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1. AICTOPUYECKUE ACIHEKTBI
BO3HUKHOBEHUS U PABBUTUS
NEPCOHAJNU3UPOBAHHOU
MEJUIIMHBI




YotcoH [ BeHTep

2007-2010 r.r.

1850i1 900 r. |

KnuHuyeckasn NnpaKTukKa nepcouaanble reHomMbl




OECTHUBAJIb TEHOMHUKHMH 2015, bOCTOH:

«Buepa BepnyJics ¢ ®ecrusansa Fenomuxn. Kak-0yaTo cjaeras Ha
APVIVIO IJIAHETY WM No0LIBAJ B OvavineM. OmieaoMaeH

reHOMHOJ peBoJIIoIMeil, KoTopasi Ha0upaeT Xo/. S padoraro
B O/IHOM M3 CaMbIX NIE€PCAOBbLIX HHCTUTYTOB, OAHAKO0, Y9YBCTBOBAJI ceosnt
IIPOBUHIOMAJIOM HA 3TOM IIPA3THUKEC BBICOKHX TEeXHOJIOTUM.

Yepes3 naTh Jier 6VI[VT DaCIHI/I(l)[)OBaHI)I I'CHOMbBLI COTCH ThICHY
JIoIer, a uepe3 AecATh — TéeHOMbI COT€H MHUJIJIMOHOB

JIKJiel. Huuero B 4ejioBe4eCKoOM JeJie (310poBhe, MUTaHue,
MeIUIUHA) He OyleT Aeaarbces 0e3 reHoMHOro anaausa. IlocraBiaena
3a/1a4a NnpeAcKa3aHus GeHOTUIIA 10 TeHOMY U Ppa3padoTaHbl MEeTOAUKH
u3MepeHus PeHOTUIIA U NpeACcTaBJIeHud ero B uugposom suje. Ilo
FeHOMY HAY4YaTCs NPeaACKa3hbIBATh MpearojaraeMbie 3a00j1eBaHUS,
ONTUMAJIbHBIC JIEKAPCTBA, a TAKKE, JUI0, POCT, BeC, roJioc,
HHTEJUIEKT, ONTUMAJBHOI0 OPa4YHOro NapTHépa U BCE-BCE APYyroe.

AHaJMU3 OVIVT AeJJaTh MAaIINHbI, KOTOPbI€ MOKHO OVIEeT
rOHSITH B IOMAIIHHUX YCJ0BUSAX. B 3TOT IpoeKT
BKJIAJAbIBAIOTCH KOJ0CCAJbHbIE YACTHBIE JeHbI'n. Bcé
CepbE3HO.)




IBOJIOINA 'EHOMHBDBIX ITPOEKTOB 2000-2019 rr.

INPOEKTHI:

I'EHOM YEJOBEKA 1990-2003
JIM 2005-2007
1000 TEHOMOB 2008-2015
100000 TEHOMOB 2012-2017

1 MJIH TEHOMOB IPEIIU3UOHHOU

MEJIUIINHBI 2016-2019
HAIIMOHAJIBHBIE TEHOMHBIE ITPOEKTbI

CAYJIOBCKAS APABUA (SGP) 33 MJIH TéHOMOB
KATAP (QGP), UCJIAHAUSA 1mo (.3 MJIH reHOMOB
KOPEMCKWA MPOEKT

IHEPCOHAJIBHBIX 'TEHOMOB 51 MJIH TéeHOMOB

KU TANCKAS NTHUITUATHUBA 11O

MPELU3UOHHON MEJULUHE (9,2 mapas$, 15 ser) 100 viin reHoMoB
HUTOI': COSAIAHUE BABTEHETUYECKUX TAHHBIX U BUOBAHKUHI'




2. KOMMYHUKAIINMOHHAASA PEBOJIIOIIUSA
KHUT'OITEYATAHME Tleuarnsii cranok Moranna I'yrentepra

00ecneYruBaJI APXMBUPOBAHUE MATEPHAJIOB, CBA3AHHbIX C KYJbTYPOH U
Haykoi B 1450 r. B EBpone menee 8% HaceseHus1 Ob1J10 TPAMOTHBIM, a C
n300peTeHreM KHUTONEYATAHUS (IPUMepP MacCOBOI0 MPOM3BOACTBA),
3HAHMSA CTAJMU JOCTYIHBIM MPOCTHIM JIOIAAM, YTO IPUBEJI0 K HACTOALIEH
KYJbTYPHOI, TEXHOJOTHYECKOM U HAYYHOU PEBOJIIOIM .

Cezo0Hs KasxcOvlil 0eHb 2eHepupyemcsa mpu KEUHMUIIUOHA

oaiimoe oannwvix. Ilompedosanocw 16 1em, umodvl Kaxcowvlii Yemeepmoli
amepuKkaney cmajl ROAb306AMbCA NEPCOHATbHBIM KOMRbIOmepom, 13 nem -
MOOUTbHBIM menehonom, 7 1em — UHMEPHEMOM, a 6 ciyuae cmapmeona
xeamuno 2 nem (ecmov y 2 u3z 7,25 mapo. scumeneii 3emiu).

HNurepuer-coodmecrsa, 00LeUHSIONINE JIOXEH C
OAMHAKOBBIMH MPOOJIeMaMHu €O 310poBbeM (Hanpumep, PatientsLikeMe).

