, NEPCOHAIN3UPOBAHHAS MEIUIMHA IPHU CO3/IaHUU HWHIUBUAYaJIbHOIO
IJIaHA JICYEHUS], TIOMUMO OMONOTHH, (PU3UOJIOTHH U T€HETHKH, YUUTHIBAET 00Jiee IUPOKHMA CIEKTP
(hakToOpoB, BKIIIOYAs MPEATIOYTCHHSI, [[EHHOCTH TAIMCHTa, B COOTBETCTBHH C YeM IIAaHUPOBAHUE
JTUArHOCTUKH U JICYEHUS JOJHKHO BHIOUPATHCSI COBMECTHO BPauoM M ManueHTom [3].

[Ipumenenue [IM Ha ceroansimHuil aeHb. JluarHoctuka 3a00ieBaHUN TPU TTOMOIIU
FeHETUYECKOTO CKPUHUHTA CTAHOBUTCS HanOoJiee BO3MOXKHOU ¢ KaxapiM qHeM. C 01.01.2023 r Ha
Bceit Tepputopun Poccuiickoi denepanum pacmpuiicss HEOHATAIBHBIA CKPUHUHT 10 36 HO30JI0THA,
BKJIIOUAIOIIUX TEMEepb HACIEICTBEHHbIE 00Je3HN 00OMEHa aMUHOKUCIIOT, OPTaHUYECKUX U KUPHBIX
KHCJIOT, IEPBUYHBIE UMMYHOA€(PHUITUTHI, CIMHAIIBHO-MBIIICUYHYIO aTPO(UIO0, YTO MPUOTUKAET HAC K
BBeneHuio [IM B pyTtuHHyio npaktuky [6]. Pa3pabaThiBaeMble peKOMEHIAIMH, MO3BOJISIONINE
MEPEeHTH OT CTaHIAPTHOTO MPOTOKOJA JICYCHHS K YHUKAIBHOMY - (hapMaKOT€HOMHKA - SIBISETCS
OJTHUM U3 HOBBIX TOJXOJOB B MPELHU3HMOHHOW MEIWIMHE, aAalTUPYIOIIUM BBIOOD U JO3HPOBKY
JEKapCTB K TEHETHMYECKUM OCOOEHHOCTAM mnanueHta. CyliecTByeT MHOXKECTBO IPUMEPOB
BMEIIATENbCTB, aJaNTUPOBAHHBIX K MHIWBUIYATbHBIM MPOPUISAM MAIIMEHTOB U MPAKTUYECKH BCE
OHM OCHOBaHbl Ha TreHeTHYeckuX mnpodpmisx. Ocoboe BHUMAHME NPU ATOM 3aCITYKHUBAIOT
neAuaTpuvecKie MalMeHThl Kak B CBSI3U C OCOOCHHOCTSIMU MpOTeKaHus OoJie3Hel y neTel, Tak u ¢
HEO0OXOUMOCTbIO paHHEH JMarHOCTUKHM 3a00J€BaHUIl C IIeJIbl0 MPEAOTBpAIlleHUsl MEePBUYHON
WHBaJIUAU3AIMH, COXPAHEHUS KauyecTBa KU3HU peOCHKA U €T0 OKPYKEHHUSI.

Omnkomnorusi. OcHOBOW BO3HUKHOBEHHS] OHKOJIOTMUECKUX 3a00JI€BaHUM SBJISIETCSI HAKOIUIEHHE
MyTaluii B OINPEIEICHHOM TKAaHHW, BbI3BIBAIOIIMX HEKOHTPOJIUPYEMOE JEIIEHHE KIIETOK.
CexBennpoBanue JJHK omyxomm co3gaeT kapTUHYy MyTaIllMOHHBIX IMPOIECCOB M JBIKYIIMX CHII
OHKOT'€HE3a, KOTOPbIE MOTYT HallPaBIATh TEPAMHUIO HA OCHOBE BEPOATHOIO OTBETA ONYyXOJH [7]. D10
MOXET OTKPBITh TEPAMEBTUYECKOE OKHO BO3MOXKHOCTEW JJIsi BBISIBJICHHS NATbHEHIITUX MYTallil B
nocnenoBarensbHocTH /IHK, yka3piBaromux Ha pa3BUTHE XMMHUOTEPANIEBTUUECKONW PE3UCTEHTHOCTH.
Kpome Ttoro, cexBenupoanue kJIHK 4yenoBeka BBISBISIET PHCK  3JIOKAYECTBEHHBIX
HOBOOOpa30BaHU, MHOTHE U3 KOTOPHIX HACIEIYIOTCS KaK ayTOCOMHO-JIOMUHAHTHBIC TPU3HAKH [7].

