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AHHOTaumA

CratbA noceaLieHa 10-netuio XypHana «DapmakoreHeTUKa 1 GpapMakoreHOMVKa» 1 NpefCcTaBneH KOMMIEKCHbIV aHan3 3BONOLMMN AUCUUMANHBL. CTaTbA
OXBaTblBaeT UCTOPUYECKME BEXW: OT ONMUCAHUA NePBbIX papMaKkoreHeTnYeckux GeHOMEHOB 1 OTKPbITUA LToxpoma P450 B cepeHe XX BeKa 4O COBPEMEHHbIX
MYJIBTUIOMHbIX NMOAXOA0B, MHTErPUPYIOLWMX FEHOMUKY, TPaHCKPUNTOMUKY 1 MpoTeoMmnky. Ocoboe BHUMaHWe yaeneHo BKagy »KypHana, onyonnkoBasLuero 242
Hayu4Hble paboTbl, KOTOpPble TPaHCPOPMMPOBANY faHHble 0 NonMMopdr3max Kntouesblx reHos (CYP2D6, VKORC1, DPYD) B KnnHWYecKme anroputMbl. AHanM3npyoTcs
cucTeMHble 6apbepbl BHepeHus GapMaKoreHeT KU B POCCum: orpaHnYeHHOe NCMoMb30BaHMe B KITMHUYECKON NPaKTUKe, COXPaHAILLAsACs BbiCOKas CTOMMOCTb
NGS-ceKBEeHVPOBaHWA 1 OTCYTCTBUE €ANHBIX PErYNIATOPHBIX CTaHAAPTOB. bonbluoe BHUMaHWe B CTaTbsX YAENEHO «3THOGapMaKoreHeTUKE» — M3yUyeHune YacToT
dapmaKkoreHeTUYeCKNX MapKepoB Yy KOPEeHHbIX HapoaoB Poccum, UTo BaXKHO ANA NPUOPUTM3ALMM BHEAPEHUA TeX WY MHbIX papMaKoreHeTUYeCKMX TeCTOB
B Pa3/IMUHbIX permoHax. B nepcnektuee pa3sutus dapmakoreHeTMKN — cozfaHue HauroHanbHoro 6rnobanka IHK 1 pernctpa naLueHToB ¢ <He afeKBaTHbIM»
dapmaKonormyeckmm oTBETOM, pa3paboTka Mofenei MPOrHo3npPOoBaHUsA 1 NepcoHanu3aummn Gapmakotepannm ¢ yuéTom bapmMakoreHeTUYECKNX MapKepOoB,
a TaKXKe UX KNMHMYecKan Banvaauma v <yrakoBKa» B CMCTeMy MOAAEPKKM NPUHATAA BpauebHbIX peLleHniA, KOTopble A0SIKHbI MOCTOAHHO aKTyann3npoBaTbCa
Ha OCHOBE HOBbIX Pe3y/NbTaTOB NCCNEeROBaHNN, CObpaHHbIX B HalmoHanbHol 6a3e 3HaHM dapmakoreHeTUYeCK X NccnefoBaHnin. Bcé ato byaet HeBO3MOXHO
6e3 pa3paboTku bapmMaKkoreHeTUUYECKNX TeCT-CUCTEM, AOCTYMHbIX A1 UCMONIb30BaHNA B MEAVLIMHCKUX OPraHU3aumsaX CTPaHbl, a Takxke GopmMmpoBaHme cooT-
BETCTBYIOLLMX KOMMETEHLMI Y Bpayei 1 Apyrux CrieyuanvicToB 3apaBooxpaHeHus. byaylee 3aknioyaetca BO BCTpauBaHUM GapmMaKoreHeTH KN B KOMMIeKCHOe
1 MacWTabHoe KIMHMKO-hapMaKonornieckoe KOHCYNbTPOBaHME NaLUeHTOB, B T. Y. C UCMOJIb30BaHVEM TefleMeULIMHBI.

KnioueBble cnoBa: GapmakoreHeTnKa; papmakoreHoMmuka; NGS-ceKBeHNpoBaHue; NonMmMopdnam reHos; byayLyne paspaboTku

AnA yuTuposBaHuA:

Cbiues [1. A., Benoycos [l. 0., Mup3aes K. b. lecAtb neT Ha NepeAaoBO NepCcoHann3npPoBaHHON MEANLMHDI: OT AOCTUMXEHUIA K TpaHCchopmaLmn byayLuero.
®apmakozeHemuka u papmarozeHomuka. 2025;(1):3-8. https://doi.org/10.37489/2588-0527-2025-1-3-8. EDN: STSYZB.

Mocrynuna: 16.02.2025. B gopaboTtaHHom Buge: 17.03.2025. MpuHATa K nevatu: 20.03.2025 Ony6nukoBaHa: 31.03.2025.

Ten years at the forefront of personalized medicine: from achievements to future transformation

Dmitry A. Sychev'?, Dmitry Yu. Belousov? Karin B. Mirzaev'?