MOBWJIBbHBIE TEJE®OHBI, CMAPT®OH apxusupyior

OrpoMHbIe 00beMbl YaCTHOM HHGopMauu. [Iporpammel
oOpa3oBaresibHbIe Yepe3 CMC (TyOepkyJie3, maasipusi, UIIIIII)
HUDPPOBASA, MOBUJIBHAA U TEJIEMEJIUIINHA




MukpocpnionaHble CUCTEMbI
ANA NPOBEJEHUA MYNLTUNNEKCHOrO aHaNK3a

CucTeMbl MMKPOKaHamNoB M pe3epByapoB ¢ YnpaBnseMbIM ABUXEHUEM

NOTOKOB ANA npoBeAeHuA MHOroCTaAMMHOroO aHanu3a
r \ - ™ ' '

bonbLuoe Yucno Y44CTKOB C pedareHTaMu pGSHOﬁ CI'IEI.IM(IJM'-IHOCTH ansa
npoeeaeHuns MynbtunJieKCHOro aHanuaa
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3. IMoXa NATEPHAJIUCTCKON MEJIUIIUHDbI, KOIAAa JOKTOP 3HAeT

JIy4dllie, a MalueHT CYACTIIMB, YTO Y HEero eCTh Bpay,

3AKOHYNJIACh.
Maiika Cnekrp, New Yorker, 2013.

MeauuuHa, OCHOBAHHASI HA NIPEBOCXOACTBE Bpaya.

IlepBbiM BpauoMm B /IpeBHeM Erumnre cuuraercs BepXOBHBIN
Kkpeu Umxoren.

FI/IHHOKpaT ObLJ1 oTIHOM H€ TOJBKO MCEIUUIMUHLBI, HO H
MCAUIIUMHCKOI'0 IHaT€pHa/IndMa. BpadaM CJIACAYET CKPbIBATb
«0T 00JILHOTO MHOI'0€», BRKJIIOYaf 6yzlymee NJIA HBbIHEHIHEE
COCTOAHMC ITalIMCHTA.

Toabko B 16 u 17 Bekax nosiBiasirorcs Bpauu (/[>xkon I'peropu,
Tomac IlepcuBasib) mMpU3HAKIIME, YTO Yy NMALIMEHTA MOKET
WM 10JI2KHO OBITH NPABO I'0JI0CA NPHU JICYECHHUH.

IlepBoe ynmomMuHaHue 00 HUHGOPMHUPOBAHHOM COIVIACUU
MOABUJIOCH TOJBKO B 1957 roxay.



4. TP BAY)KHEUIIIUX TEXHOJIOI'MHU
HAYAJIA BTOPOI'O AECATU/IETUSA XXI
BEKA:

1.YCOBEPIIEHCTBOBAHUE TEXHOJIOT MU
HAIIPABJIEHHOM KJIETOYHOM UG ®EPEHIIMPOBKH;
2.CO3IAHUE W UCTIOJIb30BAHHUE CUCTEM

PEJAKTUPOBAHMSI TEHOMA; S

3. SHAYUTEJIBHOE YAEIHEBJIEHUE 41
PYTUHHOE IHHPUMEHEHHUE I'EHOMHbBbIX

CEKBEHATOPOB.




I'psimer spa nepCcoHATU3ZUPOBAHHON METUIIMHBI U

FOTOBUTHLCH K HEH HYKHO yKe CeroaHs.
Jicopoorc Yepu. 2007

Meaunmuua XXI Beka: Meqununaa 4 «Il»

IIpenukTrBHAA (IIpeacKa3aTeabHas)

IIpenynpeaurenbHas (IMpoQUIaKTUYECKas)

IlapTucunaTuBHAs — nAYUEHM YUACMHUK NPpoUecca, €20
ungopmupyrom u obyuarom. Emy nomozarom 6 evibope, o newm
zabomamecs.

IlepcoHanu3upoBaHHas (MHAWBUAYAJIbHAS )
Hepoii I'yo (Leroy Hood) CIIIA, 2008)

Ilpenusuonnas 2015 200 Meagummnaa 5 «Il»

(Ilepoo C.H., Meaquuunckuii ajagasut. CoBpeMeHHas!
Jadoparopus Ned, 2015.)




IlpenukTuBHO-lIpeBeHTHUBHAS
MeIUIMHA



KUOAKOCTHAA BUONCUA

BbIABJIEHUE UUPKYJIUPYOLLIUX
ONYXOJIEBbIX K/IETOK (LLOK,CTC)



CTC - MUKPOBUNOHUAIN

COCTOUT U3 KPEMHHEBOI0 YMIIA C MPUCOCTUHECHHBIMH K HEMY
KOJIOHKAMH, KaMepbl, 1 THEBMATHYECKOro Hacoca. KojoHku
NOKPBITHI AHTUTEJAMH K  aAre3sUBHLIM  MOJIEKYJIaM
ynutTeuaJbHbIX KJIeTOK (EpCAM. epithelial cell adhesion
molecule) KoTOpbLIe UTPAIOT POJIb MUHHATIOPHLIX NPOOHUPOK
rie CMeImuBalTcd KJeTKH M xuMudeckue Bemecra. CTC-
YHUI COAEPKHUT 78 ThIC. KOJIOHOK, BBIXBATHIBAIOIINX PAKOBbIE
KJeTKH. B oTiinune oT OOBLIYHBIX KJIETOK MOYTH BCE KJIETKH
KapuuHOM HecyT HAa noBepxHoctu EpCAM.

Oounapv:xkuBaer oany HOK kpoBu jgake cpeam MuJamapaa
HOpMAaJbLHBLIX, B 100 pa3 npeBocxoass N0 YYBCTBUTEJILHOCTH
Han0oJiee PpacHnpocTpaHeHHbIE MeTOALlI HWIeHTH(UKAIUU
AHOMAJLHBIX KJETOK.