B otnuume ot TpagumoHHOW XUMHOTEpaNuH, KOTOpasi YHUUYTOKAET KaK OMyXOJeBbIe, TaK U
HOpMaJIbHbIE€ KJIETKM, MPEIU3UOHHAs MEIUILIMHA HaleJleHa MMEHHO Ha MOJIEKYJIIPHbIE MMILIECHU
OIyXOJIEBBIX KJETOK, YTO Ha3bIBaeTcs TapreTHoil tepanueit [8,9]. [pyras ctparerus —
KOMOMHHpOBaHHAS MMMYHOTepamnus, BKIIOYAIOIIasl HCIOJb30BAHHE OHKOIUTUYECKUX BHPYCOB,
HarpuMep ajaeHOBUPYCOB, skcnpeccupyromux CD40L u 4-1BBL, cioco6HbIX cTuMynupoBath T-
KJieTouHble peakuuu [10].

Tak, ompeneneHue MOATHIIA paka MOJOYHOM 3Kelle3bl YKa3blBaeT, HampuMep, oJanapuo,
unruoutop PARP, s pexTuBHBIM IpemapaToM MpOTUB OMYyXO0J€H, aCCOIUMUPOBAHHBIX C MYTallUSIMU
BRCA1 u BRCA2, copadenud kak mnpenapar, MNOTEHIHATbHO 3(QQEKTUBHBI B OTHOLICHUU
0a3aJIbHOTO TOJATHNA, WIM UpHHOTeKaH g Her2-monoxurensHoro mnoaruma [7,11,12].
Bemypadenu0O, narudburop pacnpocrpaneHHoit npu menanome mytauuu BRAF V600E, ynyumaer
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BBDKMBAEMOCTH 110 CPABHEHHUIO CO CTaHIapTHOU Tepanwueil [8]. Takxke oOHapykUBaeTCs, yBETUICHUE
akTuBHOCTH MMatuHmnOa npu obpazoBannu «PunanenbGuiickoil XpOMOCOMBI», YTO UCHOIb3YETCs
JUISL JICYEHUSI XPOHUYECKOTO MUETIOUIHOTO Jieriko3a [ 13].

WNudexnuonnsie 3aboneBaHus. bmarogaps cHUCTEMAaTHYeCKOMY HM3YYCHHIO TE€HOMa |
[IpoTeOMa IaToreHa ObUIM IOJY4YEeHbI CBEIeHUs 00 00ImuX OenKkax B cocTaBe psiia HH(EKIMOHHBIX
arenToB. Tak, yueHsle U3 YHuBepcutera Pokdennepa B okrsOpe 2017 1. ompenenuiun OOk —
KOMIIOHEHT BUPYCOB Maparpuia, iuxopaaku 3anaanoro Huna u nuxopanaku 3uka, 6iarogaps yemy
MOXET OBITh cO3AaHO 3((PEKTUBHOE Cpa3y MPOTHB Tpex HH(pekuui nexapcTBo. Halinens 4 Genka,
OJIMHAKOBBIX JUIsl BCEro CeMEWCTBa IepleCBUPYCOB, YTO IPENNOIaracT BO3MOXHOCTb CO3/aHUS
YHUBEPCAIbHON IIPOTUBOTrepIETHUECKON Tepanui [14].

