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NEPCNEKTUBbI CO3AAHNA HALLMOHAJIbHOIO LLEEHTPA NEPCOHANNN3UPOBAHHON

MEANLUNHDbI SHAOKPUHHbIX 3ABOJIEBAHUIA

© WM. Oepos, H.I. Mokpebiwesa, M.B. Llectakosa, N.10. Bonukos, A.l0. Maiopos, O.l0. Pebposa, B.O. bapbiwesa,
[0.A. KpynuHosa*, E.A. TpolwumHa, J1.K. 13epaHoBa, I'A. MenbHMnYeHKO

HaunoHanbHbIN MegNLMHCKUI NCCiegoBaTeNIbCKU LeHTP SHAOKpUHonorum, Mocksa, Poccua

®OrbY «<HMUL, sHpokpuHonorum» Munsgpasa Poccuun (HMUL, sHAOKprHONOrM) nonyymn npaBo peanr3oBaTb NporpaMmmy
pa3sutua HayuHoro Llentpa Muposoro YpoBsHsa «HaumoHanbHbin LieHTp MNepcoHann3npoBaHHON MeANLINHBI SHAOKPUHHbIX
3abonesaHui» (HLUMM33). 3apauven HLUIMM33 cTaHeT He TONbKO CO3faHMe CUCTEMbI MEPCOHANN3MPOBAHHOMO SlIeYeHUs, HO
1 NOArOTOBKa HOBbIX KapoB A1 MeAULIMHbI.

OyHOameHTanbHble NCCefoBaHMsA, MPOBOAMMbIE Ha 6a3e yxe CyLecTBYIOWUX MHCTUTYTOB 1 nabopatopuin HML, sHpokpu-
Honoruw, 6yayT pacluMpeHbl 3a CYET co3aBaeMblx de novo nabopatopuin HUMM33 B cooTBETCTBIM C OA0OPEHHBIM MPOEKTOM.
JaHHaa nybnukaumsa 3HAKOMWUT uuTaTens C Hamboree 3HauMMbIMK nabopaTopuAMK, KOTOpble MaHUPYeTCcA co3paTtb
B8 HLUIMM33: nabopatopueii obLei, MoneKynspHoi U NONysLMOHHON reHeTUKN, 6BUorHPopmMaTUKK, dapMakoreHOMUKM, My-
KpoOmOoTbl, pefakTMpoBaHUA reHoMa, MaTeMaTUYECKNX 1 LMPPOBbIX TEXHONOT I, HEMHBA3UBHbIX TEXHONIOTMI ANArHOCTUKN
SHAOKPUHONATUI, KNETOYHbIX TEXHOMOI I, NCKYCCTBEHHOIO MHTENNIeKTa 1 MPUHLUMNMANbHO HOBOW, HE MMeloLLel aHaoros,
nabopatopuei meTabonMyeckon Bu3yanmsaumm n paguoTePaHoOCTUKN.

ABTOpPbI HaAEITCA, YTO YMTaTeN OQHOrO U3 OCHOBHBIX XYPHaNoB A1 SHAOKPUHOMONOB Hallel CTPaHbl MPUMYT akTUBHOE
yyactve B ocyuiectBneHuun nnaHos HMWL sHAOKprHONOrMY, NOCKOMbKY Kak y MOSIOAbIX, Tak 1 Y OMbITHbIX TaNaHTINBbIX
nccnegoBaTenei NoABUTCA WAHC CTaTb YacTblo KoMaHabl LieHTpa. [Ins BbINONHEHNA aMOMLMO3HBIX 3a4a4 HE0OXOAUMO Kap-
[VHaNbHO M3MEHNUTb MMPOBO33PeHME Bpaya B CTpaHe, pa3paboTaTb HOBYIO cMCTeMy 0OyUYeHUsA 3a CUYeT YBeNIMUYeHna uncna
CNeumancToB No MEAULIMHCKON FeHETHKE, TPAHCKPUNTOMMKE, BOCTAaTUCTUKE 1 B1UorHbOPMaTUKeE, paboTaloLmMX Ha CTbIKe
3KCNePUMEHTaNbHON U KNNHNYECKOWN SHAOKPUHOMOMI, YTO 06eCcneynT TPaH3UT MHHOBALMOHHbIX TEXHONOTWI B KNNHWYe-
CKYI0 NPaKTUKY.

Co3paHHble nabopaTtopumn HayyHoro LleHTpa MupoBoro YpoBHA CTaHyT MecToM OyaHUYHOW paboTbl HOBOrO MOKONEHUA
Bpayen, BNafeLwmx He TONIbKO OCHOBaMM KINMHUYECKON paboTbl, HO U HaBbikamMy GyHAAMEHTaNbHbIX UCCNeA0BaHUN, UTO
NO3BONUT MM 3HAUUTENBHO YNYULINTb METOAbI MPOrHO3MPOBaHWA, ANArHOCTUKN U IeYeHUS.

KJTIOYEBbIE CJ/IOBA: nepcoHanusuposaHHas MeOUYUHA; pezeHepamusHads MeOUYUHA; KJIeMoYHas mepanus; 2eHHAsS mepanus; 3HOOKPUHO-
J102Uf; 26HeMUKaA; 6UOUHHOPMAMUKA; hapMaKo2eHOMUKA; MemaboIoOMUKA; NPOMEOMUKA; K/lemoYHble MexHO/102UU; paduomepaHOCmuKa.
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The National Medical Research Center for Endocrinology (NMRCE) received the right to implement the development pro-
gram of the World-class Research Centre “The National Center for personalized medicine of endocrine diseases” (NMCPMED).
The objective of the NMCPMED will be not only the creation of a system of personalized treatment, but also the training of
new specialists for medicine.

Fundamental researches, carried out on the basis of the already existing institutes and laboratories of the NMRCE will be
expanded by creating new laboratories of the NCPMED created de novo in accordance with the approved project.

This article introduces the reader to the most important laboratories that would be created in NCPMED. These are laborato-
ries of general, molecular and population genetics, bioinformatics, pharmacogenomics, microbiota, genome editing, math-
ematical and digital technologies, non-invasive technologies for the diagnosis of endocrinopathies, cellular technologies,
artificial intelligence and a fundamentally new laboratory of metabolic visualization and radioteranostics.

The authors hope that readers of one of the main journals for endocrinologists in our country will actively participate in
the implementation of NMRCE, as both young and experienced talented researchers will have a chance to be a part of
the Centre. To realize the ambitious implementation plans for the achievements of the Centre, it is necessary to radically
change the worldview of the doctors in our country, to train them in a new way, and to expand the structure of the Center’s
team by increasing the number of specialists in medical genetics, transcriptomics, biostatistics and bioinformatics, work-
ing at the intersection of experimental and clinical endocrinology, and ensuring the transit of innovative technologies into
clinical practice.
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New laboratories of the World-Class Research Center, will become the place of routine work of a new generation of doctors,
who possess not only the basics of clinical work, but also the skills of fundamental researches that will allow them to signifi-

cantly improve the methods of diagnosis and treatment.

KEYWORDS: personalized medicine; regenerative medicine; cell therapy; endocrinology; genetics; bioinformatics; pharmacogenomics; metab-

olomics; proteomics; cell technologies; radioteranology.