PakoBasi kjieTKa Jierkux "'nmpuiauiia’ K MUKPOKOJIOHKeE
CTC-yuna, KoTopasi MOKPHITA AHTUTEJIAMHU.
Pa3mepsl kaxaoi kojaoHku - 100 x 100 mxm




TEXHO/10OMMU AHAJTU3A
CBOBOAHOUMUPKYTUPYIOLLIEU
BHEKNETOYHOMU AHK

NPEHATA/IbHbIA CKPUHUHT

AHA/IN3 BHEKNETOYHOW AHK NPU
PA3/IN4HbIX SABONTEBAHUAX



Ucnoan3oBanue B I'T nupkyaupymoien B KpOBOTOKE

marepu BHekJeTouHou JTHK miona
(celf-free fenal DNA, cffDNA)

BecbMa nepcneKTUBHOM TEXHOJIOTHEH MPeHATAJIBHOTO
I'T saBasieTcds WCHOJAb30BAHUE [UPKYJIUpPYIOLIEHd B
KpoBOTOKe Marepu BHekjeTouHou /IHK muioma, HauumHas
yaKe ¢ naTou Heaeau 0epemenHocTu. Ilo yucay npourenui,
KOTOpPbIe  OTHOCATCA K  HCCJIeAyeMOd  XpoMocome
OTHOCHUTEJIbHO pedepeHCHON, MOKHO ONpeAeJuTh CJAy4Yau
aHEeyIUIOAMM, BBIIBUTHL IMOJ  Oyaymero  peOeHKa,
XPOMOCOMHBbIE NEePeCcTPOMKH. YKa3aHHbId MeTon B 2012 1.
0/100peH KAaK JIONMOJHEHHEe K CYIIEeCTBYWIIMM MPOTOKOJIAM
B CIIIA, HOo Ha3Hayaercsi Ju00 IPH_BbICOKOM PHCKE
HACJIEJACTBEHHbIX 3a00JICBAHMI, WJIH 10 KeJAaHUK. Eciau
MPOBOAMTCH BbICOKONMPOU3BOAUTEIbHOEC CEKBEHHPOBAHUA
Bced BHekJeToUHOM /IHK M marepu u miioaa, 1o 310 Aaer
BO3MOKHOCTh JHATHOCHMPOBATH JIH000€ HACJIEJICTBEHHOE
3a00J1eBaHue.




HAUMNHAS C 5 HEJIEJIM BEPEMEHHOCTH TPOBOIUTCS 3ABOP 18 MJI
BEHO3HOM KPOBH

IHHK pebeHka B KpoBU maTepu

[ 1haueHTa MaTtepunHckas
l KpOBb ‘
oo
D@>a
D@a 7

bapa bHeckneroyHas [HK nnona
p@a beckneroyvHana [IHK marepu



KosMyecTBeHHBIN, KOIJIa MPOCTO CPABHUBAKT KOJIMYECTBO
ucciaeayemMbix xpomocom (13, 18, 21 ¥ mM0J10BBIX)
OTHOCHUTEJIbHO HIECTOM U ONPEAeJAI0T BEPOATHOCTD HAJIMYMA
cunapomoB Jlayna, IaBapaua, Ilaray, Kiainndeabrepa u

TepHepa.
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NAPTUCUNATUBHAA MEOULIMHA:

IIpuMeyarejbHO, YTO U3AABHA NPO00JeMA OTHOLICHHUS Bpaya
K 00JIJbHOMY PACCMATPHUBAJIACH B ILIAHE UX COTPYIHUYECTBA U
B3aMMonoHuMaHusa. Tak, Bpauy u nucarejib A0y-jib-Dapajix,
awxusmuu B XIII  Beke.,, chopmyaupoBas cieaymoimnee
oOpalieHue K 3a00/1eBIIEMY:

«Hac mpoe — mwi, 001316 U a; ecnu mol 0yoeutv ¢ 001€3HbIO,
gac dOyoem 080e, 51 OCMAHYCb 00UH — 6bl MEHA 000]1eeme; ecu
mubl Oyoeuwib co MHOU, Hac Oyoem 080e, 00/1€3Hb OCMAHEMC A
00HA — Mbl ee 000J1eem».

boJibI0e 3HAYeHHEe HAPaBHE C TPEOOBAHHUSIMH K JHYHOCTH

Bpaya, K €ro 4YeJOBeYeCKMM KadecTBaM (IOPAJOYHOCTH,

YeCTHOCTH, J00poTe), MNPHUAABAJIOCHL  HEO00XOAMMOCTH

IMOCTOSAHHOTO CaMOYCOBEPILIEHCTBOBAHMS, 100

MAJIOKBAJIM(PUIUPOBAHHBIN Bpady MOKeT HAHECTH 00JbHOMY

Bped, YTO ABJISETCH IPyObIM HAPYHIEHHEM MOPAJbHbIX HOPM
BpauyeBaHHUsI.



NEPCOHAJIM3UPOBAHHAS
MEJULIAHA

INHEPCOHAJIN3UPOBAHHASA MEAUIINHA
NPEJCTABJISIET COBOU UHTETPAJIBHYIC
MEAUIINHY, KOTOPAA BK/IIIOYAET
PASPABOTKY NEPCOHAJ/IN3UPOBAHHBIX
CPEJACTB IUATHOCTHUKHU UJIEYEHUSA
HA OCHOBE 'EHOMHUKU, IPOTEOMHUKH
N APYI'UX «OMUK», TECTUPOBAHUS HA
IHPEJPACITIOJOKEHHOCTD

K 3ABOJIEBAHUAM, ITPOOU/TAKTHUKY,
OBBbEAMHEHUE IUATHOCTUKHA

C JEYEHUEM U MOHUTOPUHI'OM
JIEYEHUWUA




B Nature Medicine onybauKkoBaHa cTaTbs, B KOTOPOU KPYnHble
MUPOBbIE CTpaTeru 34paBooXpaHeHnA 3a4a/1IMCb BONPOCOM
onpeaeneHusa rMaBHbIX PECYypcoB 34paBOOXPaHEHUA C TOUYKU 3peHus
apPeKTsHOCTM paboTbl. [poBeaeHO cneumnanbHoe uccneaoBaHume: K
TbiCAYE NALUEHTOB C ONpeaeNeHHON NaToNormen NPUMeHnNn
COBpPEMEHHOe CTaHAAPTHOE /IeyeHne, HEKUM cpeaHUi ypoBeHb
BO3MOXHbIM Ha cerogHAa Tepanuu, u 3dpPeKTUBHOCTb OKazanacb 30%.
K apyrou tbicaue 6oabHbIX npumeHuamn noaxoabl MMV n
3pPeKTUBHOCTbL coctaBuna Ao 70%.