! Russian Medical Academy of Continuous Professional Education, Moscow, Russian Federation
2 Center for Pharmacoeconomics Research LLC, Moscow, Russian Federation
3 Russian Scientific Center of Surgery named after Academician B.V. Petrovsky, Moscow, Russian Federation

Abstract

This article is dedicated to the 10th anniversary of the journal “Pharmacogenetics and Pharmacogenomics” and presents a comprehensive analysis of
the evolution of the discipline. The article covers historical milestones: from the description of the first pharmacogenetic phenomena and the discovery of
cytochrome P450 in the mid-20th century to modern multiomic approaches integrating genomics, transcriptomics and proteomics. Particular attention is
paid to the contribution of the journal, which published 242 scientific papers that transformed data on polymorphisms of key genes (CYP2D6, VKORC1, DPYD)
into clinical algorithms. Systemic barriers to the implementation of pharmacogenetics in Russia are analyzed: limited use in clinical practice, persistently
high cost of NGS sequencing, and the lack of uniform regulatory standards. Much attention in the articles is paid to "ethnopharmacogenetics" — the study
of the frequencies of pharmacogenetic markers in the indigenous peoples of Russia, which is important for prioritizing the implementation of certain
pharmacogenetic tests in different regions. The prospects for the development of pharmacogenetics include the creation of a National DNA Biobank and a
register of patients with an “inadequate” pharmacological response, the development of models for predicting and personalizing pharmacotherapy taking
into account pharmacogenetic markers, as well as their clinical validation and “packaging”in a system for supporting medical decision-making, which should
be constantly updated based on new research results collected in the National Pharmacogenetic Research Knowledge Base. All this would be impossible
without the development of pharmacogenetic test systems available for use in medical organizations in the country, as well as the formation of relevant
competencies in doctors and other healthcare professionals. The future lies in integrating pharmacogenetics into comprehensive and large-scale clinical
and pharmacological counseling of patients, including using telemedicine.
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BeegeHme / Introduction

B 2025 r. Ham xypHan «@PapMakoreHeTHKa U
(apmakoreHoMHuKa» OTMe4YaeT 3HAKOBYIO ATy —
JecsTuiIeTue ¢ MoMeHTa ocHoBaHMsl. Co3naHHbIi B 2015 1.
B OTBET Ha CTPEMUTEIbHBIN POCT TeHOMHBIX TEXHOJIOTHIA,
KypHaJ 3aAyMbIBaJICS KaK YHUKaIbHas IutatopMa s
WHTerpalu GyHIaMEHTAIBHBIX OTKPBITUI B 00JIaCTH
HaCJIeACTBEHHOM BaprabeIbHOCTH JICKAPCTBEHHOTO OT-
BeTa B IOBCETHEBHYIO KIIMHMIECKYIO IMTPAKTUKY. 3a Mpo-
[IeaIIee AeCATIETHE OH TIPEB3OIIEN OXMIAHUS, CTaB
He MPOCTO M3TaHWEM, a MOMIMHHBIM KaTaJn3aTOpPOM
HayJIHOTO AMajiora M KOJUTabOopalny MeXXIy KIMHIIe-
CKUMHM (hapMaKoJIoraMu, MEINIIMHCKUMHU TeHETUKAMH,
ononH(popMaTHKaMu, hapMalleBTaMH 1 OpTraHN3aTOPaMHU
3MpPaBOOXpaHEHMS. 242 OpUTUHATbHBIC HAyIHbIC paOOTHI,
OIyOIMKOBAaHHBIC HA HAIIINX CTPaHUIIAX, — 3TO He TIPOCTO
mmdpa. Kaxmas craThs cTana KUPIIMYUKOM B (hyHIaMEHTE
MPeonoJIeHNUSI TOI caMoii «BapruadeIbHOCTU MallUEHTOBY,
0 Kotopoii emé B XIX B. ¢ NIyOOKAM MOHUMaHUEM TO-
Boput William Osler (1849—1919 rr.), moguépkuBasi, 4To
«Hem bone3Hell 8000uje, ecmbo AUUb 00NE3HU KOHKDPEMH020
yeno06eKa», 00HAKo ymeepicoas «ecau Obl NAYUEHMbl He
ObLAU MAKUMU PA3HBIMU, MEOUYUHA 8NOAHe M02Aa Obl ObiMb
Haykoli, a He uckyccmeom» [1]. DT pabOTHI MPOABUHYJIN
HAac OT OCO3HAHUS IPOOJIEMBI K Pa3paboTKe KOHKPETHBIX
HMHCTPYMEHTOB TTepCOHAIN3AIINY TepaIiy ¥ TAKUM CaMbIM
MEePCIIEKTUBHBIM U OJTM3KUM MHCTPYMEHTOM K KITMHIYE -
CKO¥1 MpaKTHKe SIBJIsIeTCs (papMaKoTreHeTHKaA.

dapmakoreHeTHKa — HayKa ¢ TIIyOOKUMU UCTOPH-
YeCKUMH KOPHSIMH, YXOISIINMU B Hadajio XX B. M JaXe
panbIne. OT onMcaHUsT MEPBBHIX (hapMaKOTEHETHUECKUX
(eHOMEHOB (reMOJIMTHYECKAsT aHEMUST Ha TIPOTUBO-
MaJISIpUIAHBIE TIPETTapaThl TIPU BPOXKAEHHOM Ie(HIINTE
TTI0K030-6-(ocaTaernaporeHasbl, JIUTEIBHOE alTHOD
TIPH «BPOKIEHHOM» Ae(UIINTE TICEBIOXOIMHACTEPA3HI,
3JI0KaYeCTBECHHAS TUTICPTEPMUS TIPU IIPUMEHEHUH TaJI0-
TeHCOMEePKAIINX CPEICTB TSI MHTATSIIMOHHOTO HapKo3a 1
T. 1.) [2], yepe3 nmosiBJieHUsI TepMUHA «(bapMaKOTeHETHKa»
7 OTKPBITHS B 50-X IT. XX B. B MUKPOCOMAaX IMeYeHU KPBIC
VHUBEPCATBLHON reMcoepxanieit MOHOOKCHUTeHAa3bl (11~
ToxpoM P450) [3, 4], 1o coBpeMEeHHOI 3Pl JOKA3aTeIbHOI
MEIUIIMHBI M BBICOKOITPOM3BOANTEIIBHOTO CEKBEHUPO-
BaHWs, B T. 4. HOBOTO ITOKOJICHUSI, AUCIIATUIMHA ITPOIIUIA
KOJIOCCATBHBIN ITyTh. OHa 3BOTIOIMOHNPOBAIIA OT OIHCa-
HUS eTMHUIHBIX «(papMaKoreHeTHIeCKIX (DeHOMEHOBY,
BBI3LIBAIONINX HeXeJlaTeIbHbIe peaKIMU Ha JIEKapcTBa,
K CHCTEMHOMY TTOHUMAHWIO CJIOKHOM IMOJUTEHHOM TTPH-
pombl (hapMaKOKWHETUKU 1 (papMaKOIMHAMUKUI TTOA-
BIISIOIIETO GOJIBIIMHCTBA TIPeapaToB.