BBEJEHUE

B cooTBetcTBUNM C yKa3zom [pesunpaeHTa Poccuinckonm Qe-
aepaunn ot 7 mas 2018 ., Ne204 OrbY «<HMUL| s3HOokpuHonO-
euu» MuH30pasa Poccuu (danee — HMUIL| 3HOOKpuHo02uU)
Kak yupexoeHue, cogmeujaroujee MeOUYUHCKYI0, Jie4ebHyHo
U Hay4Hylo OesamesibHOCMb C saxHeliwel neddzozauyeckol
¢yHKYuel No020mo8KU KeasaupuyupoB8aHHbIX Kaopos 0/d
30pasooxpaHeHus, NoJiy4us NpAso peasau3o8ams Npopam-
My passumus HayyHoeo LjeHmpa Mupoeoeo YposHsa «Hayu-
OHasbHbIU LleHmp [MepcoHanu3upo8aHHol MeouyuHbl 3HOO-
KpUHHbIX 3abonegaruli» (0anee — HLIMM33), npenctaBue
Ha KOHKYPC YHVKaNIbHOE UHTErpaTNBHOE peLleHne npobre-
Mbl MepCOHaNU3aLunMy ANarHOCTUKN 1 JIeYeHrs MyTem Comno-
CTaBJIEHNA FEHOMHbIX AaHHbIX C METAaBOIOMHbBIMU 11 FOPMO-
HaJIbHbIMM MapaMeTPamMi B rpynnax «npUpPoLHbIX MOenen»
NMepPBUYHBIX Y BTOPUYHBIX HAPYLUEHWI B OBHOM U3 OCHOBHbIX
WHTErpaTyBHBIX CCTEM OpraHU3Ma — SHAOKPUHHOM cMcTe-
me. 3agavein HUMM33 cTaHeT He TonbKo co3faHue nnathop-
Mbl A4J191 NePCOHANN3MPOBAHHOTO JIEYEHUS, HO 11 MOArOTOBKA
HOBbIX KaZpOB 151 MEAMLIUHBI.

YHuKanoHbil KnuHnyeckunn 100-netHuin onbit HMUL|
SHAOKpPUHONormm obecneunn BOCNPOV3BOANMYIO CU-
cTeMy o06yuyeHuAa Bpayerl TeXHOMOrMAM [MArHOCTUKM
Pa3nNNYHbIX SHAOKPWMHOMATWIA, OT COLMANIbHO 3HAUYMMbIX
(caxapHbii grabet (CLl) B ero pa3nunyHbix popmax C MHO-
roo6pasHbIMU OCJIOKHEHVAMM 1 6€3 HMX) A0 peayanmnx
opdaHHbIX 3ab6oneBaHuin. HMWL|, sHpokpuHonorum —
MHOTOMPOPUNbHbIN nccnenoBaTesibCKUm MeaunynH-
CKWUWN UEHTpP, HE MMEKLWWNA aHaNnoroB B M1Upe, COCTOALLMN
M3 CEMU WMHCTUTYTOB: AMabeTa, KIUHUYECKOW SHAOKPU-
HONMOrMN, AETCKOW 3HAOKPUHOMOTNN, PenpoOayKTUBHOMN
MeANLUHBI, OHKO3HZOKpUHonorun, MHCTUTyTa BbicLIero
N [OMOSNIHUTENbHOTO NpodeccroHanbHOro obpasoBaHus,
a TakXe VHCTMTYyTa nepcoHanu3npoOBaHHOW MefuuUUHbI
C MEXUHCTUTYTCKUMU NTabopaToOpHbIMK MOApa3feNneHmns-
Mu. OCHOBHOe BHMMaHVe B HayYHOW 1 neyebHol paboTe
HMWL, sHpokprHonorun ygensetca npobnemam Cl v ero
OC/IOKHEHUAM, ayTOMMMYHHbIM 1 opdaHHbIM 3aboneBa-
HUAM, OMYXOSEBbIM 1 FMMNEPMIACTMUYECKUM MpoLeccam
SHOKPUHHbIX OPraHoB.

Ocoboe 3HaueHMe nmeeT ToT daKT, uto npesugeHtT HMUL|
3HAOKpuHonorun, akagemmk PAH MBaH VMBaHoBuu [lenos,
ABNAETCA OCHOBOMONIOXKHUKOM  MEPCOHANN3UPOBAHHOMO
nevyeHus SHAOKpuUHoNaTuin B Poccnu, 3a uto 661 yaocToeH
lfocynapcteeHHol npemun Poccuiickon Oegepauuun B 06-
nacT Haykn mn TexHonormnm 3a 2017 r. OyHgameHTanbHble
UCCnenoBaHUs, NPOBOAVMbIE HA Oase CyLecTBYIOLWUX UH-
CTUTYTOB 1 NabopaTtopuii, 6yayT pacliMpeHbl 3a CYET CO3-
JaBaembix de novo nabopatopun HLUIMNM33 B cooTBeTCcTBUM
C opgobpeHHbIM NpoeKToM. B HacTosiwee Bpema UHCTUTYT
MepcoHanM3npoBaHHOW MeAMLMUHbI BKIOYAEeT OTAeNeHune
natomopdonornm co cny>k6oi 6MobaHKMHra u KPUOKOHCEP-
BaLmu, nabopatopuio reHeTuku, nabopatopuio metabosno-
MUKW 1 KNETOYHBIX TEXHOJNTOTUIA.
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Hanbonee 3HauMmbiMK MAAHMPYEMbIMM HOBbIMK Nabo-
paTopuaMmM ABAAOTCA nabopaTtopun o6LLeln, MONEKYNAPHON
1 NONYNSALNOHHOW reHeTUKY, bruonHbopmaTrkm, hapmakore-
HOMWKM, MUKPOOMOTbI, peAakTMPOBaHKA reHOMa, MaTemaTu-
YecKmx, UdpPOoBbIX 1 MHBA3VIBHbIX TEXHOMOMMIN ANArHOCTUKM
SHAOKPUHOMNATUN, KNETOUYHbIX TEXHOMOMNI, UCKYCCTBEHHOMO
WHTENNIEKTa U NMPVHUMMWANIbHO HOBOW, HE MMEIOLLE aHano-
roB nabopatopuv meTabonnyeckon Busyanmsaumm n paguo-
TepPaHOCTMKMU.

OueHb Ba)XHO, YTOObI UMTaTENM OAHOFO M3 OCHOBHbIX
XKYPHasnoB 151 SHOOKPUHOOIOB Hallel CTPaHbl Kak MOXKHO
paHblle y3Hanu O nnaHax co3fgaBaemoro LleHTpa v npuHs-
NN aKTVIBHOE y4yacThe B MX OCYLLECTBIEHMU, MOCKOJIbKY KaK
Y MOMOZbIX, TaK 1 Y OMbITHbIX TaNaHT/MBbIX UCCNIEfOBATENEN
MOABUTCSA LWAHC CTaTb YacTblo KoMaHAabl HayuHoro LleHTpa
MwpoBoro YpoBHs.

[ns npepctaBneHns MacliTaboB JanbHENLIero passu-
TMA NEepPCOHaNU3UPOBaHHOW Tepanun SHAOKPUHONATUN
Mbl MPVIBOAUM KPATKYIO XapaKTePUCTUKY KaXKAoW U3 NiaHu-
pyembix B HLIMM33 nabopatopwuii, 0XBaTbiBalOLLMX CaMble
nepcrneKkTVBHbIE HarNpaBieHUs.