Takum obpasom, YxKe ceroaHsa, onmpadaCb Ha coepemeHHbIe
NNEeKapCTBEéHHbIE U UHCTPYMEHTA/IbHbIE PEeCYpPCbl,

3P DEeKTUBHOCTDb JieueHUA MOXXHO NoBbICUTb Ha 40%!




UcnonHutenb: EBponenickuin koHcopuuym Gabriel

CoTpyaHu4ecTBO: 164 yyeHbix us 19 ctpaH (23
nccneaoBaTenbCKUX rpynn)

OGBLeKkTbl nccnegoBaHusa: 10 000 actmaTukoB (oeTu
u B3pocnbie) n 16 000 sgopoBbIX MHANBUAYYMOB.

KiroueBbie pe3yabTrarbl npoekta GABRIEL (2006-2010 r.r.)
O6Hapy:KeHbl HOBbIE reHbl, y4acTByloWMe B UMMYHHOM OTBeTe, MPOHULLAEMOCTU 3NUTENUA
6POHXOB U KOHTPO/1IE CKOPOCTU BOCCTAHOB/IEHUA NOBPEXAEHUN CAN3UCTON 06010UKH
AbIXaTeNbHbIX NyTeMn.

e AcTmy cuntTanu eguHou 6onesHblo. Ho nonyyeHHble pe3yanbTaTtbl NpeanonaratoT
6uonoruyeckue pasnnuma gna Tpex KAMHNYecKnx Gopm: geTckas, actma B3pOoC/biX U
TAMenaAa actma.

® Anneprusa ABAAETCA BTOPUUYHBIM NO OTHOLUEHUIO K aedeKTam cAn3ncToin 060104KH
AbIXaTeNbHbIX NyTer NPU acTMe U KOXKHOro 6apbepa y aeteit c 3Ksemou. Tepanusa ToNbKO
annepruu He byaet apPpekTnBHa.

e MpepacKasartesibHaA LEHHOCTb FreHeTUYECKMUX TECTOB HU3KaA. Heobxoguma naeHtuduKauymsa
BHeLWHecpeaoBbiX ¢aKTOpPOB.

e 0603HaueHbl muweHu gna adPeKTMBHOMU Tepanmum acTMmbl.



OnpepeneHne 3STHUYECKON NPUHAAJIEXKHOCTU NaLUeHTa —
OAWH U3 CNoco60B 6bLICTPON OLLEHKN BEpPOSATHOCTHU
pPa3BUTUA Y HEro onpeaeneHHoro 3abonesaHna. OgHako
cyamTb 06 3TOM MOXKHO, TOoN1IbkO npoBeas AHK-
TecTupoBaHue.




Source: Hua LV

Action Plan Ready to Play

Sequencing technology and research tools

Ethic, legal and social implication>
Medical education >

Insurance coverage>

This diagram portrays the stage of readiness of the important players for implementation
of personalized medicine, according to the Personalized Medicine Coalition.



MOHOT'PA®OUA «ITEPCOHAJIU3ZNPOBAHHAS MEJANIIUHA»
IloarorosJjieHbl K me4yatu 2 TomMa : ToM 1 «buosiornyeckue 0CHOBBI»
U TOM 2 «JlabopaTopHbIe TEXHOJIOTHM.

IIEPCOHAJII3SUPOBAHHA I
MEOMLIVIHA

B cemu momax

Ha koHpepeHuumn «CTpateris nepcoHaru3npoBaHHOH MeAULIMHbI
W ee pa3BuUTHe BO GTU3MOMYALMOHONOTHM»
8 MockBe B pAekabpe 2013 r.: caeBa Hanpaso
npogeccop C. Cyukos (Poccun), Xupock Aba (AnoHus), AnK BaH
leHT (Huaepaartabl), A. Mapuuaa (CLLUA), C. Ulep6o (Poccus)

C.H. Lep6o, A.C. LLlep6o

Llep6o Cepreit HUKkonaeBUY, AOKTOP BMOAOTMYECKMX HayK, npo-
deccop, 3aBeayrolWnin KadeaApon KAMHUYECKOH AaBOpaTopHOW Aua-

rHocTk DAMNO PHUMY mmenn H.W. Muporosa, npogeccop Kade- Bmonoruq ECKME
APbl KOXHbIX U BeHepuueckux GoreaHeid MeAUUMHCKOTO MHCTUTYTa

PYAH, npe3auaeHT HauroHanbHOM accoupaumn AabopatopHon, nep- OCHOB bl
COHAAW3UPOBAHHON W TPAHCAALMOHHOW MEAULMHbI, BULLE-NPE3UAEHT

Poccuiickoii accounaumn MeanLUMHCKON AabopaTopHO AMarHOCTUKK.

BUOJTIONTMYECKUE OCHOBbI

(-]

Lep6o AmuTpuii CepreeBud, KaHAMAAT GMOAOTMUECKMX Hayk, -3
CTapLMi Hay4HbIH COTPYAHMK MHCTUTYTa TPaHCAALMOHHOM MEeAULIM- 5‘

Hbl PHUMY umenn H.U. Muporoea. -

=
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I | |”| ||H|” ‘“Im = Poccuiicknii yHHBCPCHTCT ADYK0bl HAPOAOB
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JIABOPATOPHASA U

INIECOHAJIN3NUPOBAHHAA MEJANIINHA

B HacTosLlee Bpems CNOXUAUCH HOBbIE
npeanocCbIIKK nns nepeoueHKH ponu
nabopatopHou meauumHbl B o06wen cucreme
KANHUYECKUX  AMUCUUIMJIMH, 4YTO  0OyC/N0oBAEHO
TpeboBaHMAMMN, KOTOPble BbiABUIAlOTCA B CBA3U CO
CTPEMUTENBbHbIM pa3BUTUEM COBPEMEHHbIX
noaxoA0B U MPUHUMNOB  AOOKa3aTe/NIbHOU W
nepcoHaNN3upPoOBaHHOMU MeAUuLUHDbI, bonee
rnyboKnm MOHMMaHMNEM XapaKrepa

MEXANCUNNIMHADHBIX OTHOLLIHW .