[IpumeHeHHe TeHHOM TepanmuM I0Ka3ajl0 MHOrOOOELIAoNe pe3ynbTaTsl B Oopble ¢
BUPYCHBIMH 3a00JIeBaHUSIMU. DTOT MOAXO/]] IPEATOIATaeT BHEPEHUE 3/I0pPOBOT0 T€HA B KIIETKY MPU
MOMOILM IUIA3MUJ, MOJMMEPOB, BUPYCHBIX BEKTOPOB M T.I. B pesyibraTe KieTKa CTaHOBUTCS
3I0POBOM 3a CUYET IKCIPECCUU HOPMAIBHOIO reHa, penpeccud myrantHod PHK wnmm xoppexnun
MYTaHTHOTO reHa. Taxke HMCIOJIb3YIOTCS METOJbl PEJAKTHUPOBAHUS I'€HOMA C HCIOJIb30BAHHUEM
s dexropubix HyKieas [15]. [lpumepom Takoro neueHus sipisercs abakasup npu BUY-undexmm
[4].

[TpeunsuoHHas MeauIMHA NpU TyOepKylie3e BKIIOYAET CXEMbl JICUEHUS aHTUOMOTHUKAMH,
OCHOBAHHBIE HAa CEKBEHHMPOBAHUU I'€HOMA MUKOOAKTEepUU TyOepKyie3a, a TakKe SHIOTUIIOB CAMOT0
yenoBeka (nepunutsl natepinelikuna (IL)-12, uarepdepona (IFN)-y unu pakropa Hekpo3a omyxonu
(TNF)) [16].

Ectb psa uccienoBaHuil, JEMOHCTPUPYIOIIMX OCTPYIO I'€MOJIMTUYECKYHD aHEMHIO I0CHe
BBEJICHUS IPUMaxyHa J1IaM ¢ BapuanToM rea G6PD, uro TpeGyeT 10noIHUTEeNbHON IMarHOCTUKU
MalUeHTOB MIpu Massipuu [17].

[Tpumenenue IIM it nedenus apyrux 3abosneBanuil. OueHeHa CBsI3b MEXAY HaHEIbIo U3
cemu BapuaHToB reHoB-kaHauaaToB CYP2CY9 (tpu Bapuanta) 1 VKORCI (ueTsipe Bapuanra), u
aHTUKOAryJIsHTHbIMU 3¢ ¢dexkramu BappapuHa B KOrOpTe HEPOACTBEHHBIX HMOpPIAHO-apaOCKUX
MAIUEHTOB C CEPJCYHO-COCYAUCTHIMU 3a00IE€BaHUSIMH.

[Tonmumopdusm B rene ANGPT2, cBsi3aHHOM ¢ BapuanusMM HU30(QOpPM aHTHUONO3THHA-2,
TeHETUYECKH NpejckazaHHble KoHueHTpauuu sSRAGE B miasme, a Takke ranTorioOUH MOBBIILIAIOT
puck OPJIC Bo Bpemsa cencuca, a reH PPFIA1 aBnserca xanauparom paszsurusg OPJIC mocne
cepbe3Hoi TpaBmsl [18,19].

E1me oHUM NOCTHM>KEHHEM NIPELU3MOHHON MEIUIIHBI SIBJISETCS HCIIOJIB30BAHNE IIPENIapaToB
npotuB uHTepaeiikuna (IL)-5 npu actme, a Takke TeCTHpOBaHME KOMIIOHEHTOB ajljiepreHa (4acto
Ha3bIBAEMOT0 IMArHOCTUKOM ¢ pa3perienneM komnoHeHToB uii CRD) npu nuiesoii amtepruu [20].