Muccus Hallero XXypHaja ¢ CaMoro ITepBoTo HoMepa
ObL1a YETKO c(hOKyCcHpOBaHa Ha PellleHUU TPEX B3aUMOC-
BSI3aHHBIX M KPUTUYECKHU BaXXHBIX 3a1a9:

1. TpaHCIALINS 3HAHMIA: TIpeBpalllcHUE «aCCOMATHB-
HBIX CCITeIOBAHU» TTOTMMOP(PU3MOB TeHOB (TaKMX KaK
CYP2D6, CYP2CY, CYP2C19, CYP3A4, CYP3AS5, VKORCI,
TPMT, UGTIAI, DPYD, ABCBI, SLCO1BI n MHOTUX

JIPYTHUX) B MOHSITHBIC, BATUIUPOBAHHbIC KIMHUYECKHUE
aJITOPUTMBI U PEKOMEHAAMU MO N03UPOBAHUIO WU
BBIOOpY mpemapara.

2. O0pa3oBaHue Bpaveii: akTUBHOE (pOopMUpOBaHUE
KOMITETEHLIUH Y KIMHULIMCTOB CaMbIX Pa3HbIX CIleLIMallb-
HoCTel (Mpexae Bcero, KIMHUYeCKuX (hapMaKoJioros,
a TakxKe TepareBTOB, KapAMO0JOroB, OHKOJIOTOB, IICUXU-
aTpoB U T. 11.) MO OIpeaeSIeHIIO TTIOKa3aHUI U MHTepIIpe-
TallMy pe3yJIbTaToB (hapMaKOreHeTUYECKUX TECTOB U UX
WHTETpalUU B ITPOLIECC MPUHSITUS BpaueOHBIX PeIIeHUM.

3. Pa3zBuTue nHGpacTpyKTyphl: HAy4HOEe 0OOCHOBA-
HUE U MPOABMKEHUE UIIeH, HEOOXOAUMBIX JIJISI CO3IAHMSI
COBpPEMEHHON MH(PACTPYKTYPhl IEPCOHATUZUPOBAHHOM
MEIULIMHBIL: OT OpraHu3aluu 6uobdaHkoB oopasuoB JJTHK
J10 pa3pabOTKHU CIOXHBIX CUCTEM MOMAEPXKKU MPUHSITUS
BpaueOHbIX peuieHuit (CITIIBP), nHTerpupoBaHHBIX
¢ MEAULIMHCKUMU MH(MOPMALITMOHHBIMU CUCTEMaMU.

SpkuM nprMepoM ycriexa Ha 3TOM ITyTH cTajla OfHa U3
pPaHHUX, HO 3HAKOBBIX MyOMKaluii — padborta Yeprosa A. A.
U coaém. B KOTOPOI ObLT MPOBENEH OAVH U3 MEPBHIX OTE-
YECTBEHHBIX METaaHaJIM30B B 00J1acTU (hapMaKOTEHETUKH,
KaK BaXXHEWIINI MHCTPYMEHT «ITOBBIIIEHHUE» JOKAa3a-
TEJIbHOCTHU BJIUSIHUS (papMaKOreHeTUIECKUX MapKepoB
Ha KJIMHUYECKMEe ncxoabl nauueHToB [5]. 1o pesyib-
Tatam IepBoro B Poccun MeTaaHanu3a oTeyecTBEHHBIX
HccienoBaHuil (hapMaKoreHeTMKM KJIoNmuaorpesa, Obuio
BBISIBJICHO, YTO HayimuMe rnojumopduszma CYP2C19*2 no-
CTOBEPHO IMOBBIIIAIO PUCK CEPAEYHO-COCYIUCTON CMEPTU
U IPYTUX OCJIOXHEHU. Takue nccaenoBaHus CTau CUM-
BOJIOM YKpeTLIeHUsI ToKa3aTeabHOM 6a3bl 3 (HeKTUBHOCTU
1 11eJIeCO00pa3HOCTU BHEAPEHUS (hpapMaKOTeHETUYECKOTO
TECTUPOBAHMS B KIIMHUYECKYIO MPAKTUKY.

OnHako aecsITWIETHE Mporpecca He O3HaYaeT OT-
CYTCTBUSI BbI30BOB. HecMoTpsl Ha Bnievat/sitolye a0-
CTUKEHUS, BHelpeHue (hapMaKOTeHeTUKH B PYTUHHYIO
KIIMHAYECKYIO TIPaKTHUKY B Poccuiickoit Memepalinit cTaj-
KHUBAETCs CO 3HAUUTEIbHBIMU CUCTEMHBIMU OapbepaMu:

Kiuauyeckas MHTerpanmsa: K COXajJeHMIO, JIUIIb
OrpaHUYEHHOE YMCI0 MEIULIMHCKUX OpraHu3aluil uc-
MOJIL3YIOT (papMaKOreHETUUECKHE MOAX0Ibl PYTUHHO,
3a mpeaeaaMu y3KOCenalu3upOBaHHbIX LIEHTPOB WU
HccaenoBaTeIbCKuX mporpaMM. OCHOBHBIMM IMTPUYMHAMU
OCTalOTCSl OTCYTCTBUE perjlaMeHTalun (papMakKoreHeTH -
YeCKOro TeCTUPOBAHUS B KITMHUYECKUX PEKOMEHIaIIUsIX
U CTaHIapTax U HEAOCTaTOK 3HAHMI y YaCTU Bpauei,
BOCHPUHUMAIOIIMX (hapMaKOTeHEeTUKY KaK U3JIUIIHE
CJIOXHYIO 00J1aCTb.