AN, g




MOUCK HAUBOJIEE SHAHYNMDbIX
NABOPATOPHbIX BUOMAPKEPOB U
OMMUKCHDbIE TEXHOJTIOIUMN.




NMOUCK BUOMAPAKEPOB HA PA3/TINYHbIX YPOBHAX
EMONOTrMYECKOU OPTAHU3ALUU

Metabolomics (molecules)
MeTabos10MHUKA

< —

Transcriptomics (RNA - 100,000 mRNA’s)
c TpanckpunroMmuka
MukpoPHK (2000) 2
Proteomics (Proteins - 1,000,000 proteins)
IIporeomuka



TEXHOJIOTYU MOJOXHUBIINE HAYAJIO DPBI
OMHUKCHOU BUOJIOTUHA

B 1986 1. JIepoii Xy (KanudgopHUHCKHI TEXHOJOTH4eCKUA HHCTUTYT)
u300peJ nepBbid apToMaTudeckuii cekpeHarop JJHK

B 1989 . CtuB ®@onop ( komnanus Affimax) cozaai nepsblii JTHK-uun
(microarray).

B TeueHue nmocaeayOIMX JIeT OMUKCHbIN HHCTPYMEHTAPHI 000raTHJICH
MHOIONAPA/LIEJIbHBIMUA METOAMHU VIS ONPeAesIeHUS KOHIEHTPAUU U
AKTHBHOCTH 0€JIKOB (IIPOTEOMHUKA), META00JIUTOB (MATA00JI0MHUKA)
PeryJsiliii 3KCIPeCCHH IeHOB (TPAHCKPUIITOMHMKA) U JP.

B Hayke 0oJsiee 70% 3asBOK Ha uccienoBareabckue rpantbl B CIIA,
EBpone npeamosarawt ucnojb3oBanue xors 061 omHod OMUKcHoun
TEXHOJIOTUM.

dapManeBTHYECCKHE KOMIIAHUU IPUMEHSIOT OMMKCHbIE TEXHOJOTMHM HA
BCEX 3TANAX OT TOKCMKOT€HOMMKHM 10 MOHUTOPUHIA NAIIMEHTOB B
KJINHHYeCKUX ucnbiTaHusX ( 10 10 pazauunabix OMUKCcHBIX TecTOB
IS Kakaoro maunuenrta B gase 1I).



I'EHETUYECKOE TECTUPOBAHHUE

B Hacrosimiee Bpemss B IIM MOKHO BBLIZCJUTHL HECKOJIBKO
HanpaBjeHud I'T: npeuMmIaHTALIMOHHOE, IpPeHATAJILHOE,
HEOHATAJILHOE, TMNEIMATPHYCCKOE M TepalmeBTHYECKOe LI
B3pocjoro Hacesenuss. OQ0bivHO I'T npumeHsOT B Ciy4yasx
HAIMYUSA KIMHAYECKHUX CHMITOMOB MJIHM POACTBCHHHUKOB,
CTPAJAIIUX e HETHYECKUM 3200/1eBAHUEM.

Texnosornuecku 1T ocyuiecTBjisiercsi IBYMSI MeTOIaMM, BO-
epBbIX, TAPreTHbBIM  CCKBEHHMPOBAHHUEM TNPU  HAJIUYUH
KOHKPETHBIX TeHeTHYEeCKHUX MOJIUMOP(PU3MOB, U, BO-BTOPbIX,
II0JJTHOT'€HOMHOI'0 CeKBEHUpPOBaHusi. B nmepBoM cJjiydyae MCCIeayrT
KOHKpeTHbIe TreHeTHYeckue moaumopdusmbl: OHIL, CNY,
BCTABKHM, JejIeluM, AYIUVIMKANMM U T.JO. LeJeBbIX IC€HOB  MJIM
XpOMOCOMHOIro  peruoHa. IloJIHOr€éHOMHBIE  MCCJIEIOBAHUS
NPUMEHAKT TNpPU 3a00JeBAHUAX ¢ HE COBCEM  YeTKOH
KJIAMHUYECKOH KaptuHoii, M®3, a TakkKe NpU NPOBEICHUU
CKPMHHMHIOBBIX HCCJICA0BAHMN JIsl BBIABJICHHUS PEIAKHX M He
OYeBUIHBIX (DEHOTHUIIOB




I'EHETUYECKOE TECTHPOBAHMUE (I'T) B CIIIA, 2010r.

Bcero I'T HacieacrBeHHOU NPeapPaCoIOKEHHOCTH
npuMensiercs aJs 213 3a0oeBanui

Oco0eHHO 4aCcTO OHO IMPOBOAMUTCS IJISI TAKHX
3200/1IECBAHUM: PAK TOJICTOI0 KHUIIEYHUKA, 1MA0eT THII
2, iiaykoMa, MH(paApKT MHOKapAa, PaK JEerkux,
PACCEIHHBIN CKJIEPO3, EJTUAKHUS , PAK MOJIOYHOM
’KeJie3bl, 0’KHPEHH e, PaK MPOCTAThI, (UOPUILIAIMSA
npeacepauii, nuader tuiml, 6ose3ns Kpona,
reMOXpoMarTo3, BOJYAHKA, JereHepanus CeTYaTKM,
0CTEOAPTPUTHI, ICOPHUA3, PECTEHO3 KOPOHAPHBIX
COCYI0B , 00/1€3Hb «0ECIIOKOUHBIX» HOL, TPOMOOpUINA