1. B na6opatopun o6Leii MoneKynapHoi u nonyns-
LIOHHON reHeTMKM GyayT NpofomKaTbCA HOBAaTOPCKME UC-
cnepoBaHus B 06nacTu nonynAumMoHHom reHetrku C1 1 Tuna
1 arnabeta MODY, BpoxxaeHHOW ACcOYHKLMM KOPbI HAANoYey-
HukoB (BOKH) n apyrx sHAOKPMHOMNATWN, B KOTOPbIX pervno-
HaslbHasA reTepOreHHOCTb PacnpeaeneHna MyTaluii ABSAETCA
OCHOBAHVIEM 151 CENNEKTUBHbIX CKPUHVIHTOB 11 MO3BOJIAET BO3-
[eNCcTBOBATb Ha 06pa3 XM3HW U NIaHMPOBAHUE CEMbM C HOCK-
TENAMU N3BECTHBIX FrePMIUHANbHbIX MyTaL{1iA, @ TaKXKe OCyLLecT-
BNIATb MOWCK PefKUX MyTaLyi, HAKanIuBaloWMXCA B CBA3N
¢ «<apdeKToM ocHoBaTensA». He meHee BaXkHbIMM NpefcTaBns-
I0TCA NCCNefOBaHWA TEHETVMKN CUHOPOMOB MHOMECTBEHHbIX
SHIOKPVHHBIX HEOMA3UiA U HENPOSHAOKPUHHBIX HOBOOOpa-
30BaHUI, CMHOPOMOB W30/IMPOBAHHBIX OMyXonen rmnodusa,
Janceponatun (onyxonen ¢ myTtauueii B reHe DICER), cuHapo-
Ma KapHu n Mak KbtoHa-Onbpaliita, npu KOTOpoM npexaespe-
MEHHOE MOJIOBOE PA3BUTVE Y IETEN COUETAETCA C OMYXONAMM
SHIAOKPVHHOM U ApYyrux cuctem. [eHeTuueckn feTepMyHUpO-
BaHHbIE OMYXONN Pa3fIMYHOW JIOKaNM3aLuym CO3[alT Cepbes-
HeliLLyto NpobremMy paHHen AMarHOCTUKM 1 NieYeHns, KoTopas
MOXET ObITb pa3pelleHa TOMbKO C MOMOLLbI0 HOBEMLUMX TEX-
HONOrMii reHOMHOW 1 METabOIOMHOW NePCOHanu3aLUmm B Co-
MOCTaBNIEHUN C KIMHUYECKON KapTuHoW. Co3paHre 6robaHka
TKaHeln, Kpoeu 1 6rdnuotek (OHK/PHK) no3sonuT Ha ocHoBe
YHUKaNbHOro Matepuana obecrneurBaTb afpecHblii CKPUHUHT
GnVKaMLLNX POLACTBEHHMKOB MpobaHaa ¢ NogbopoM NpeBeH-
TVBHOTO JleYeHnsl, KOMOMHVPYIOLWEro CBOWCTBA TapreTHbIX
npenapaToB CO CPOACTBOM K BbISIBAIIEMbIM B TKaHV OMyXomnu
peuenTopam C PagMon3OTONHON METKOW. YCTaHaBnMBas HO-
CUTENBbCTBO OHKOMEHHBIX Y UHBIX HaceyembIX MyTaLuiA 1 UC-
KJIoYasn U3 UMKIOB PenpoayKLmmy SMOPUOHDBI C HAaCeACTBEH-
HbIMU MaTOMOTUAMM, MOXHO MPepBaTh LEMOYKy nepenauu
JaHHbIX MyTaLuiA C NCMOJIb30BaHNEM COBPEMEHHbIX TEXHONO-
M 1 06eCneUYnTb POXKAEHME 300POBbIX AETEN.
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Bbonee cnoxHana 3agaya yCTaHOB/IEHUA POSIN FEHOMHbIX
nonumop®r3mMoB B Pa3BUTUM TaKUX PaCNpPOCTPaHEHHbIX SH-
JOKPVHOMATUN KaK CUHAPOMA MOJIMKMCTO3HbIX AVYHVKOB,
oxunpeHus, C[l 2 Tuna TakXe MOXeT HallTh CBOe pelueHune
npy MCNonb30BaHUN METOLOB MOJIHOTEHOMHOIO aHanu3a,
YTO CTaHeT peasibHbIM MPOPbLIBOM B BblOOpE TapreTHon Te-
panuu JaHHbIX 3a60neBaHNIA.

2. B nabopaTopum KNeTouHbIX TexHonoruia 6yayT npo-
[JoKaTbCA NepefoBble UCCNIeA0BaHUs B 0651aCTy pereHepa-
TUBHOW MeAuUVHbI N NITIOPUMNOTEHTHBIX CTBOIOBbLIX KIETOK
yenoBeka (3MOPUOHAsbHbIE CTBONIOBbIE KNETKU, MHAYLNPO-
BaHHbIE MJIIOPUMNOTEHTHbIE CTBOJIOBbIE KNeTKM (iPS-kneTku)).
B otnnuue ot oblwemnpoBoro yposHs, B Poccnn paboTbl
Mo JaHHOMY HAamMpaB/IEHVIO BEAYTCA NUWb B HECKOJbKUX
nabopatopusx. [pn 3TOM UCCNefoBaHMSA MO U3yYeHNIO GyH-
JaMEeHTasNIbHbIX MEXaHM3MOB Pa3BUTUA SHLOKPMHOMATUN
M pa3paboTke CNocoboB MEepPCOHaNM3MPOBAHHOWN FeHHON
N KNIeTOYHOW Tepanuu Kak Havnbornee pacnpoCTPaHEHHbIX,
Tak 1 opdaHHbIX SHOOKPUHHbIX 3a60NeBaHNi, MPOBOAVMbIE
Ha 6a3e nabopaTopun, yHVKanbHbl A5l Halleln CTPpaHbl. Yxe
ceiyac pyTMHHO UCMOJb3YITCA COBPEMEHHbIE METOAbI MO-
nyYyeHUa 1 Banvpauuy naymeHT-cneunduuHbix iPS-kneTok,
METOAbI FEHHOWN UHXEeHepUU ANiA peAakTPOBaHNA MyTaL WA
MauMeHTOB 1 MONTYYEHUs ayTONIOTMYHbBIX KJTETOK C MOHVIXKEH-
HOW UIMMYHOTEHHOCTbI0, Pa3pabaTbiBalOTCA MPOTOKOSbI And-
bepeHUnpPOoBKY iPS-KNeToK B SHAOKPUHHbIE FOPMOHMPOAY-
uupytowme Knetkn (beTa-KneTkn NogxenyfoUYHom *enesbl,
napaTpeoviHble KNeTK/ OKOJOLMTOBUAHbIX »Kefes3) Ass
MOAENNPOBAHNA 3ab0neBaHWI NMALWEHTOB in Vitro n cos-
[JaHVA KINETOUYHbIX MPOAYKTOB AJ1A MEePCOHaNN3UPOBAHHOMN
Tepanuu CJ], MHOXECTBEHHbIX 3SHAOKPWHHbIX HEOMnasuni,
MepBMYHOIO rMMNepnapaTupeonsa, rmnonapaTmpeosa u apy-
rMx SHJOKpUHOMATUiA. B HacTosAwee Bpems Ha 6a3e nabo-
paTopuu Co3aH ¥ MPOJOKAET NMOMOSHATLCA YHUKATbHbIN
61o6aHK NMIOPUMNOTEHTHBIX MEPCOHANU3NPOBAHHDBIX KNETOK
MauMeHTOB C Pa3NIMYHbIMU HACNEACTBEHHBIMU SHAOKPUHO-
natusmu. B pacnopskeHumn nabopatopun MMeeTca HOBEW-
Wwee obopyaoBaHue Ans peanun3almn NCcCnefoBaHNiA MUPO-
BOro ypoBHs. BBrgy umetowmxca y Konnektmea u LleHTpa
onbiTa 1 3afiea, a TakXKe NPUHMas BO BHYMaHUe Manoymnc-
NEHHOCTb OTeYECTBEHHbIX Pa3paboToK B 0651acTn pereHepa-
TUBHOW MeAWMLUHbI MUPOBOIO YPOBHA, OCHOBHOW 3ajaven
nabopatopun B pamKax peanusauyuu nporpammbl HLIMM33
ABNAETCA TPAHCNALMA HOBENLWNX AOCTUPKEHUIN GyHOAMEH-
TaJIbHOM MUPOBOW HayKu 1 pa3paboTok B 06M1acTu pereHe-
pPaTVBHO MeAULIMHbBI U KNETOYHbIX TEXHOJIOMMIA B PaKTUYe-
CKYI0 SHOOKpWHonoruio B Poccuu.