Omnkosnorus B neguaTpuu. Jlerckas OHKOJIOTHS UMEET IPYroi CIIEKTp U YaCTOTy MyTalui Mo
CPaBHEHMIO CO 3JI0KAUE€CTBEHHBIMU HOBOOOPA30BaHUSAMHU Y B3pOCibIX. YacThle 1e/IeBbIe H3MEHEHUS
KHMHa3, HaOJIoJaeMble IIPU pake JIETKUX U pake MoJIouHOM xeinesbl, Takue kak EGFR u HER2
COOTBETCTBEHHO, PEIKO BCTPEYAIOTCS B NEAMATPUYECKUX omyxoisix. Llenp mpenu3snoHHON
MEAUIMHBI B IETCKOM OHKOJIOTUU — pa3paboTka 6osee 3 (HhEeKTUBHBIX U MEHEE TOKCUYHBIX METO/I0B
JEYEHUs paka y JEeTel C IOMOILIBI0 LHUTOTOKCHYECKON XHWMHUOTEpAanuu M MYJIbTUMOJAJIBHBIX
nmoaxooB [21].

Ha nanubiii MOMeHT npoBoauTcs MexayHapoaHblid mpoekT NCI-COG Pediatric MATCH, B
KOTOpOM Yye npuHsia ydactue 1371 pebGeHok B Bo3pacte oT 1 roma mo 21 roga B 13 pa3nuyHbIX
rpynmnax jedeHus. [leTsaM ¢ cConMaIHbIMU oy XossaMu, Bkitoyast onyxonu L{THC, a rakke numdomamu,
HE pearupyrouMi Ha JieueHue, Ha3HavyaeTcsl IKCIepUMeHTanbHoe jeuenne. Ha MomeHT deBpans
2024 roma uiccneayroT SHCAPTUHUO Ha OMyXO0JsX ¢ TeHeTndeckumu n3menenusmu B ALK nmm ROST1,
U yXe HaOJromaeTcsl MoNoXKuTeabHbIN dddext. Habmonenune OyneT NpoaoDKaThCS 32 BCEMH
NaleHTaMH, MOTYyYalolMHU JIEYeHHE, B O0IIEH CI0KHOCTH B TE€UEHHUE 5 JIET C MOMEHTA BKIIIOYESHHUS
B mporpammy. HMccienoBarenu MpoJoiKalT MyOIMKOBaTh CTaThU O pe3yJbTaTax i KaKIaou
rpynnsl [21].
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Cencuc B nenuarpun. Cencuc, BKIIOYAs MEIAATPUYECKYIO TPAKTHKY, OCTAETCA CEPhE3HOM
npoOJIeMOi 3/paBOOXpPAHEHUS] W YaCTOM MPUYMHON HEONAronmpusATHBIX HCXOJO0B 3a00JeBaHUS.
Knunuyeckass u Ouonoruyeckas reTepOreHHOCTh OTPAaHMYMBAIOT YCIEX MOTEHIMATbHBIX HOBBIX
METOZOB JICYECHHUS, COOTBETCTBEHHO, CYIIECTBYET 3HAUMTENbHBIH MHTEpEC K pa3padoTke
MPELM3UOHHON METUIIUHBI.

3a mocnenHue 10 ner ¢ ucnoiab30BaHUEM TpaHCKpUNTOMUKH 100 reHoOB, CBSI3aHHBIX C
TJIIOKOKOPTUKOCTEPOUIHBIMA ~ pELENTOpaMi, TOMEOCTa3oM IMHKa U Jp., € HauOoJblIen
MPOTHOCTUYECKON LEHHOCTHIO OBUTM MCIOJB30BAHbI IS MACHTU(GUKAIMH SHIOTUIIOB JETCKOTO
CENTUYECKOro moka [1].

[To3xe Guomapkepbl CHIBOPOTOUHBIX OEJIKOB JIETJIM B OCHOBY BBISIBICHUS NEIUATPUUECKUX
MAIMEHTOB C CENTHYECKUM IIOKOM C CaMbIM BBICOKMM pHCKOM 28-1HEeBHOW cMmepTHocTu Pediatrics
Sepsis Biomarker Risk Model (PERSEVERE) [1].