I'EHETHYECKHUE BUOMAPKEPDI

Deciphering Complex Disease
A systems biology approach using the SOLID™ System

Discover and Quantitate
Non-Coding RNA

Detect and . (ﬂ{{ﬁf{?i’i}}

Sequence
uy

Uy, .f’r’ffrrﬁrrir’t’f ¥

Insertions

i Characterize
7 Copy Number and
Structural Variation

Characterize
Methylation
Pattems




Linked SNFPs
oufside of gene

no effect on
protein preduction
or function

Causative SNPs
Ity Quane
Mon-coding SNP:

& changes amount of 28
protein producsed

Coding SNP: L= g
& changes amino
ack sequence

-F' rotein



BoIsiB/IeHHE «T€HOB MPEIPACIOJI0KeHHOCTH» K 3200IeBAHUIO
MPOBOAUTCS MYTEM CONMOCTABJIEHUIT YACTOT FT€eHOTHUIIOB Y 00JIbHBIX H
310POBBIX

['pynna 60JIbHBIX KoHTpoJib (310pOBBIC)
@ - I'CHOTHII,

@ %% YKa3bIBaIOIIUI Ha

.' m o Cg @ ::> IIPEaPACIIOIIOKEHHOCTD

2 1 K 3200JICBaHMUIO.
>> P

P6OJIBHBI€ KOHTPOJIb

OR - kommuectBeHHas Mepa npeapacnonoxeHHoctu (Odd Ratio),
MIOKa3bIBAET BO CKOJIBKO Pa3 MOBHIILIEHA BEPOSITHOCTh 3a00/1€Th IS
HOCHUTEJIS «IJIOXOT0» T€HOTHIIA

(1- P

P

00JIbHBbIEC KOHTpO.]Ib)

OR =
(1-P

KOHTpO.HI) 6OJII)HI)I€)




PacnpocTpaHeHHbIe ajieau ¢ 00JbKUM 3P PeKrTom,
oOHapyxkeHHble B GWAS (no Ch.S. Ku, 2010)

bone3sHb HavMeHoOBaH rs OR OMIM PermoH
Me reHa
Bo3pacT- CFH 380390-C 4.60 134370 1q31
3aBucuMmasn
aereHepauyus
ceTyaTKu
dkcchonmarmBHas LOXL1 382942-G | 20.10 | 153456 | 15q24.1
rnaykoma
bone3Hb KpoHa JL23R 10889677 2.13 607562 | 1p31.3
Pak siM4yka KILTG 3782179 3.08 184745 | 12q22
4474514 3.07




CUKBEHC C UCITIOJIbB3OBAHUEM HAHOITOP

%’n DNekKTRonNpPpoBOOHOCTE

OOoHOUWeNoOYa Yy Han

Harnonopa




MinlON sequencer from Oxford
Nanopore Technologies



MinlON

Bec /8T

MowHocTb 1 BT

Pasmepbl 105x23x33 mm

Konnyectso HaHonop Ao 512

CtommocTb A4erkm ot 500 go 9005
MpounssoantenbHocTb 10...20 MMrabas 3a 48 v.



PA3JIEJI OBJIACTEU NIPUMEHEHUU PABJIMUHBIX
TEXHOJIOTUU CEKBEHUPOBAHUSA

ILLUMINA ThermoFisher
Scientific
dnyopecueHTHOe MonynposoagHUKoBOE
CeKBeHUpoBaHue CeKBeHUpoBaHue
NonHoreHOMHoOe TapretHoe
CeKBeHnpoBaHue CeKBeHMnpoBaHue
(WGS), cekBeHupoBaHue WGS 6aKTepuu n BUpycos,
reHomos de novo, MmeaUuLUHCKana, dapmaKko u
Teopusa 3BONIOLUMN, 3THOreHeTUKa

NPOUCXOXKAEHUNE YenoBeKa.
Oxford NANOPORE
HaHonopoBoe ceKkBeHUpOBaHUe
leHoaMarHocTuKa HPEeKUMNOoHHbIX 6onesHern, WGS (CNV)



NPELUU3UOHHAA MEAULUHA

Precision <+,




Yesterday Today Tomorrow

Symptom-based Pattern-based Algarithm-based

Intuition Evidence-based Precision
Medicine icine Medicine

Application of rules, algorithms and reference databases enables
ACTIONABLE clinical decision support & PRECISE/EFFICIENT care




HaununonajabHbie MHCTUTYTHI 310poBbsi CIIHA (NIH) co3naror rpynny us
OTHOT'0 MUJLIIMOHA JIKeH, KOTOpPbIe OyayT y4yacTBOBaTh ¢ 2016 1. B
MACIITAOHBIX MEAUIMHCKUX UCCJICTOBAHUAX, B 32124y KOTOPHIX BXOIHUT:

-Ko/1In4eCTBEHHO OLIEHUTHh PUCKHU JJId psijaa 3a00/1eBaHUM,
BKJIIOYAsA (PAKTOPbI OKPYKAKOLIEH Cpebl, TCHeTHYECKUE
(akTOpHI U COUETAHUSA ITUX (PAKTOPOB

-IIOHATH NPUYMHBI HHIAUBUAYAJIbHBIX OTUYHMH Peakuui Jroaen
HA O0LIENPUHATYIO Tepanuio (papMaKkoreHoMHKa)

-Haiitu OMojioruyecKkre MapKepbl, KOTOpPbIe YKa3bIBAIOT UJIH
YMEHBIIAKT PUCK Pa3BUTHUS OOLIYHBIX 00J1€3HEH

-BHeapuTh TeXHO0J0ruu MOOMJIBHOIO 310poBbs (mHealth), 4T00BI
CJICAUTH 32 NeCTBUIMH YYACTHUKOB, (PU3HOJIOTHYECKUMU
napaMeTrpaMu U COCTOSTHUEM OKPYKaruen cpeabl

-Pa3BuTth HOBbIE KiIaccuPUKALUIO 00J1e3HeH M X B3aMMOCBA3 el

-IIpexocTraBUTh YYACTHUKAM UCCJICA0BAHUSA JaHHbIC U
HHpOpMALMIO, KOTOPbIE YJIYYINAT UX 310POBbE U CO3AaAYT 0a3y
IJISl MCIIBITAHMA HANIPABJIEHHOM TepaIum.