DKOHOMHYECKHE OTPAHUYEHHUS; XOTsI CTOUMOCTb BbICO-
KOIIPOM3BOIUTEILHOTO ceKBeHMpoBaHus (NGS) 3a 1mo-
cnemgHue 10 1eT cHU3MIIACh B 5 pa3, OHA BCE eI OCTagTcs
3HAUUTEIbHBIM (haKTOPOM, CAEPKMBAIOIIMM MacCOBOE
BHEApEeHUE KOMILJIEKCHOTO (hapMaKOreHETUIECKOro Te-
CTUPOBaHUsI, 0COOEHHO B YCIOBUSIX OI0KETHOTO (hMHAH -
CHUpOBaHUS MEPBUYHOIO 3BeHa 3paBooxXpaHeHMsl. B Toxe
BpeMsl MaclITabHOe BHeIpeHue (hapMaKOreHeTUYeCKOTO
TeCTUPOBaHUsI BO3MOXKHO Uepe3 co3aaHus hapMakore-
HEeTUYeCcKuX TecT-cucteM mist SNP-aHanu3a Hanbosee
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KJIMHWYECKU 3HAYUMBbIX (h)apMaKOTeHEeTUYECKUX MapKe-
poB. TpebyeTrcs manbHelass paboTa 1o ONTUMHU3aINT
3aTpaT 1 000CHOBAHUIO 1OJTOCPOUYHON SKOHOMUUECKOM
3((heKTUBHOCTU (papMaKOTEHETUUECKOTO TECTUPOBAHUSI.

PerynsropHbie npo0eibl: CepbE3HBIM BRI30BOM OCTa-
€TCs HeloCcTaTOYHasI pa3paboTaHHOCTh HOPMAaTUBHO-
MpaBoOBOIi 0a3bl, peraaMeHTUpYylolleil TpeboBaHus K Ba-
JAAIUY aHATUTUIECKUX U KIMHUYECKUX XapaKTepUCTHK
(hapmMakoreHeTHUUECKMX TECT-CUCTEM U TaHEJe, T. e.
HeoO0X0oaUM HeKUi cTaHaapT nmo tumy «KayecTrBeHHas
(papmakoreHeTrueckasi mpakTUKa».

K cBoeMy 100MIIer0 pegakiys He TOJIBKO ITOABOAUT UTO-
TU, HO U YTBEepKIaeT aMOMIIMO3HYIO ITPOrpaMMy pa3BUTHSI
JKypHaJia Ha clieAylolnyo aekany — 10 2035 1., cBsI3aHHYIO
C peayiM3aliMeil 3aa4, HalpaBJIeHHBIX Ha IIMPOKOE BHE-
JIpeHue (apMaKOreHeTUKU B KJIMHUYECKYIO MPAKTUKY B
MEIULIMHCKUX opraHu3anusix Poccuu, 4To TOMKHO CIo-
c0o0CTBOBAaTh, Yepe3 MOoBbIlIeHNE 3(PHEKTUBHOCTU 1 Oe3-
OIacHOCTU (hapMaKoTepanuu, YBeIUYSHNIO OXXUIaeMOM
MPOAOKUTETbHOCTHY XXU3HU HAIIUX JIIOACH:

— co3nanue HamonansHoro 6uodanka JIHK u peru-
CTpa MalKeHTOB C «He aleKBaTHbIM» (DapMaKOJIOTMIECKIM
OTBETOM MpPEeXKJe BCEero Mpu MpUMEHEHUN XKU3HEHHO
HEOOXOIUMBIX M BaXKHEHIIIMX JIeKapCTBEHHBIX Mpernapa-
TOB JUISl MEAUIIMHCKOTO NMPUMEHEHMUS, B T. U. HA OCHOBE
CTIOHTaHHbBIX COOOILIEHNI, aKTUBHOTO MOHUTOPUHTA He-
JKeJlaTebHbIX JeKapcTBeHHbIX peakuuii (HJIP), Bkmovast
MaciutabHble ucciaenoBaHuss RWD/RWE;

— nipoBeaeHne GWAS 1151 BeISIBIIEHUST (hapMaKo-
reHeTu4yeckux Mapkepon pa3putusi HJIP u pesucteHT-
HOCTHU TpU NPUMEHEHUHM JIEKapCTBEHHBIX MpernapaToB
npu 3a00JIeBaHUsIX, BHOCSIIIMX 3HAUUTEIbHBI BKJIajd B
3a00JIeBaeMOCTb U CMEPTHOCTh HaceneHust Poccuu;

— pa3paboTKa 0Te4eCTBEeHHbIX MOJeJIeli MPOrHO3UPO-
BaHUS U aJITOPUTMOB TIepCOHaIM3alMy hapMaKoTepanuu
TaKMX 3a00JieBaHUI (C UCITOJb30BaHME MAILIMHHOTO 00-
yUeHUs ), KIMHUYecKasl Baaugalns U UX KIMHUKO-3KO-
HOMUYECcKas olieHKa (OLieHKa TeXHOJOTUI 31paBooxpa-
HEHMSI) ¢ TTOCEAYIOLINM TTOrpy>KeHUEM B KJIMHUYECKHE
peKOMEHIalM, CTAaHAAPThl, UHCTPYKIIUH;

— pa3paboTKa U perucTparus hapMakKoreHeTUIeCKUX
TecT-cucteM Ha ocHoBe I111P;