3. Jlabopatopua 6uonHdpopmaTuKkm — HoBasA AJiA
HMWL sHpokpuHonornn nabopatopus, KOTopas JOSKHa
obecneuntb VHAVBUAYANbHOE MPOTrHO3UPOBAHME Teye-
HUs 6OMIe3HN C MOMOLLbIO aHanu3a reHoOMHbIX U meTabo-
JTOMHBIX AaHHbIX, B TOM YK/C/1e B COMOCTABIEHNM C JAHHbIMU
No TPAHCKPUNTOMHbIM MUPHK 1 annreHOMHbIM Mapkepam,
NCCNeloBaHHbIM B TKaHAX M B KpoBu. lNpuHUunuanbHo
HoBble reHeTnyeckne wuccnegosaHma (NGS, SCS), anu-
reEHOMHble M TPAHCKPUMNTOMHbIE MapKepbl MPOTEOMUKU
1 meTabonomnku, 6robaHKNpoOBaHMe ONePaLMoOHHOrO Ma-
Tepuvana n 6UoKNAKOCTEN B COYETaHUM ¢ BoraTbiM KIMHK-
YeCckUM MaTepranioM 1 COBPEMEHHBIMY MaTEMATNYECKMMU
noaxoA4amu K UX aHanu3y no3BoJiAT 3HaUMTENIbHO NPOABU-
HyTbCs B pa3paboTke NepCcoOHanM3npPOBaHHbIX MOAXOMOB
K BefileHW0 60NbHbIX.
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4. JlabopaTtopusi MUKPO6MOTbI HeobXxoaVMa A U3yye-
HIA KOMIMJIEKCHOW 9KOCUCTEMbI CIMOMO3a MUKPOOPraHN3MOB
YyenoBeKa, afanTMPOBaHHON K KOHKPETHbIM OpraHam 1 cucTe-
Mam Tena. OKono AByX TpeTel KOMMEHCANbHOWM MUKPOOMOTI
NnpeacTaBneHo B KMLLEYHMKE, U 3TO, MO CYTU, MaKCUMarbHOe
NpeaCcTaBUTENbCTBO BHELLHEN Cpefibl B OpraH/i3me YesioBeka,
AKTMBHO B3aUMOZENCTBYIOLLIEE C OPraHM3MOM XO3ANHa MyTem
peanv3aunm MHOMMX MeTabonuueckux GpyHKUWiA, B NepBYIO
ouepefib 0OMeHa NMMNUAOB Y [MIOKO3bI, MPOAYKLUMM BUTaMM-
HOB 1 SHEPIUU, PEryNALUN HacbiweHns. NoMumo meTabonu-
YeCKOro BO34eNCTBUs, K1lleyHas MMKpobroTa npoBoLuvpyeT
SNUreHeTNYeCKne M3MEHEHWA KIIOUYEBbIX TEHOB, KOTOpble
MOZYNVPYIOT Hauyasio U MporpeccupoBaHvie 3abonesaHui.
K 3T1m naTonornam oTHOCATCA OHKONOIMYeCKme, ayTOUMMYH-
Hble 1 MeTabonnyeckme 3aboneBaHs, Takue Kak OXKUpeHre
n CO 2 tuna. B cBA3M ¢ pacTywen pacnpoCcTpaHeHHOCTbIo
METaboNMMUYECKUX HAPYLLUEHUA B MOCNEAHNE roAbl BHUMAHMWeE
nccnegoBaTenent CoCPeoTOUYEHO Ha BbIACHEHNN CBA3M MEX-
Ly SMUreHeTMYECKMMN MeXaHW3Mamy, MUKPOOHbIM COCTa-
BOM KULLUEYHVKA Y UX PONN B MHAYKLUN STUX 3aboneBaHuii.
lNoHVMaHMe MexaHU3MOB MOXKET U3MEHUTb CTpaTervio npo-
dUNaKTVKM Lenoro psaa 3aboneBaHUn v UX OCSTIOKHEHNIA,
a mopnduKauma coctaBa MUKPOOMOTbI — CTaTb OCHOBOW
neyeHus. MiccnepoBaHrie MUKpOGUOMa NPy NEPBUYHOM K-
30r€HHOM N CUHAPOMAJIbHOM OXMPEHUN METOAOM MeTare-
HoMmHoro [1HK-cekBeHNpoBaHMA MO3BONAET NOMYUNUTb HOBble
CBEfieHUsA O MeXaHN3Max HapyLIEeHVA MUKPOOMOMHOIO COCTa-
Ba 1 NyTAX €ro Koppekuun. Baprauum B KOMNo3nTHOM cocTa-
BE MUKPOOMOTbI OMCaHbl MPU ay TOMMYHHbIX 3aboneBaHNAX
KuweyHrka, C[1 1 TMna n paxe ayTouMMYHHbIX TUPeOonaTusXx.

MMnoTeTUYeCKN MUKPOBUOTa MOXKET UrpaTb aHTMKaHLe-
POreHHYI0 1 MPOTVMBOBOCMANINTENBHYIO POSb, @ AucbanaHc
COOTHOLUEHNA PasfIMYHbIX YacTell MUKPOOMOMHOWM cucTe-
Mbl, BO3HVKLWIMIA MOA BAUSHUEM MUK, aHTUOAKTepurasb-
HOro nieyeHus (CTONb YACTOrO MPU OCJIOXKHAIOLWMUXCA WH-
duympoBaHMeM 3HOOKPMHOMATMAX — FUMEPKOPTULM3ME,
AnabeTnyecKon CTore), OnepaTUBHLIX BMELIATebCTB, B TOM
yncne GapuaTpuyeckux, B CBOK ouepefb, U3MeHsEeT 3¢-
$EKTUBHOCTb AeNCTBUA MHCYNVHA. M3yueHre BO3MOXHOM
WHIYKLMN pemMmnccumn Mmetabonmnyeckrx 3aboneBaHui nytem
MOANOMLMPOBAHUA KULIEYHON MUKPOOMOTbI TakKe CTaHeT
npeaMeTom 1CCnefoBaHU JaHHON nabopaTtopum.

MnaHupyemoe co3faHve 6rmobaHKa MUKPOOGUOTHI Ye-
NoBEKa NPU PasfNYHbIX OOMEHHBbIX U AYTOVMMYHHbIX
SHOOKPMHOMATUAX B COMOCTaBMIEHUN C  KIVMHUYECKMUMMU
1 reHEeTUYECKMU NapaMeTpamu 3aboneBaHnii MOXeT CTaTb
YHUKANbHbIM UCTOYHMKOM UHGOPMaLMN O paHee Manous-
YUYEHHOM KOMMOHEHTE ajanTauum opraHu3ma K 6GonesHu
U KIIOYOM K HOBbIM CMocobam neyeHus.

5. HoBble nepcnektuBbl oTKpoeT JlaGopaTtopus pepak-
TUPOBaHNA reHoma. PefakTupoBaHMe reHoMa Kak Buf
FEHHOW VHXeHepuwn, Npu KOTOPOM MOXeT ObiTb nposefe-
HO HarnpaBneHHOe M3MeHeHVe (BKIOYEHNe, yaaneHue um
3aMeHa) ueneBblx ¢parmeHTOB nocnegosatesbHocTn AHK
B reHOMe OpraHM3ma C MCMoJib30BaHMEM CrieundrnyecKnx
FeHEeTUYECKUX KOHCTPYKUMI UM GenKoB-3HLOHYKIeas, Win
«MOJIEKYNIAPHBIX HOXHML», B YaCTHOCTW, Ha OCHOBE CUCTe-
Mbl CRISPR/Cas9, npepncTtaBnaeTca ypesBblyaiHO MepcneK-
TUBHbIM MeTOAOM ANiA pa3paboTKy Tepanuu psiga MOHO-
FEHHbIX TAXEeJbIX SHAOKPUHHbIX 33a060fieBaHU, B MepBYiO
ouepenb BOKH n agpeHonenkoanctpooum (¢ BapraHTOM
HaANoOYeYHMKOBOM HeJOCTaTOMHOCTH). B HacToAwee Bpems
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KOHUenuma pefakTMpoBaHnA reHoMa Kak MHHOBaLUOHHOTO
HanpaBnieHUs, peannsyemoro ¢ NpPUMeHeHNeM MeTofa Bbl-
cokonpowussogutenbHoro [HK-cekBeHMpoOBaHUA, Hepeako
paccMaTpuBaEeTCA Kak MyTb HEOHXOAMMOro NPAMOro reHeTur-
Yeckoro MaHMUMyIMPOBaHNA MPAKTUYECKN BO BCEX KETKax
OopraHusma in vivo.