UHTETPATUBHOE MNEPCOHAJIbHOE OMUKCHOE
NMPOPUTUPOBAHUE (uNMOM)

MM Bbiurpaer ot coyeTaHUA reHOMHOU MHpopmaunmn
C perynapHbiMm MOHUTOPUHIOM (PU3INOSIOTNYECKOro
COCTOAHMA OpraHu3sma.

mnon KOMBUHUPYET TEHOMHbDBIE SKCIPECCUOHHDIE,
MPOTEOMHbIE METABO/ZTOMHbBIE U AYTOUMMYHHDIE TECTbI,
MPOBEAEHHbLIE ANA OAHOIO YENOBEKA B TEYEHUE 14
MECALIEB U BbIABNAET USMEHAIOLLUECA MONEKYNIAPHBIE U
MEOUUUNHCKU SBHAYUMDIE PEHOTUTNbI.

[eHOMHble U IKCNpecCcCMOoHHbIé AdHHbIE CaMoro
BbICOKOIro pa3speweHunAa, MNoKa3asin 3HaYutTel/ibHble
ANHaMUNn4yeckKkue naMmeHeHuA B Pa3/INY4HbLIX
MOJIEKYNAPHDbLIX KOMMNOHEHTaxX U 6buonornyeckux nyTAX

B YC/1I0BUAX HOPMbI U 6onesHu.




UHTEI' PAJIBHOE
OMUKCHOE
IHHPOPUI/INPOBAHUE HE
MbICJIUMO BE3

ououngpopmamuxu!

KoTopaa u npepnaraer
npogeccuoHanbHou
(B TOM yncne — meouyuHckol) ayputTopmum

- .~



JQIIMT' EHETUKA

N3MeHeHUsl SKCIIPECCHUU T€HOB MM (DEeHOTHIIA KJIETKH,
BbI3BAHHbIEC  MEXAHM3MAMH, HEe  3aTparuBalOUIMMM
U3MEHEHHE HVYKJCOTHAHOM mocjaeaoBareabHocT  JHK
U3YYAECT JMUICHETHMKA. JNHMIeHeTHYeCKHEe H3MEeHEHUSs
NMPeACTABJISIOT coooun XHMHUYECKHe MOIM(PUKALTAA
nociaenoBarejbHocTn JIHK wiam rucroHoB — 0ejIKoB,
HeoOxoauMbIX I ynakoBku Huted JJTHK B xpomocombl.

K J3nureHerM4ecKkuM, TO €CTbhb K BHEIUHUM IO
oTHomIeHUW K JIHK MexaHusmMaM peryjasiuuu 3KCIPecCUu
reHOMAa OTHOCAT METMJMPOBAHHUE, AalleTUJIUPOBAHUE,
YOMKBUTUHMJIHMPOBAHUE (KOBAJCHTHOE MPUCOCIUHEHHE K
0eJIKy MMIIIEHM MHOXECTBO MOJIEKY]l YOMKBUTHHA) H
dochopuiupoBanue.




Cytosine

N\

Methylation

Methylcytosine

Spquenoe

Metabolic
Diseases |

Expression
'!’

4

Auto-
immune
Diseases

H&gulatiun

@\ 1 \m




TAIIJIOTPYIIIBI
MUTOXOHIPUAJBHOMU JTHK

Simplified mtDNA lineages

www.mitomap.org, 2009 _ il Asia -
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All branch markers have the rCRS nucleotide \ C13626T
on the left side of the position number. The / C
defining pelymorphism for each haplogroup as A4833G C5178A /
it diverges from the rCRS is on the right side of 8271:8281 9bp A Q A13263C
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used to clarify directionality. A5843G To090C
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BJIANAHUE MUTOXOHIPUAJIBHDBIX
TAIIJIOTHUIIOB HA OPITTAHU3M

lamtorpynmna IoHuKeHHas BEPOATHOCTDb

J, UK 0oJ1e3Hu IlapkuHCOHA

U T 00J1e3HM AJblIreiiMepa

T pPaKa MOJIOYHOH KeJ1e3bl

H BO3PACTHOU JereHepanum
CeTYATKH

H cerncuca

N9a nuadera, MeTa00JIM4IE€CKOr0

CHHIpPOMA U
HH(PAPKTA MHOKAP/AA Y a3MATOB



carcinoma and
breast cancer Drug

829C>T
miR-24

spastic p ”’" plegie MiR-polymorphisms

agressive baha'.rlnr
Parkinson's
disease

Gain of
function

gene mRASS




MeToauueckuit nogxopa onpeaeneHua ypoBHA aKkcnpeccun mmkpoPHK B pakoBbix
KNeTKaxX VS Npuiexawmx HopmasibHbIX K/1eTOK Yy 04HOro nawuueHTa.

\
=

Cxema nerexuuu MuPHK ¢ momombio o6parHoii
Tpanckpunuuu 1 IIIP B peaisHoM BpemeHu

Mpainep ana
peBepTHpOBaAHHA

mnPHK

War 1:
PeeepTMpoBaHue ¢
AMUHHOro NpaimMepa

&IIIIIIIIIIIIIIIIIIIIO

War2: AUP B
peanbHoOM BpeMeHn

\ MpAuoit npaiuep

NN NEE

(NN ‘!!!!!
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MUKPOPHK N OHKOJIOI'A

MUKPOPHK-21 — XpoHoJOrHYecKM TmepBasgs HACHTU(PUUUPOBAHHAA
MukpoPHK. SfBasiercss cumiabHbIM OHKOreHom. FEé askcmpeccus
YBEJIMYUBACTCA B OOJBIIMHCTBE COJUIAHBIX OMYXOJied. YBeJIM4YuBaeT
npoaudepaTUBHYI0 U HHBA3UBHYI0 AKTUBHOCTH OIYXO0JIEBbIX KJICTOK.