— coznaHue HalmoHanbHOM (hapMakoreHeTUYeCKoM
0a3bl 3HaHUH (TTOCTOSIHHO OOHOBJISIEMOI, B T. 4. C TIOMO-
11IbIO KUICKYCCTBEHHOTO MHTEJUIEKTa), colepkallieit aHHO-
TUPOBaHHbIE CBEJACHUS, TTO3BOJISIIOIINE UX UCIOJb30BaTh
B KJIMHUYECKOI MTPaKTUKeE JIs TepcoHaln3almnu hapMa-
KOTepanuu NalMeHToB, BKJIIoYasl JaHHbIE OTeYeCTBEHHBIX
KCCIeIOBaHUM, B T. Y. TI0 3THO(hapMaKOreHETUKE;

— coznanue Ha e€ ocHoBe CIITIBP mnsa knuHudeckor
WHTepIpeTaluu pe3yabraToB (hapMaKoreHeTHUYeCKOro
TECTUPOBAHUSI C BO3MOXHOCTbIO MHTETpallui B MEAU-
LIMHCKYI0 MH(DOPMALIMOHHYIO CUCTEMY U BO3MOXHOCTBIO
OLEeHKHN 3P PEeKTUBHOCTH (B T. Y. C TIOMOIIBIO METOAA
J100aJIbHBIX TPUTTEPOB);

— (hopMHUpOBaHUE KOMITIETEHLIMI Y CIELUAJINCTOB
3ApaBOOXpPaHEHUsI TI0 TIPUMEHEHUIO (hapMaKOTeHEeTH -

YEeCKOro TECTUPOBaHMS ISl TIepcoOHaIM3alMu hapma-
KOTepanuu;

— co3naHue «JlekapcTBeHHBIX MH(GOPMAIIMOHHBIX
LIEGHTPOB» C LIEJIbI0 KIMHUKO-(apMaKOJIOTrMUYeCKOIo KOH-
CYJBTUPOBAHUS CIELIMATMCTOB 3IPAaBOOXPAHEHUS T10
npob6aeMaM 3(PpPEeKTUBHOIO U 6€30MacHOTO IIpUMeEHe-
HUSI JIEKapCTBEHHBIX IMperapaToB, BKIIIOYask BOMPOCHI
nepcoHaan3aluuu (hapMakoTepanuu Ha ocCHOBe hapma-
KOT€HETUUYECKOTO TECTUPOBAHUS U TepareBTUYECKOIo
JIEKapCTBEHHOT'O MOHUTOPUHTA.

BaxxHo, 3T 3aga4u OyayT peaju30BbIBaTHCSI BO BHOBD
CO3IaHHOM Hay4yHOM lleHTpe mpenMKTUBHON reHeTUKMU,
(hapMaKOreHeTUKH U TIepCOHANIU3ALUU Tepalui MUPO-
BOTO YPOBHS npu [ocynapcTBEHHOM HayYHOM LIEHTpE
P® «PHIX um. akan. b.B. I[IeTpoBckoro», 0CHOBHBIM
HalpaBJIeHUEM KOTOPOTo CTaHEeT MMEHHO (hapMakore-
HeTuKa U (papMaKOreHOMUKAa, KOTOPbIii OyneT aKTUBHO
B3aumoeiicteoBatb ¢ PMAHIIO u apyrumMu HayYHbIMU,
00pa3oBaTeTEHBIMUA 1 METUITMTHCKUMY OpPraHU3aIusaMu [6].

[TepcoHanu3upoBaHHas MeaWIIMHA, IAPOM KOTOPOI
sIBJIsIETCS (hapMaKoreHeTuKa 1 (hapMaKoreHoMuKa, CTOUT
CEroJIHs1 Ha MOpore HOBOM PEBOJIIOLIMM, W HAIll KypHal
HaMepeH ObIThb He TTPOCTO CBUAETENIEM, a AKTUBHBIM JIpaii-
BEpOM 3TUX Ipeobpa3oBaHuii. B Omkaiiniyie roabl MBI
0XUJaeM CYILeCTBEHHOTO cMelleHUs (poKyca MyOInKY-
€MbIX UCCJIeTOBaHUIA:

OT OIMHOYHBIX FeHOB K MYJITHOMHBIM MOIX0/1aM: CTaTb1
OyayT BC€ yallle oTpaxaTb CUHEPIUIO TaHHbBIX (papMako-
reHoMuku (Bapuanuu JHK), TpaHcKpunToMuku (3Kc-
npeccusg PHK), mporeomuku, MmetaboioMuku (mpoduiamn
MeTabO0JIUTOB) U Jaxe MUKpoOMOMUKHU. Takoii MHTerpa-
TUBHBIN «MYJBTUOMUKCHBI» MOAXOA HEOOXOIUM JIJIsI
MOCTPOEHUST KOMILIEKCHBIX MHAMBUAYAIU3UPOBAHHbBIX
MPOTHOCTUYECKUX MOJIeJIel JJeKapCTBEHHOTO OTBETA;

pacuBeT MCKYCCTBEHHOTO MHTEJLUIEKTA: MallliHHOE
00yuyeHMe ¥ METOAbI UCKYCCTBEHHOTO MHTEJIJIEKTa CTAaHYT
OCHOBOI JIJ151 CO3AaHUsI BBICOKOTOUHBIX POTHOCTUYECKUX
moneneit pazsutust HJIP u pe3aucreHTHOCTH. DTN MOJEIN
Oy/IyT YYUTHIBATh He AECSITKW, & COTHU MapaMeTPOB — OT
OIHOHYKJIEOTUIHBIX nmoJuMopdusMoB (SNP) u Bapua-
uii yrcaa konuii reHoB (CNV) 10 aMUreHeTUYECKUX
MeTok (MetunupoBanue JIHK), npoduieit MUKpoOUOTHI
KMIIEUHUKA U KIMHUKO-1a00paTOpHBIX MMOKa3areaei
KOHKPETHOTO MallueHTa;