Pesmatonmoruss B memmarpuu. Haiinena B3zammocBszp  WJI-6, WJI-12, WJI-18,
ocreonpoterepura, S100 xambrmii-cBsaspBatoniero Oenka Al2 mw S100A8/A9 um cucremHoro
IOBEHWJIBHOTO HMJMOMATUYECKOTO apTpUTa, YEeM BO3MOXKHO OOBACHAIOTCS A(H(PEeKTUBHOCTH
METOTpeKcaTa u MoOoYHbIE 3PPEKTHI HA HETO Y JACTEH.

Obnapyxena cneuuduueckas csizb HER-2 ¢ geTckuM BOTYaHOYHBIM HeQPUTOM IO
cpaBHernio ¢ PDGF, xoTopblii cBsi3aH C IpyruMud OpUYMHAMH HeQpuTa, YTO B IEPCIECKTHUBE
oTpezieNisieT BO3MOXKHOCTh UCIOJIb30BaHus aHTH-HER2 MOHOKIIOHAIBHOTO aHTHUTENa TpacTy3yMaoa,
KOTOPOE B HACTOSIIIEE BPEMs HCTIOJB3YETCS B OHKOJIOTUH, JIJIs ISUCHUSI BOTYAaHOUHOTO HepuTa [22].

OBCYXIEHHUE

AKTYanbHOCTb U aclleKThl, criocodcTBytomue pazpuruio [IM. [IM nmeer orpomMHoe 3HaueHuE
JUIS UCCJIEIOBATENIbCKOW IMPOTPaMMBbI, a TaKKe JUIs €€ LIMPOKOrO BHEAPEHHUS B IMPAKTUYECKOE
3npaBooxpaneHue. [IM dopMupyer OCHOBY JUIsl HOBOW MOJICKYJISIPHON TaKCOHOMHH 3a00JICBaHHIA,
obecnieurBaeT 6oJiee TOYHBIE CIIOCOOBI CKPUHUHTA U OOHApY>KeHUs 3a00IeBaHMi Ha CAMbIX PAHHHUX
MOJIEKYJISIPHBIX IPOSBIEHUSAX, YacTO JOKIMHUYECKHUX, YTO CIIOCOOCTBYET NPEJOTBPALICHUIO HX
pa3Butud. J[aHHBII MOAXOJ TMO3BOJSET BBIOMPATH OMpEAeNiCHHBIE JIEKAPCTBEHHBIE IpernapaThl,
PYKOBOJCTBYSICb OCHOBHOM T'€HETUYECKOM CTPYKTYpOH MNalUeHTa, YTO 3HAUUTEIbHO IOBBILIAET
3¢ (}eKTUBHOCTh Tepamuu, ee 0e30MacHOCTh, a TaKKe IOMOraeT COKPaTHUTh CPOKH JICYCHHS U
MPAKTUYECKH UCKIIIOUUTh MOJIUIPAarMasuio.

Pa3zpaGoTrka OuOMapkepoB (MHAMKATOPOB OMOXMMHUYECKHUX IPOLECCOB, OTPAKAIOIINX
3/10pOBbE, 3a00JI€BaHUE UM PEAKIIMIO MAllMEHTOB Ha TEPAaNeBTUYECKOE BMEIIATENLCTBO) BayKHA JJIs
pa3BUTHA NEPCOHATN3UPOBAHHON MEIULMHEL. VCIIONb3yIOT TMarHOCTUYECKUE, IPOTHOCTUYECKUE U
npenukTuBHble Onomapkepsl. B 2007 rony Morrow u de Lemos BbLAETUIM TpU KpUTEpUsS HX
KJIMHUYECKOTO HCMOJb30BAaHUS: TMPOCTOTa HU3MEpPEHHs, J100aBJI€HHE pETbHOM KIMHUUYECKON
nH(popMalny, BIUSIHUE HA IPUHATHE peteHuit [23].