B pamkax paboTtbl nabopatopun nnaHUpPYeTcs COBMECT-
HOe BbIMOJIHEHME UCCNIedOBaHWI, B NePBYI0 oyepeab C na-
6opaTopuen KNeTouHbIX TEXHONOIWIA, a TakXKe NpoBedeHne
3KCNepVMEHTANbHbIX Pa3paboTokK in vivo Ha mogenn aedu-
umTa 21 rugpokcunasbl (CYP27) no BO3MOXHOCTU pefaKkTu-
poBaHuA reHoma npw BAKH.

6. B cozpaBaemori JlabopaTropun nMmyHonorum n ay-
TOMMMYHHbIX 3a60oneBaHuii 1CCIeJOBaHVE MAaPKEPOB M-
MYHHOrO OTBETa W BOCManeHus, AOMOJSIHEHHOE MWHTerpa-
TUBHOW OLIEHKOM C MOMOLLbI0 MATEMATUUYECKUX MOAENeNn
HEeMPOHHbIX CeTel B3aMMOCBA3N MMMYHOBOCMNANUTENbHbIX,
rOPMOHAJbHbIX Y MEeTaboNIMYeCcKnX HapylleHui B naTore-
He3e SHOOKPUHHBIX 3ab0neBaHNiA Ha KNETOYHOM 1 MOJEKY-
NAPHOM YPOBHSIX, MO3BOSIAT BNEPBbIe peasibHO 06beANHNTb
OaHHble MO [ABYM OCHOBHbIM WHTErpaTMBHbIM CUCTEMaM,
pa3paboTaTb U BaNMAUPOBaTb HOBbIE MMYHONOTMYECKME,
UMMYHOTEHETUYECKUE U1 MOJIEKYNAPHO-Ouonormyeckre
MeTOobl NepCOHanM3aLmMm paHHe AUarHoCTUKN, MPOrHO3K-
poBaHus TeueHUs 1 3GHEKTUBHOCTM Tepanum 3aboneBaHnn
OpraHoB 3HAOKPWHHOW cucTembl. OCHOBHbIM Hanpasne-
HMEM HayYyHO-NPaKTUYECKON AeATeNIbHOCTY nabopatopuu,
B paMKax peanunsaumm KOHUEeNuUn TPaHCIALNOHHOW 1 nep-
COHNMLMPOBAHHOW MeNLMHbI, ByeT ABNATbCA pa3paboT-
Ka HOBbIX MOHO- 1 MYJNIbTUMAEKCHbIX METOAOB aHanusa nm-
MYHOJIOTMYECKUX MapPKePOB SHAOKPMHONATUN.

3aboneBaHUs SHOOKPUHHOW CUCTEMBI, B Pa3BUTUN KOTO-
pbiX BaXKHYI0 POSib UTPAIOT HapYLUEHNA NUMMYHHOIO OTBeTa
(CL, TvpeonaTny, ayTOMMMYHHbIE€ NONMINAHAYNAPHbIE CHH-
OPOMbl, HAAMOYEYHUKOBAsA HEAOCTAaTOYHOCTb, OdTasibMona-
TUA, HENPOIHAOKPUHHBIE OMYXO/U, HEKOTopble GOpPMbI -
MOoroHagu3mMa v ap.), OTHOCATCA K YMCITY Hanbosee TaKenbixX
XPOHUYECKNX boNe3Heln YenoBeka.

O6beanHeHWe KCCefoBaHNU B 0611acTi UMMYHONOMAM
N SHOOKPUHOMOMMN — OfHa M3 CaMbIX 3aMaHuYMBbIX U nep-
CMEeKTUBHbIX ugen, 6asvpyowanca Ha TBepaoM dyHAaMeH-
Te yxe nmetowmxca 8 HMULL sHgokprHonorum HapaboTtok
Mo MOYyYeHNIO PEKOMOVHAHTHBIX ayTOAHTUIEHOB LMTOBUS-
HOW »Kefe3bl 1 BbIABNEHNIO MMMYHOTE€HHbIX SMUTOMOB, CO3-
JaHWIO MAHEeNN aHTUTEN ANA AUArHOCTUKK NAaTEHTHbIX GOpM
HaAMOYEeYHMKOBOM HE[OCTaTOYHOCTH, MOCBALLEHHasA eLle of-
HOMY MMFaHTCKOMY MNacTy SHOOKPWHONOMMM Ha CTbiKe C UM-
MyHOJIOTME: ay TOMMMYHHbIM SHOOKPVHHbBIM 3a60NeBaHUAM,
CMeKTP KOTOPbIX KOnebnetca oT pacnpocTpaHeHHbIX (ayTo-
UMMYHHbIE NMOPAXKEHMWA LNTOBMAHOW »Kenesbl UMET MUHN-
Mym 15% HaceneHus) 0O CPaBHUTENIbHO pPeaKuX, HO KpamHe
OnNacHbIX NOSIMMAHAYNAPHBIX CUHAPOMOB (NocnefoBaTeNb-
HO Mopa)<aloLWmx pAL SHAOKPUHHBIX »Kefes3, a TakKe HedH-
IOKPVIHHble opraHbl). HoBbiM HanpaBneHuem ABRAETCA MPo-
rHO3UpPOBaHMe 1 NPOGUNAKTVKA ay TOUMMYHHbIX MOPAXKEeHW
Xxenes BHyTPEHHeN ceKpeuun Npu neyeHnn Tak HasbiBaembl-
MU VHIMOVTOPaMM KOHTPOJIbHbIX TOUEK UMMYHHOIO OTBETa
Pa3nMYHBbIX 3/I0KaYeCTBEHHbIX HOBOOOPa30BaHUIA.

B HacTosLLee Bpems HeOOXOAVMO CO34aHVIE MHOTOKOMIO-
HEHTHOW CUCTEMbI MPOrHO3NPOBAHNA UMMYHHBIX (Kak MOHO-,
TaK U MOMUIeHHbIX) PAaCcCTPOWCTB B AAEPHbIX CEMbAX W MONY-
NAUMK B UeNoM, UX NpefoTBpaLLeHns, paHHero BbiABNEHUA
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HAYYHbI OB30P

n 3pPpeKkTBHON KoppeKkunn. B nocnegHee gecatnneTtne ans
onpepeneHuss H6MIOMapKepPOB 3SHAOKPWHHBIX 3aboneBaHui
MPVMEHSIIOT BbICOKOTEXHOJIOTMYHbIE aBTOMAaTU3MPOBaHHbIE
aHaNMTNYeCKre CUCTEMbI C UCMOJIb30BaHMEM KaK «Kaccuye-
CKUX» MOHOMJIEKCHBIX METOAOB UMMYHHOTIO aHanum3a (Henps-
Mas peakuus uMMyHobyopecLieHLUN, UMMYHOPEPMEHTHbIN
aHanM3, MMMYHOOMOT, UMMYyHOHEhENOMETPIYSA, XEMUTIOMM-
HECLIEHTHBI UMMYHHbBI/ aHanm3, PagnuoMMMyHOaHanun3), Tak
U MYNBTUIMIEKCHBIX AMArHOCTUYECKUX METOAOB Ha OCHOBE
OHK-, PHK-, 6enKoBbIX U KNETOYHbIX MUKPOUUMOB, NONMe-
pPa3HOW LeNHOW peakL My, MPOTOYHON LIUTOMETPUN.