JIOCTYIMHOCTb KaK 3THYECKHd UMIEPATHB: KITI0UeBOM
CTpaTernveckoi 1eablo Ha OarxKaliiee AecsATUIeTue
SIBJISIETCS] CHUXKEHUE CTOMMOCTHU TTIOJITHOTEHOMHOTO CeKBe-
HUPOBaHUS 10 YPOBHSI PYTMHHOTO AUarHOCTUYECKOIO
tecta (opueHTup < 5 000 pyOieii). JocTmkeHue 3Toi
Leau caenaeT (papMakoreHeTUYECKy0 UMH(OpMaIuio
JIOCTYITHOM He TOJIbKO B CIIELIMAIM3UPOBAHHBIX LICHTPAX,
HO ¥ B TIEPBUYHOM 3BEHE 3IpaBOOXpaHEHUSI, KApAUHAJIb-
HO MEHSISI TOAXO0 K Ha3HaYeHUIo Tepanuu. Mbl OyaemM
aKTUBHO IyOJIMKOBAaTh UCCJIETOBaHUS, MMOCBSIIEHHbBIE
9KOHOMUYECKON 3(PPEKTUBHOCTU U TYTSIM CHUXKEHMUS
3aTpaT Ha TeCTUPOBAHMUE.
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JecaTunerue XypHaja — 3T0, 0€3yCJI0BHO, TTOBO/I
JUJTS1 3aKOHHOM TOPJIOCTU BCEM HaIlIMM KOJIJIEKTUBOM
aBTOPOB, pelIeH3eHTOB U uuTateneii. Ho aTto nmpexne
BCETO MOMEHT IOBBIIIIEHHOM OTBETCTBEHHOCTH. Dapma-
KOTeHeTHUKa OKOHYATeJbHO MepecTaa ObITh KpacUBOM
TEOPUEN WU «MEOUIIUHON TAJIEKOTO OyayIero» — OoHa
cTajia HaCcTOSIIIUM MHCTPYMEHTOM, CITOCOOHBIM 3[eCh U
ceifyac criacath XKVU3HU W yJIydIlaTh MX KauecTBO. OgHaKO
JUTSL TIOJTHOM peain3aliuu e€ KoJOCCalbHOTO MoTeHI1aa
HEOOXOUMBI:

cMeJible KJIMHMYeCKHe pellleHds: Bpauu BCeX Crielalb-
HOCTE JOJDKHBI aKTUBHEE BHEAPATH BaIUAN3MPOBAHHEIC
B MCCIEIOBaHUIX (papMaKOTeHEeTUUECKIUE aJITOPUTMEI
JIO3UPOBaHUsl U BbIOOpa MpernaparoB, OMyOJUKOBaHHbIE
Ha CTpaHUILIAaX HAIIETO U IPYTMX aBTOPUTETHBIX XKYPHAJIOB,
B CBOIO €XXEITHEBHYIO ITPAKTUKY;

MEXIUCIMIIMHAPHAA KOJL1a0opanus: MpOpbIBbl BO3-
MOXKHBI TOJILKO Ha CThIKE HayK. Heo0xomumMo oObeIUHSTh
YCHINSI KIIMHUYECKUX (hapMaKoJI0rOB, MEAUIIMHCKIX
TeHETUKOB, CIELIMAIMCTOB KJIMHUKO-J1a00paTOPHOI T1a-
THOCTUKM, KJIIMHUIIUCTOB, OMonH@opmatukos, IT-cnenm-
aJIMCTOB U BMUAEMUOJOTOB JJIsl CO3MaHUsI KOMITJIEKCHBIX
pELICHUIA;

MoePKKA IPAXKIAHCKO HAYKH: BAXKHYIO POJIb MOTYT
CBIrpaTh MPOEKTHI IO OTBETCTBEHHOMY COOPY JaHHBIX
O MOTMYJISILIMOHHON BapuabeabHOCTH (papMaKOTeHEeTH-
YecKMX MapKepoB B pa3IMuHbIX pernoHax Poccuu ¢ co-
OMogeHEeM 3TUYECKNX HOPM, IIPU 3TOM, I10 CYTH, pedb
unet o HalmoHnanbHOM O1M00aHKe.

Byayuwee pasButue papmakoreHeTuku u papmakore-
HomuKM / Future developments in pharmacogenetics
and pharmacogenomics

MBI poTHO3UpPYEM, UTO (papMaKoreHeTHKa 1 papma-
KOT€HOMMKa TTepeCTaHyT ObITh BCIIOMOTaTeTbHBIMY WH-
CTPYMEHTaMH 1 CTaHYT OCHOBOM KIIMHUYECKON MPaKTHKH.
Ecnm 2003 1. (3aBepieHre TpoeKTa «[eHOM YesloBeKa»)
O3HaMEHOBaJl Hayajo 3pbl TeHOMUKM, TO 2030-1 cTaHeT
TOIOM €€ 3peJIOCTH, KOTIa TeHeTHIECKII TTacITopT Mall-
eHTa OyIeT TaKNM XXe pYTHHHBIM 3JIEMEHTOM UCTOPYH 00-
Jie3HM, Kak rpynna Kposu uiau OKI [7]. dpaiiBepamu a0
TpaHCchOPMALIMH BEICTYIIST TeXHOIOTHUYECKII B3PHIB (CHU-
JXeHNEe CTOMMOCTH TTOJTHOTeHOMHOTO CeKBEHUPOBAHUS
10 <5000 py0., anropuTMBI UCKYCCTBEHHOTO MHTEJIJICKTa
peabHOTO BpEeMEHM), perysaTopHasl peBojirouus (00s-
3aTebHOE MPEANKTUBHOE TECTUPOBAHME TSI KITIOYEBBIX
MperapaToB) ¥ CMeHa MapaauTMbl 3IPaBOOXPAHCHUS —
TEPEeXO OT «WICUECHUs 00JIe3HN» K «IIpeACKa3aHuIO 1
MPeAOTBPAICHIIO MHANBAIYATbHBIX PUCKOB».