Pa3BuTHIO MpPELM3MOHHOM METUIMHBI CIIOCOOCTBYET YBEIMUYEHHME PaclpOCTPaHEHHOCTH
TEeHETUYECKUX HCCIICJOBAaHUM M 3aKOHOMEPHOE CHW)XXEHHME HMX CTOMMOCTH. C KaXAbIM JTHEM
MOSIBJISIFOTCS.  HOBBIE TEHHBIE TEXHOJOTMH: TEHHBbIE IIaHENHW, CEKBEHHMPOBAaHHE DK30Ma U
MIOJIHOTEHOMHOE CEKBEHHPOBAHME, MMO3BOJISIIOIINE COCTABUTh KOMIUIEKCHYIO KApTUHY O CTPYKType
reHOMa JJIs Ha3Ha4YeHMs TapreTHOM Tepanui, a Takxke TexHosorus CRISPR, naromas BO3MOXHOCT
PEeAaKTHPOBATh T€HOM JUIsl JISYEHUS WM MPEAOTBpAIlleHUs] TeHETUYECKUX 3a00JIeBaHUH.

Pa3zpaboTka MHTEPAKTOMHBIX CeTel OmpeAessieT BCeoObeMITIOMUI HAOOp MOJEKYISIPHBIX
(T.€. reHOB, 0eNKOB, METa0OJIUTOB) B3AUMOACHCTBUI B KJIETKE, OpraHe Win yenoBeke. MHTepakTom
orlpeNiesiieT MOJIEKYJISpHOE JEHUCTBHE JIEKapCTB C 1LEJIbl0 HJACHTU(UKALUN  MHILEHEH,
MOTEHIIMAJIbHBIX MOOOYHBIX PEAKIUN U BOZMOXHOCTH MepenpoduInpoBaHus JIEKapCTB, HA OCHOBE
BHOBb UJCHTU(UIIMPOBAHHBIX COOTBETCTBYIOLINX MOJIEKYJISIPHBIX MUIIeHeH [24].

Jlnsg peanu3zanuu JaHHOTO MpoeKTa 0OoJbIIOe 3HAaUeHHE UMEET UHTEHCUBHAs [U(PPOBU3ALINS
3lpaBOOXPAHEHMUS, KAaK HOBBIM CTPAaTETUYECKUH MPHOPUTET, M BHEAPEHUE DIIEKTPOHHOIO
JIOKYMEHTO000pOTa, COiepKaIlero AMHAMUYECKYIO MPOI0JIbHYI0 HHPOPMAIUIO O OUOMETPUYECKUX,
KIMHUYECKUX MapamMeTpax, PyTHHHBIX J1aODOpaTOPHBIX HCCIEIOBAHUAX, MOKA3aTENIX aKTUBHOCTHU
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3a00J€BaHUs, TEHEAJOTMYECKOM, COLUAIbHOM, SKOJIOTMYECKOM aHaMHe3aX, Ha3HAYeHHBIX
JIEKapCTBEHHBIX NIpernapaTax, uX NepeHOCUMOCTH U T.1. [25].

[IpoGnemsl 1 TpyaHOCTH B pa3BuTuu [1M.