PaspaboTtaHHble B HMMWL|, >sHAokpuHonormm cucte-
Mbl PAHHEr0 BbIABJEHUS aYTOMMMYHHbIX MOPaXXEeHWI
Y QMarHOCTUYEeCKME NaHenu Ans MybTUMIEKCHOrO aHanmsa
Ha OoCcHOBe 6uoYMMNa MO3BONAT OAHOBPEMEHHO onpepe-
NATb aHTUTENa K PasfiMyHbIM OpraHam U TKaHsM B OfjHOM
6uonornyeckom obpasue. DKCKO3UBHbIE MeAULUMHCKME
TeXHONOrMM GOUNNMPOBAHMA NUL C OO0 Ay TOUMMYHHOW
naTonoruen s noucka NPeapacrnonoXeHHOCTU K pyrum
AyTOVIMMYHHBIM MOpPaXeHNAM obecneunBaloT NepcoHanu-
3UPOBaHHBIN  KIIMHWKO-VIMMYHONIOTUYECKUA  MOHUTOPWHT
1 NPOrHO3UPOBaHUE PrCKa Pa3BUTUS 3ab0NeBaHNA.

7. JlabopaTopua WMHTeNNeKTyasbHbIX MaTemaTuye-
CKNX TeXHOJIOrnin NnepcoHannsaumm ANarHoCcTuKM v Npo-
rHO3MpPOBaHWA.

3apaueii nabopatopu CTaHET pa3paboTKa NepcoHanu3m-
POBaHHbIX MOAXOAOB K BeIEHMIO MALNEHTOB C SHAOKPMHOMA-
TUAMYM NyTEM aHasM3a 60/bLUNX 06bEMOB AaHHbIX, UMEIOLLNX-
CA 1 NAaHMpyemblix K nonyyerHnio 8 HMUL, sHgokpuHonorun,
COBPEMEHHbIMU  METOAAMM  UCKYCCTBEHHOTO UWHTES/IeKTa.
E>xxerogHo B LieHTpe neyeHne u/vnn gruarHoctnyeckre npo-
uenypbl nonyyatoT 6onee 150 Tbic. 60nbHbIX M3 PO 1 cTpaH
6nvkHero 1 pganbHero 3apy6exbsa. CoBpemeHHble popmaTbl
3M1EKTPOHHOIO XPAHEHUSA KITMHUYECKUX, TAOOPATOPHBIX U H-
CTPYMEHTAJIbHbIX, B TOM YMCIe BU3YaNIM3aLIMOHHbIX, faHHbIX
nuy ¢ BeprdULMPOBAHHBIMM Ha COBPEMEHHOM YPOBHE Ava-
rHo3amu 1 10-20-1eTHUM MOHUTOPVHIOM UCXOZO0B 3aborne-
BaHWI, 06beanHEHHbIe C TEXHOOMMAMM 06PaboTKM 60NbLINX
JaHHbIX («big data») 1 MeTogamy UCKYCCTBEHHOTO UHTENIEK-
Ta, B TOM UYNC/e UCKYCCTBEHHBIMU HEMPOHHBIMM CETAMU Bbl-
COKOW MOLLHOCTU (MOCTPOEHHBIMM Ha OCHOBE MHOTOCSIOMHBIX
MepCenTPOHOB) 1 APYrMX COBPEMEHHBIX METOLOB MALUVHHO-
ro obyyeHus, 06eCcneunBaloT BbIfBIEHME KOMIMIEKCOB MPO-
FHOCTMYECKUX MapKepoB TeueHus 3aboneBaHus, co3gaHue
BbICOKOTOYHBIX MPOrHOCTUYECKUX MoZerieil 1 nogbop, Kak
KJIloua K 3aMKy, Mporpamm nepcoHanu3mpoBaHHOTO JIeYeHNs
1 peabunuTaymn.

8. BaxHoe mecTo 3anmeT JlabopaTopua HeuWHBa-
3MBHbIX TEXHONOIMiA AMarHOCTUKN 3HAOKpMHONaTui,
KJ3MM-TeXHONOrMi 1 GpapmakoKNMHEeTUKN. DHLOKPUHO-
norvsa Kak KinHW4Yeckas AuncuuninHa 6asmpyeTca Ha uc-
cnepfoBaHMM MoKasaTesiell TOPMOHaNbHOro cTatyca B ba-
3a/ibHbIX YCNIOBUAX M B YCIOBMAX GYHKLUOHANbHbIX NPoo6,
npu 3TOM UMeEeTCs TeCHas CBA3b MeXAY Harpy3O4HbiMM
HEVHBA3BHbIMUW TECTAaMMU, KJI3MM-TEXHONOTUAMM N TEXHO-
NOrvsMK U3YYEeHWA BCACbiBAHWA, pacrnpeaeneHns, MeTa-
60n3Ma 1 BbiBEleHUA NIeKapCTBEHHbIX BelecTs. Knamn-
TEXHOMOMMH, B MEPBYIO oUepeb rMnepuHCYIMHEMUYECKAN
SYINKEMUYECKNUN KN3MIM, BHegpeHbl B npaktnky HMUL
SHAOKpPUHOMOrMN € Havana 1990-x rr. m ctann OCHOBOWN
COBPEMEHHbIX TEXHOJIOMMA U3yYeHns OMOIKBMBANEHT-
HOCTW MpenapaToB WHcynuHa. LLinpokoe ncnonb3oBaHme
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KMN3MM-TEXHONMOIMI C APYrMMy Monekynamu (B NepByto
ouyepefb, KanbLWeM) ¥ NEKapCTBEHHbIMY MpenapaTtamu
MO3BONINT PACWIMPUTL HalW MpPeAcTaBNeHUA O Ponv pe-
LenTopoB B GpapMaKOKMHETMKE NIEKAPCTBEHHBIX BELLECTB.
Kpome TOro, nnaHupyetcs paclimpeHue crnektpa cy6-
CTpaToOB AJiA OLEHKN MeTabo/IMTOB NEKapCTB 11 TOPMOHOB
KaK 3a CYeT yxe MpUBbIYHbIX Bronoruyeckux cybctpa-
TOB (CJIIOHA, MOYa), TaK U 3a CYET HOBbIX — BblbIXaeMblli
BO34yX, BOJIOCHI.

9. Jla6opatopus d¢apMakoreHoOMNKN CTaHET HO-
BbIM nogpasaeneHnem B HMUL sHgokpuHonorun. OgHum
13 BaXHbIX HaNpaBleHUN UCCIefOBaHUA B PaMKax TEXHO-
NOrUI NepCoOHaNN3MPOBAHHON MeAULVHbI ABNAETCA MU3yJe-
Hue BNVAHWA reHOMa Ha UHAVBUAYalbHY0 NepeHOCMOCTb
1 3$PEKTUBHOCTD PA3/INYHBIX JIeKapCTBEHHBIX NMpenapaTos.
OcHoBHas 3afiaya GpapmMaKoreHOMUKN — U3YUYeHUe anesb-
HbIX BApPMAHTOB rEHOB, ONpefensWnX 0COOGEHHOCTU HANK-
BMAYyaNbHbIX GaPMaAKOKMHETUYECKMX 1 dapMaKoguHamu-
YECKMX XapaKTEPUCTUK OpraH13mMa C Lesibio OnTUMmU3aLmm
CTpaTeruu nekapCTBeHHoON Tepanuu.

Ponb reHeTuuyeckrx $akTopoB B MHAMBULYANbHOWN pe-
aKLMM Ha Tepanuio CTaHOBUTCA Bce Honee oueBUAHON B No-
cniefHVe rofbl, OfHAKO OLEHUTb TepaneBTUYecknii 3pdeKT
NEKapCTBEHHOrO MpenapaTta B 3aBUCMMOCTM OT VHAUBUAY-
anbHbIX FEHETUYECKUX OCOOEHHOCTEN B pAfe CllyyaeB [o-
BOJIbHO TPYZHO.