MUKpOPHK-221,  muxkpoPHK-222 -  onkoresnubie  MUKpOPHK,
UHAYHUPYIOIIUE AHTHOTeHe3 U MPoIudepalnio pAKOBbIX KJICTOK.

MUKpPpOPHK-155 — npoaemoncrpupoBano yyacrue 31oii MUKpoPHK B
HHULIMANMA KaK BPOKICHHOIO0, TAK H aJalTUBHOI0 HUMMYHHBIX
OTBETOB, a TAaKKe B Pa3BUTUM MMMYHHON CHCTEMbI B IEJIOM.
Hekoropbie padoTbl cBHAETEJbCTBYIOT 00 ydyactuu MUuKpoPHKI15S5 B
OHKOI'€eHe3e Pa3JIMYHON I THOJIOT U H.

MUKPOPHK-205 — cynpeccop omyxo/ieBoro pocra, mnoKka3aHo, 4To B cJiy4yae
HEKOTOPbIX BUAOB omyxoJjeld MUKpOoPHK205 uHaymupyer amonro3 u
TOPMO3HUT POCT OIYyXOJIH.




Bo3moxxknoctu MukpoPHK B 1narHocruxke onmyxoJien

Auddepenuuponarn
A00pOKAYECTBEHHbIC  OIYXO0JIU
oT 3JI0KAYEeCTBEHHbIX
HOBOOOpa3oBaHUM
KontpoaupoBarhb dpPexT

TepPaneBTHYECKOr0 BO3/1eHCTBUS
(1yyeBasi 1 XUMHOTEPAIINA)

BoiaBaAATH pa3jinYHbIC
naTroMop(oIOru4ecKue  THIIbI
OmyXxoJieu

Pa3zpaborarn AJITOPUTMbI
paHHel IMATHOCTUKH
OHKOJIOTMYEeCKHX 3200J1eBaHUH

INPUMEHEHUE
Panusgas nuarmocruka

OnpenelicHue THCTOTUIIA
OIYXOJH, CTaANX Pa3BUTHSI,
MOTEHIIMAaNa K
METACTa3UPOBAHUIO

[IporaocTuyeckoe 3Ha4eHuE
BbIXKMBAEMOCTH

IloreHnmanpHasa Tepanus



INPOTEOM

IIpoTreom opranusMa — BeJIMYMHA HE MOCTOSAHHAS, IOCKOJIbKY
IKCIPECCUSA T€HOB MOKET MEHATHCH MO BO3AeiICTBMEM MHOKECTBA
(paKTOPOB BHEIIHEH CPebl, a TAKKE U3MCHCHUU BHYTPHU OPraHu3Ma,
CBSI3AHHBIX, HATIPUMEP, C BO3PACTOM, 00JI€3HbI0 MJIU IPYTUMH
NpUYNHAMM.

MexayHapoaHasi OpraHu3ainus 1Mo u3y4eHuIo nporeomMa
yesioseka (HUPQO) o0bsaBHIIA 0 CO3TAHMM MEXKTYHAPOAHOIO NPOEKTA, B
KOTOPOM yuyacTByeT U Poccusi B kauecTBe KOPNOPATHBHOIO
uccjaeaosaress 18- XxpoMocoMbl.

Ha npoexrt "IIporeoM neyenu', KOTOPbIA Pa3BOPaAYMBAETCHA B
Kurae, Hanpumep, npeaycCMOTPEHO HANIPABUTH 32 MUJIJIMOHA
T0JIJIAPOB HA JIBA roja.

C TouKnm 3PCHUA THATHOCTUKH IMPOTCOM ILJIa3MbI KPOBH
NMPEaACTABJIACT 0COOBIN HHTEPEC, TAK KAK BKJIKOYACT ACCATYIO YaCTh
BcCeX 0eJIKoB opranmiMa 4€/10B€Ka.



[IpoTeom nnasmbl KPOBU

B 2002 r. Obw1 Hayar npoekT «lIlporeom rmuiasmel
KPOBU», B peajM3allud KOTOPOro NPUHAJIU y4yacTtue 35
Jaooparopuii u3 13 crpan. UaentuduuupoBaHo 0oJiee
10000 0eaxoB miIasMbl KPOBH HA OCHOBE AHAJU3Aa METOAOM
MC oaHoro wiam aByx, u cBbimie 3000 — npu BbIABJICHUH
ABYX MJIM 0OoJjiee NeNTHAOB Kaxaoro oOeaxka. OcHoBHasi
podJieMa NpH __ aHAJU3e 3aKJIIYACTCHd B IIUPOKOM
AMANA30HE  KOHIEHTPAIMM _ 0eJKOB M __ NEeNnTWIOB B
o0pa3uax: KOHIEHTPAIMS AJbLOYMHHA 00bIYHO COCTABJISIET
30-50 mr/mJu_CbIBOPOTKH, a MHTepJaerdkuHa (0-1.5 mr/mur.
Taxkum odpasom, npu MCCJICIOBAHUM IIPOTEOMHOI0 COCTABA
KpoBM cyuiecrByer orpomubid (a0 10-12 mnopsiakoB)
pa3opoc  KOHIEHTpANMM  Pa3jJIMYHbIX  0eJIKOB M
npeoodjaganue cpeau HUX AUATHOCTHUYCCKH
MAaJIO3HAYUMBIX.




bJIAT'OAAPIO 3A BHUMAHMUE!