TexHOIOTMYECKIE TIPOPBIBBI KAPAMHAIBLHO U3MEHSIT
naHmamadT. MOXHO MPeAnoIoXKUTh, YTO B OYAyIIeM BO3-
MOKEH TTOJTHBIN OTKa3 OT TAPTeTHBIX MaHeei B MOIb3y
WGS (moJHOreHOMHOTO CEKBEHMPOBAHUSI) KaK CTaHAap-
Ta MEPBUYHON TMATHOCTUKU. DTO CTAHET BO3MOXHBIM
Girarogapst CHIDKEHHMIO CTOMMOCTHY aHanm3a [8], cokpa-
LIEHUIO BpEMEHU BbIMOJHEeHUS 10 <1 yaca (Onarogapsi

HaHOCEKYHICPHBIM YUIIaM) U TITyOOKOI MHTeTpallnu
C 9JIEKTPOHHBIMHA MEAVIIMHCKUMU KapTaMHM C aBTOMAaTH-
YecKoll reHepaluei TeparneBTUYeCKUX PeKOMeH At
[9]. OxmmaeTcs MOSIBIEHNE «T€HETUYECKOIO IaciopTa
ripu poxxaeHun» B 80 % pa3Buthix cTpaH [10].

M cKycCTBEHHBIN MHTEJUIEKT 3BOJTIOLIMOHUPYET OT
aHaju3a K TOYHOMY mpejacka3zaHuto. [TosiBITcst Helipo-
CeTU-TpeacKa3aTeIM HexXellaTebHBIX peaKlUid, yIUThI-
paromue >500 mapameTpoB (SNP, Mmetmmposanue JHK,
MeTa00JIOMHbIE MapKephbl, AMUIEMUOJIOTUUECKHE TaHHBIE).
OHu obecrieyaT IMPOrHo3 prcKa HeXXelaTeIbHbIX peaKIInii
C TOYHOCTBIO 295 % mIs MpemmapaToB y3KOTo TepareBTH-
YeCKOro OKHa, TakKux Kak BapgapuH Ui KapdamazenuH
[11]. PeBoJIOLIMOHHBIM CTaHET BHEApPeHNE LM(PPOBBIX
(hapmalieBTHUECKHUX aBaTapoOB (IBOMHUKOB) — TMepPCOHAa-
JINBUPOBAHHBIX CUMYJIATOPOB Ha ocHOBe WG S-1aHHBIX
nalyreHTa, O3BOJISIOMMX in silico TecTupoBaTh 3(Ppdek-
TUBHOCTb ¥ TOKCUIHOCTH KOMOWHAILINIA TIperapaToB 10
HX peaJibHOTO Ha3HaueHus [12].

M3oaupoBaHHbBIM aHAIU3 TeHOMa OKOHYATEIbHO YCTY-
ITAT MEeCTO MYJIBTHOMHOM KOHBEpreHINH. MHTerpaTuBHbIC
MOJIe N OynyT O0beNUHSITh TaHHbIe (hapMaKOTeHOMUKU
(AHK), mporeomuku (6enaku), TpaHckpuntomuku (PHK),
MeTaboJIOMUKU (MeTabOIUThI) U aHaJIM3a MUKpOOHUOMa
(kueyHas cdiopa) [13].

Kimnnyeckue TpaHchopMaliy 3aTPOHYT BCe 00JIacTH
KIIMHWYECKON MeTUITMHBL. B OHKOJIOTMY cTaHeT pyTUH-
HbIM ucnojib3oBaHre NGS-naneneit >500 reHoB Ipu Beex
COJIMITHBIX OIMyX0Jisax. PDOKyC OKOHYATETEHO CMECTHUTCS
¢ JIoOKaJu3alM paka Ha ero MOJIEKYJISIpHbIN MpoGhuib:
JIMarHo3bl OyayT 3By4yaTh Kak «ALK-no3uTrBHas Kapuu-
HOMa» BMECTO «pak JIErkoro» uin «BRCA-ngeduimtHas
KapLUMHOMa» BMECTO «paK SIMYHUKOB». MOXeT IoJTy-
YUTb pacipoCcTpaHEeHUE KOHILIEIINUS He0aabloBaHTHOM
(apMaKOreHOMHOM TTPOMIAKTHKI — TTPEBEHTUBHEIIN
MIPUEM TIpeTIapaToB HOCUTEIISIMU BHICOKOTIEHETPAHTHEIX
MyTauuii 3a 5—10 JIeT 10 MOTeHUMAaTbHOTO Pa3BUTUSI paKa.
B nicuxuatpuu craHeT 00s13aTebHbBIM (papMaKoreHeTuye-
CKO€ TECTUpPOBaHUE Mepej Ha3HaUeHUEM TICUXOTPOITHBIX
cpencTs. B mepBUYHOM 3BeHE 31paBOOXpaHEHUsI MOXKHO
0XUAaTh BHeApeHUE (papMaKOTeHETUUECKUX KapT Ialu-
€HTOB, MPY 3TOM KIIMHWYECKash MHTePIIpeTaIls OymeT
MPOBOJIMUTCS C y4acTUEM KIIMHUYECKOTo (hapMaKkoJora,
B paMKax CIeIIMaTN3NPOBAHHBIX TeJIEMETUIIMHCKIX TICH-
TpoB. CTaHYT JOCTYIHbBI UMILITAHTUPYEMbIe OMOCEHCOPHI
IUTST HeTIPePBIBHOTO MOHUTOPWHTA KOHIICHTPALINU TIpe-
MaparoB (HarpuMmep, MeToTpeKcaTa) ¢ aBTOMaTUYECKOM
KOppeKIIMel 103bl Yepe3 aiTOPUTMbl UCKYCCTBEHHOTO
UHTEJIeKTA.