Pe3ynbraTtbl MOAHOrEHOMHOrO MNOWCKa accounaunn
(genome-wide association study, GWAS) no3ssonunu ngeH-
TMPMLMPOBaTL  OAHOHYKNEOTUAHbIE  MOAUMOPGU3MDI
(Single Nucleotide Polymorphism, SNP), accounrpoBaHHble
C 0CobeHHOCTAMN MeTabonusma u 3PPeKTUBHOCTM psfa
npenapatoB. PapmakoreHeTMyeckre 0COGEHHOCTN N3BECT-
Hbl /1A Pa3fIUYHbIX aHTUAMAbeTUYeCKMX npenapatos. Mpu
npueme metdopmMnHa nonumopodram reHoB SLC22A1, PPARA,
AMHR2, KCNJ11, SLC47A1, CAPN10 v gp. MOXeT noBblwaTtb/
CHWXaTb 3PPeKTUBHOCTb Tepanuu, noamMmopdnsm reHa
SLC22A71 npOrHo3MpyeT pasBUTME KeNTyAOUYHO-KULLEYHbIX
HeXenaTenbHbIX nekapcTBeHHbIX peakuun (HITP), SLC22A1,
SLC22A2, SLC22A3 w pp. MeHAT (AaPMAKOKMHETHUKY.
Y npousBogHbIX CynbGOHUIMOYEBUHBI NOANMOPOU3M re-
HoB KCNJ11, CYP2C9, TCF7L2, ABCC8 v ap. nsmeHseT adpdek-
TMBHOCTb, SCNN1B, G6PD — nosbiwaeT BeposaTHocTb HJIP.
Mpu npueme rnuHugos nonumopdusm SLCOTBI, IGF2BP2,
KCNJ11, PAX4, KCNQT wn pp. BnuseT Ha 3deKTUBHOCTb,
a SLCO1B1, NR1I2, CYP2C8, NEUROD1 v pp. meHseT papmMa-
KOKUHeTMYecKkne napameTpbl. IPPeKTUBHOCTb MHIMbUTO-
poB AVMNENTUAUNNENTMAA3bI-4 3aBUCKT OT NOUMOPGL3MOB
reHoB GLPTR, CDKAL1, a nuparnytmga — oT nonumopous-
Ma GLPI1R. Mpu neyeHnn TMpeoToKCrKo3a Hocutenu 1 nnm
2 konun annena HLA-B meloT noBbIWEHHbIN PUCK pa3BUTUA
arpaHysouuTo3a npv npreme TMamasosna, HoO He NPONWITU-
oypauuna, a npu octeornopo3se nonumopousm reHos FDPS,
VDR, MVK, FDPS meHsieT 3¢¢deKTMBHOCTb Tepanun bucdoc-
¢doHaTamy, B TO BpeMsA KaK HOCMTENIbCTBO Monnmopdursma
reHa CYP2C8 — npepuKTop prcKa OCTEOHEKPO3a YentocTn
Ha 3ToMm fieyeHnn. Kak nokasanu yxe npoBefieHHble paboThl
HMWL sHpokpuHonornm, sppeKkTMBHOCTb JIeUeHMA OXnpe-
HUA CMBYTPaMUHOM 3aBUCUT OT nonumopdrsma reHa GNB3.

C nomoLbio papMaKOreHOMUKN MOXET ObITb HE TONbKO
npoBefeHa NepcoHanu3aums eyeHrs OCHOBHOro 3abonesa-
HWA, HO 1 NpefcKa3aHa 3$GeKTVBHOCTb MO0 BEPOATHOCTb
pa3BUTVA OCIOXHEHUNA MPY MPOBEAEHUN Tepanuu conyT-
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CTBYIOLLUMX 3ab0NeBaHWiA, HanpyMep, NP NprieMe CTaTNHOB,
KNonugorpena, MHrmbruTopos NPOTOHHOW NMOMIbI U Ap.

HanbHellwee pa3BuTie 1 BHeApeHUe papMaKoreHeTu-
YeCcKoro TeCTMPOBaHUSA B NMPAKTUKY NO3BONUT pa3paboTaTtb
ONTUMAasIbHYI0 MHAVBUAYANbHYIO CTPATErnio neYeHns, Nogo-
6paTb Hanbonee 3¢pdEKTUBHBIN MPenapaTt, PEXUM JO3MPO-
BaHWA, YTO CHU3UT pucK pa3sutus HIIP, nosbicut adpdekTus-
HOCTb JIeYEHUA U CHU3UT CTOMMOCTb MPOBOANMOW Tepanuu.
CHmxeHmne pucka passutna HJTP n nHamnsupgyanbHbii noa-
XOf, K Tepanuu noBbICAT KOMMIAe@HTHOCTb MaLMEHTOB.

10. JlaGopaTtopusa sm6Gpuonorum U cpaBHUTENbHON
SHAOKPUHOMOIMN HanpAMylo CBf3aHa C paboToli oTae-
NeHnA BCMOMOraTe/lbHbIX PEenpPOAYKTUBHbIX TEXHOMOTUMN,
1 Ha NepBbIX 3Tanax NaaHUPyeTcs UlyyeHne ocobeHHoCTeNn
cnepmartoreHesa Mpu acCoLMMPOBAHHbBIX C SHOOKPUHOMA-
™MaAMM PopmMax Myxckoro becnnopms, obecneyeHue BHY-
TPVMMATOYHON MHCEMMHAUMWM U MPOTOKONOB in vitro ¢dep-
Tunmnsaumn (IVF) y nuy ¢ sHgoKpmnHonatuamMu, B TOM ymcne
MOHOTeHHbIMY, KPMOKOHCEepBaLMs Criepmbl, pabota C 3M-
6puoHamu, oLeHKa ux Mopdonoruu, nogdbop oNTUManbHbIX
KyNbTypasibHbIX CPef, HayuHble UCCNefoBaHUs B obnactu
M30ALUN OOUUTOB U WX MAEHTMOUKaLUK, CO3peBaHUA
M KayecTBa 3UroT; NMepeHoca 3MOPUOHOB, KPMOKOHCEpPBa-
LUK, COBEPLUEHCTBOBAHME TEXHONOTMA MUKPOMaHUMyNs-
UMiA C rameTaMmu WAU 3MOPUOHAMK, BKIIKOYAA MHTPALUTO-
nnasMaTmyeckme WHbEKUUN CnepmMaTo30oMaoB, XeTYMHT
1 6roncuio smb6pUoHa.

11. JlabopaTtopua MONEKyNsApHOI OHKOSHAOKPUHO-
nornm ctaHet BaxHenwmm otaenom HLIMM33, nossonsto-
WKUM BbIABNATb FeHeTUYECKNe NMPeauKTOpPbl arpecCcMBHOrO
noBefeHNA pasfINYHbIX ONyXOJiel, OT PacnpPOCTPaHEHHbIX
onyxonen WUTOBUAHOM Xefe3bl, B TOM uncie Gonnmkynap-
HbIX HEOMNNa3ni C HeonpeaeneHHbIM 3/10KaYeCTBEHHbIM MO-
TeHumanom (myTauun BRAF, TERT, RET/PTC, RAS, PIK3CA, PAX8/
PPARG, EGFR, CTNNB1, TP53), po cuMMnaTo-agpeHanoBbix
onyxonein — ¢eoxpomoumTom/naparaHrnvuom (SDH, VHL,
RET, NF1, MAX, TMEM12) nAn CMHABPOMOB MHOXECTBEHHbIX
SHAOKPWHHbIX onyxonen 1 Tuna (MENT) n 2 Trna (RET). flp-
KUM MPUMeEpOM peanusauny NPUHLMNOB NepCOHaNn3npo-
BaHHOV MeANUMHbI HA OCHOBE FeHETUYECKUX NPEefVKTOPOB
ABNAeTCA BbIOGOP BpemMeHU NpodurnakTMyeckon TMpeongsK-
TOMUK (NOSTHOTO yAaneHus WMTOBUAHOW Xenesbl) Yy AeTen
13 cemen C CUHLPOMOM MHOXECTBEHHOW SHAOKPUHHOMN
Heonnasuu 2 TMna B 3aBMCMMOCTHY OT BbIABIEHHOWN MyTaLnn
(MakcMManbHbIN PUCK NpU MyTaLmm B KogoHe M918, Tnpeo-
NOSKTOMMA BbINOJTHAETCA B MepBble rofbl UK AaXke nepsble
MeCALbl XN3HW, BbICOKMIA — Mpu MyTaumm B KogoHax C634
n A883, ymepeHHbIn — Npu MyTauuax B APYrmx KOZOHaXx,
Korja BO3MOXHO HabniofieHne 3a ropMOHasbHbIMU MapKe-
paMu, HauMHaA C 5 neT, a NpoBefdeHne TUPEeoUaIKTOMMM,
B C/lyyae BbiABNEHMA NOBbILIEHHOMO YPOBHA KaNlbLUTOHWHA,
NPOBOAUTCA B IOHOCTM UMW Y B3POCIbIX). ArpeccrBHble afe-
HOMbI runodursa, pak OKONMOLWUTOBUAHBIX Kene3 TpebyioT
NPUHLUNNANBHO HOBbIX MOAXOAO0B IEYEHNA U ANATHOCTUKM,
NpeanKTOPbl PasBUTUA KOTOPbIX AOMKHbI BbIABAATbCA Ca-
MbIMY NepefoBbIMM METOAAMM.