Bo BceM Mupe npeanpuHUMaroTCs MHOTOYHMCIECHHBIE YCUIINS U HHULMATUBBI 110 BHEAPEHUIO
IIPELU3UOHHON MEIUIMHBI, OJHAKO MHOTHE M3 3THUX YCWIHH OCYILECTBISIOTCS B OTCYTCTBHE
BHEIIIHETO COTPYAHUYECTBA, YTO CO3[JaeT PHUCK AYOJUPOBaHMS YCHIMH M 3aMEUICHUS TEMIIOB
OTKpBITMM M BHeIpeHMs. KirodueBbIMM NpensaTCTBUSAMU Ha Iyt BHeapeHus IIM B mpakTuky
3/IPaBOOXPAHEHHS SBIAIOTCA OTCYTCTBHE mopnepxkuBaromeii U T-undpacTpykTypsl, OTCyTCTBHE
CTaHJApTOB JIaHHBIX, HEJOCTATOYHAs TEXHOJOrMs INMOAJEPKKM NpuHATUA pemeHuid. HenocraTox
SKCIIEPUMEHTAJIbHBIX HMCCIIEJOBAHUN, TPYJHOCTH C MHTEpHpETalUeil pe3ybTaToB, HEXKEJIaHue
HAIMEHTOB, Bpauell 1 KOMIAHUM MPeJoCTaBIATh HHPOPMAIHIO, KOHQIUKT MEXTY JOCTYIHOCTBIO
00X 00BEMOB JAHHBIX JUISI PAa3MUYHBIX CHEIHMATMCTOB M 3alIMTOW MEPCOHATBHBIX JAHHBIX
TaKxke yCIoXHA0T pazputue [IM. OguuM U3 npensaTCTBUN MPUMEHEHUS NPEIIM3UOHHON MEIUIIUHBI
SBJIIOTCSI OTPAHUYEHHBIE BPEMEHHBIE PAMKH, B TEYEHHE KOTOPBIX Bpad JIOJIKEH IIOCTaBUTh TOUHBIN
JMarHo3 U moxoOparbk TO MM MHOE BMewaTeiabcTBO [1]. Bbicokue LieHBI Ha T'€HHYIO TEparuio,
TapreTHble TpenapaTsl MpPH HEJOCTaTOYHOM (UHAHCHPOBAHUHM JAHHOW OTPACiId HIPAIOT
HEMaJIOBAXXHYIO POJIb B 33JI€PKKE 3aIlyCcKa IIPOEKTa U B TOXKE BPEMsI yCTaHOBIIEHO, 4TO [IM Bo3naraer
Ha pa3pabOTYMKOB ropa3fo Oosblie OpeMeHH, YeM H3TOTOBJIICHHE TPAJWIMOHHBIX IPETapaToB
[26,27]. IlonuTrKa moaAep KKK Mmporpecca B 3TUX 00aacTAx OyleT UMETh pellarolee 3HaueHUe JIs
BHEJPEHHUS U UHTerpauuu texsoioruit [IM B 3npaBooxpanenue Bo BceM mupe [1].

BbIBO/IbI

1. TlpenusuoHHass MeAMIIMHA — TEPCHEKTUBHBIA pa3fiel MEIULMHBI, HCIOIb3YOMINUN
aHaMHeCTHYecKHe, OMoMeTpruyecKre, KIMHUKO-I1a00paTOpHbIe JIaHHbIE C Y4eTOM BO3pacTa, I0Ja,
(bakTOpOB OKpY’Karomel cpeasl, 00pas3a KHU3HH YEIOBEKa JUIS ONMPEEeNICHUs JTyYIIero Moaxoaa K
HOPENYNpPEeKACHUI0 WIM NEepCOHUUIMPOBAHHOMY JICUEHUIO 3a00JIeBaHUIl, YTO 3HAYUTEIBHO
paciiupsieT BO3MOXHOCTH II0 OKa3aHMIO KAuyeCTBEHHON MEIUMIMHCKON IOMOILIM, HCKIHYas
JIONIOJTHUTENbHBIE 3aTPaThl U PUCKHU, MOBBIIIAs €€ 3PPEKTUBHOCTD U O€30I1ACHOCTb.

2. HauOonpmee npumenenue I[IM HaOmogaercss B TapreTHOM Tepaluu OHKOJIOTHH,
pa3pabaTbIBatOTC METOIAMKH JUATHOCTUKU U JIEYEHUS MH(EKIHMOHHBIX, CEPJIeYHO-COCYIUCTBIX U
psaa Ipyrux 3abojieBaHuil.

3. BHumaHMe MUPOBOrO MEAMIIMHCKOTO COOOINECTBa HANpaBiIeHO Ha mnpumeHeHue [IM
MMEHHO B NeAHaTpUYecKod NpakTuke. PacummpeHune HeEOHATaJbHOIO CKPUHMHIA, COCTABIIEHUE
TeHEeTHUYECKOTr0 MacnopTa peOeHKa ONpeesisaioT MO3UIUI0 PAHHETO BMEIIATENIbCTBA U BOZMOYKHOCTh
MIPEIOTBPATUTD PA3BUTHE TSXKEIOH, a MO/ Yac U MHBATUAU3UPYIOLIEH, MaTOJIOTHH.