ConmaibHbIe 1 STHIECKYE BEI30BBI IIOTPEOYIOT aKTHB-
Horo peleHust. [IpobiemMa reHeTUUECKOTo HepaBeHCTBA,
Koraa A0CTyM K (hapMaKOreHETUYECKOMY TeCTUPOBaHUIO
ocTaéTcsl orpaHUYEeHHbBIM, Oy/IeT BOCTpeOOBaHa MHULIM -
atuBa no co3nanuio nemeBwix [11[P-TecToB Ha orpanu-
YeHHOE KOJIMYEeCTBO CaMbIX BbICOKO KJITMHUYECKU 3HAYM -
MBIX (h)apMaKOTeHETHYECKIX MapKepoB C OYeHb HIU3KOM
cebecToumMocTblo. KoHuaeHIMaibHOCTh TaHHBIX OyIET
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rapaHTUpPOBaHa: 3aIpeT KOMMEPUYECKOTO UCITOIb30BaHUs
WGS-nmaHHbBIX O3 IBHOTO COIIacHs MalleHTa, IIPaBo Ha
«TeHeThYeckoe 3a0BeHue» (TTOJIHOE yaajleHUe JaHHbBIX U3
00JIaUHBIX XPaHWJIUII) U BHEAPEHUE KpUMNITOrpahuueCcKom
s3amuthl JIHK-nHpopMaium ¢ ncmonb3oBaHeM KBaH-
ToBoro 1mudposaHus. as Poccuu KitoueBbIMU CTaHYT
Tpu ctpareruu. [Tonyuut pazputre aTHO(papMaKoreHe-
THKa, YTO HEOOXOAMMO JIJIs IPUOPUTU3ALIMY BHEAPEHUS
(hapMakoreHeTHUUYECKOro TECTUPOBAHUS B pa3IUUHbIX
perroHax. OxuaalTcs 4To OoJiee UPOKO OYaYT BBEIECHbI
oOpa3oBaTeIbHEIC ITPOrpaMMEI (CITELIUMAIMTET, OpAMHATYPA,
acrnupaHTypa, MOBbIILIeHWE KBaaudUuKalunu) B 001acTu
KJIMHUYECKOM (papMaKOreHeTHKH, IeJalollero akleHT Ha
WHTepIpeTauuu (hapMaKoreHeTUIECKHX OTYETOB, OCHO-
BaxX OMOMH(MOPMATUKU U PEIICHUN STHYECKUX TVICMM.
MpbI nipeanonaraeM, 4To B Oyayiiem ¢pasa «CTaH-
JapTHas 103a» UCUE3HET U3 JIEKCUKOHA Bpaueit, a Kaxaoe
HazHauyeHue Mmpernapara OyIeT OCHOBaHO Ha TpUajie: Mo-
>KU3HEHHOTO reHeTnyeckoro nacnopra (WGS-npoduib),
JUHAMUYeCKOro (heHOoTuIIa (IaHHbIE HOCUMbIX CEHCOPOB)
¥ TIPOTHO3a MCKYCCTBEHHBIM MHTEIIEKTOM (MHINBUIY-
aJibHbIe MOJIENIU pUcKa). byyiiee 3akirouaeTcst Bo BCTpa-
WBaHUU (papMaKOTEeHETUKHU B KOMIUIEKCHOE U MacIlTa0-
HOe KJIMHUKO-(apMaKoJIOrMyecKoe KOHCYIbTUPOBaHUe
MalKMeHTOB, B T. Y. C UCIIOJb30BaHUEM TeJIEMEAULIMHDI.

3aknioyeHune / Conclusion

Kak myapo 3amerun I[Mapauenbc: «/loza deaaem ae-
Kapcmeo s0om». Mbl, HaCJIEIHUKU €ro UAEH B 3MOXY
TeHOMMKM, CMEEM JTI00aBUTh: «3HAHUe 2eHoMa deraem
dosy chacenuem». Briepenn Hac XAET necaATUIeTHE YaAU-
BUTENIBHBIX OTKPBITHI 1 TIpeoOpa3oBaHUil MEIUITUHEI,
" XypHas «®apMakoreHeTKa 1 (hapMaKore HOMUKa»
OymeT BepHBIM CITYTHUKOM W MIOMOIITHMKOM BCEM, KTO
HOET TI0 3TOMY ITyTH.

Penmakimst BeIpaskaeT ITybodaiinyto Mpru3HaTeTbHOCTh
6omee yeM 600 aBTropam n3 Poccun, ctpan CHI u maib-
HEeTo 3apy0eXbsl, YbM UCCICIOBAHUS, UIEH 1 TUCKYCCUU
HATIOJTHSUTM CTPaHUIILI XXypHaJla Ha MpoTsskeHny 10 JIeT.
Oco0yto 6y1arogJapHOCTb MBI aipecyeM HallliM yBaxka-
€MBIM pelleH3eHTaM. Bair 0eclieHHbIN TpyHd, TiTyooKast
3KCIIePTH3a, KOHCTPYKTHBHASI KPUTHKA Y UCKITIOUNTETHHO
CTPOTUIA OTOOP PYKOIIHMCEH ABJISAIOTCS IJTABHBIM TapaHTOM
BBICOKOT'O HAy4YHOTO YPOBHSI U IOCTOBEPHOCTHU ITyOIUKY-
eMbIX MaTepuajoB. Baiiia pabota He3amMeTHa YUTaATENIO,
HO OHa (pyHIaMeHTaJIbHA JJ1s1 ycIiexa U3daHusl.

JOINOJHUTEJIbHAA NHOOPMAILIUA
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