12. UeHTp nmeeT cobGCTBEHHble HAapaboTKy B obnactu
PagVoHYKNVAHOWN ANArHOCTMKIM 1 Tepanunu, a Tak»Ke SKCKIIo-
3UBHble pa3peLleHns Ha paboTy ¢ pagrodapmnpenapaTamm
ANA MONeKYNAPHOW B13yanusauum 1 Tepanmm — TepaHocTu-
kamn. B 2019 r. nonyyeHbl caHUTapHOe 3nNugemMmosnornye-
cKoe 3aKnoyeHue PocnoTpebHagsopa u nuueH3us Poctex-
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HaZ30pa Ha 3KCMyaTaumio UCTOYHUKOB 7Ly, 22Ra 1 2¥Ac,
o6nafaoLWmxX TepaneBTUYeCKon CNoCcobHOCTLIO.

Co3paHuve JlabopaTopum metabonuueckom Bmsyanu-
3aUMM U paguoTepaHoCTUKMN 06yCnoBNeHO HeobxoaNMO-
CTbiO Pa3BUTUA B Hallel CTPaHe PafVOHYKIINAHbIX METOA0B
OVArHOCTVIKM U eYeHuns sHJoKpuHonatuin. CoBmeLlleHue Te-
paneBTUYECKON 1 AnarHocTuyeckom GyHKLUMI (TepaHOCTHKa
= Tepanusa + AMArHOCTMKa) PacCLUUPSAET CMEKTP NMELLMXCA
1 no3BonseT pa3pabaTtbiBaTb HOBblE pagnodapmMaLeBTUYe-
CKUe NleKapCTBEHHbIe Npenapatbl (Ha OCHOBe MeTaboNnToB,
NnenTuaoB, aHTUTEHOB U aHTUTEN) /1A ANArHOCTVKY 1 Nieve-
HWUA MaTONOrMYecKnx npoteccos. PagnoTtepaHocTnka ob6b-
e[VHAET PALVOHYKINIHYI0 AUArHOCTUKY (MOMeKynapHyo
BM3yanu3auuio), 4O3MMETPUYECKOE MOLENMPOBaHUE 1 pa-
OVOHYKNNZHYI0 Tepanuio. Ecnv BbipabaTbiBatoLLas FOPMOHbI
TKaHb VIMEET U3BECTHYIO MOJIEKY/IAPHYIO MULLEHDb (KakK npa-
BWIO, MEMOPaHHbIV GenoK-peLenTop), TO UCNosib30BaHMe
METOK NMPEBPALLAET OFHY U TY K€ MOJNEKYIy, crneuudunyecku
HaKanivBalLLYyOCA BHYTPY U Ha MOBEPXHOCTY NATONOr-
YeCKNX KNeToK-MuLWeHEeN, 1 B CpedCcTBO paHHEN ANarHocTu-
KW, N B TapreTHbIN TepaneBTUYeCKnin npenapar.

3AKNIOYEHUE

Onsa peanuzaumy ambuyMo3HbIX nnaHoB HayuHoro
LleHTpa MupoBoro YpoBHA 1 aKTUBHOro BHeApeHusA ero
BO3MOXHOCTEN M pPa3paboTOK B HAYUHbIA M JIeUeOHbIN
npoueccbl HE06XOANMO KapAnHaIbHO N3MEHNUTb MUPOBO3-
3peHue Bpaya B CTpaHe, pa3paboTaTb HOBYIO cUcTeMy 0O6-
YyUeHUA 3a CYeT yBeNnYeHMa Ymcna cneumanncToB no me-
OVILVHCKOW reHeTuKe, TPAHCKPUMNTOMUKE, OBUOCTAaTUCTMKE
1 6uonHdpopmaTrke, paboTalomx Ha CTbIKE IKCMEPMMEH-
TaNlbHOWM W KIIMHMYECKOW 3HAOKPUHONOrum, 4to obecne-

HAYYHbI OB30P

YUT TPAH3UT UHHOBALMOHHbBIX TEXHONIOTUN U anropUTMOB
B KJMHUYECKYI0 NMPaKTMKY. B HacTosiwee Bpems Ha 6ase
NHCcTWTyTa BbICLLIErO 1 JOMOMHUTENBHOIO NpodeccMoHanb-
Horo o6pa3oBaHua HMUL| sHaoKpuHONOrMn cosfaHa Ho-
Ban Kadenpa MepcoHann3MpoBaHHON 1 TPaHCAALMOHHON
MeauLNHbI.

3annaHnpoBaHHble nabopatopuu HayuHoro LleHTpa
MuvpoBoro YpoBHs cTaHyT MecTom 6ygHUYHON paboTbl HO-
BOrO NOKOJIEHWNA Bpayen, BAageowWwmx He TONbKO OCHOBaMM
KNUHUYECKOW paboTbl, HO U HaBblKaMu GyHAAMEHTaNbHbIX
nccnegoBaHnin, YTO NO3BONUT MM 3HAUUTENbHO YNyULWNTb
METOfibl ANArHOCTUKU 1 JIeUeHus, a TakKe obecneunT ne-
pexon OT YHUOULMPOBAHHOW K MepCOHaNN3MpPOBaHHOWN
MeguunHe. Bce nonyyeHHble HayyHble N MNpakTUyeckue
poctmkeHmna HMWL sHOOKpuHOAOrMM Kak B MPOLIOM,
HacTosleMm, Tak 1 B Byaylem BKyrne OyayT HanpaBreHbl
Ha HenpepbiBHOE MOBbIWEHNE KayecTBa, 6e3omacHoCcTu
1 3¢ HEKTMBHOCTU HOBENLLUX METOLOB JIeUeHUs st MOMO-
WY KaxxJomy 6onbHoMmy.

AONOJIHUTENIbHAA UHOOPMALINA

YyacTue aBTOpOB. Bce aBTOpbl 0806pUNM GUHaNbHYI0 BEPCUIO CTaTb
nepep nybnvkauuer, Bbipasun cornacme HeCcTM OTBETCTBEHHOCTb 3a BCe
acneKTbl paboTbl, NOAPa3yMeBaloLLYIO HafJIeXallee n3yyeHne 1 pelueHne
BOMPOCOB, CBA3AHHbIX C TOYHOCTbIO UM AOOPOCOBECTHOCTbIO NHO6OI YacTn
paboTbl.

KoH)nuKT nHTepecoB. ABTOpPbI AEKNapUPYIOT OTCYTCTBUE ABHbIX
1 NOTEeHLMasbHbIX KOHGJIMKTOB MHTEPECOB, CBA3aHHbIX C My6nvKaLumen Ha-
cToALWEeN cTaTbu.

UcTtouHukn puHaHcupoBaHua. ViccnefoBaHue BbINOSHEHO Npu NogA-
JepKe rpaHTa MyHUCTEPCTBA HayKn U Bbiclwero obpasosaHus Poccuin-
ckon Oepepaunm (cornawenune N2 075-15-2020-899).
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