4. HaOmromass 3a MOSBICHMEM HOBBIX 3HAHUH O TEHETHKE, AKTHBHBIM IPOBEACHUEM
KJIIMHUYECKUX UCIBITAHUI U TPUMEpPAaMU TOYHOT'O JICYEHHS 110 BCEMY MUPY, Mbl MOKEM CKa3aTh, 4YTO
NPELU3NOHHAs MeIULIMHA — 3TO OyJyliee, KOTOPOe OTKPBIBACT LBl MUP BO3MOXKHOCTEH, TOUHOM
JMarHOCTHUKH, LIeJIEHANPaBJICHHON Tepamnuu, ylIydllas HMCXOZbl JEUYEHHUs MalMeHTOB M MCKIIouas
IIOJINIIParMasHuio.

5. Opnnako, BHenpenue I[IM TpeOyeT OrpomMHbIX ycWJIMH M ycrnex OyaeT 3aBUCETh OT
MHHOBAIIMOHHBIX MOJXO0/I0B, OOMEHa JaHHBIMH, J10CTaTOYHBIM (DMHAHCHUPOBAHUEM HCCIIEIOBaHMMH,
MOHHUTOPHHIA pe3yJbTaTOB U TECHOIO COTPYAHHYECTBA HCCIENOBATENEH, MNPAKTUKYIOLIUX
MEIULUHCKUX PAOOTHUKOB U MAIlMEHTOB.
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KABEPHO3HASI TEMAHI'MOMA MOYEBOTI'O ITY3bIPSA Y PEBEHKA PAHHET'O
BO3PACTA

Hposnosa [lapss AnekceeBHa, Kyrkuna Tathsina AnexceeBHa, Caduna Enena BanentnnoBHa
Kadenpa nerckux 6omne3neit tede0HO-IpOPHIAKTHIECKOr0 (paKynbTeTa

OI'bOY BO «VYpanbCkuil TOCylapCTBEHHBbIH MEIMLMHCKUNA yHHBEpcUTeT» MuUHHCTEpCTBA
3npaBooxpaHeHus PO

ExarepunOypr, Poccus

AHHOTAIUSA

BBeuelme. B HacCTod1Iee BpEMA Cpeau I[CTGfI PaHHETO BO3pacTa BCTPEUACTCA I/IH(i)aHTI/IHLHaH réMaHIruoma, KOoTopas
MpeaAcCTaBJIsACT coboii KOXXHYIO (I)OpMy, a MHOIr'Ia MOKET IMOpPaXaTb BHYTPECHHUE OPraHbl, B TOM YUCJIC MOYEBOU ITy3bIpb,
nocjieHee NpuBOJUT K pa3sBUTUIO OCJIOKHeHMH. ['eMaHrnoMa MO4YeBOro ITy3bIpsA KIMHUYCCKU MPOSABIICTCA MOYEBbIM
CUHAPOMOM C FeMaTypHeﬁ. ﬂI/IaFHOCTI/IKa CJIOKHa " Tpe6yeT IMMPpOBEACHUS O6IHI/IpHI)IX MCTOOOB. JleueHune Takux q)OpM
TE€MaHI'MOM SBJISICTCA KOM6I/IHI/IpOBaHHBIM, 1 OCHOBHBIM METOJIOM SABJIACTCA XUPYPTHUCCKOC UCCCUECHUE ydacCTKa. IIeJIb
HUCCICIOBAHUA - U3YUYUTH 0COOEHHOCTH KIMHHKM M TE€UYEHHE IeMaHTMOMBI MOYEBOIO ITy3bIpA Y pe6eHKa PaHHETO
Bo3pacta. Marepuan U MerToabl. IIpoBeseH peTPOCHEKTUBHBIM aHAJIU3 MEIULMHCKUX JIOKYMEHTOB IMalleHTa C
nocneayomuM HaomoneHueM. KoHQIIMKT HHTEpecoB OTCYTCTBYeT. Pe3ysibTaThl. BoieneHbsl 0COOCHHOCTH pa3BUTHS
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