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NABOPATOPHAA MEOAUUUHA
KAK OCHOBA HOBOW CUCTEMDI

34PABOOXPAHEHMUA.



OECTUBAJIb TEHOMHUKHMH 2015, bOCTOH:

«B4yepa BepnyJics ¢ @ecruBaius ['enomuku. Kak-0y1To ciaeras Ha APYIryio
IVIAHETY WJIH N00bIBAJ B OyayiieM. Qe ioMIeH TeHOMHOM
PEBOJIIHEH, KOTOPasi HA0upaeT Xo0i1. 51 padoTrar B OTHOM M3 CaMBbIX
nepeIoBbIX HHCTUTYTOB, OJHAKO, YyBCTBOBAJI Ce0sl IPOBUHIMAJIOM HA
ITOM MPAa3AHUKE BLICOKMX TEXHOJIOI M.

Yepes naTh JieT OyayT paciin(poBaHbl TeHOMbI COTEH THICSY JIKOeH, a
yepes AeCATh — TEHOMBI COTeH MUJIJTMOHOB JIIOCH.

Hu4ero B 4yesioBeyeckoMm jiejie (310poBbe, NMTAHWE, MEIUIIUHA) He Oylaer
aeaarbes 0e3 reHoMHOro anaau3a. IlocraBieHa 3agava npeackasaHus
(¢enoTuna mo renomy. Pazpadoransl MmeToaukn nsmMepenus peHoTumna
U npejacTaBjieHud ero B uugposom sujae. Ilo renomy Hayuarcs
NPeACKA3bIBATH MpeanojaraeMbie 3a00/J1eBaHN s, ONITUMAJIbHbIE
JIEKApPCTBA, a TAKXKe, JUIO0, POCT, BEC, F0J10C, HHTEJLICKT,
ONTHUMAJILHOTO OPAYHOI0 MAPTHEPA U BCE-BCE ApPyroe. AHAJIU3 OyayT
AeJIATh MAIIMHBI, KOTOPbI€ MOYKHO Oy1eT rOHATh B JOMAIIIHUX
yCJI0BUAX. B 3TOT IPOEKT BRJIAIBIBAITCH KOJ0CCAJIbHbIE YACTHbBIE
AeHbI'u. Bcé cepbE3Ho.»




I'psimer spa nepCcoHATU3ZUPOBAHHON METUIIMHBI U

FOTOBUTHLCH K HEH HYKHO yKe CeroaHs.
Jicopoorc Yepu. 2007

Menunuaa XXI Bexa: Meaumunaa 4 «I1»
IIpenukTrBHAA (IIpeacKa3aTeabHas)
IIpenynpeaurenbHas (IMpoQUIaKTUYECKas)

IlaptucumnaropHas (participatory) — nayuenm yuacmuux
npoyecca, e2o uHgopmupyrom u ooyuarom. Emy nomoearom 6
8blOOpe, 0 HeM 3a00mMAMCAH.

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

Ilpenusuonnas 2015 200 Meagummnaa 5 «Il»

(Meanuunckuu ajgpasut. CopeMmeHHas jgadoparopusi Ned,
2015.)




IlporpamMmma (yHaaMeHTAJBHBIX UCCJICTIOBAHUU
rocyIapCcTBeHHbIX akajeMuu Hayk Ha 2013-2020
I'OAbI ( Pacnopsizkenue IlpaBuresascrea P@® 03.12.2012 )

buay:xkanmen neJbio0 poCCUUCKOM MEeAUIIUHBI SAIBJISETCH

BHEJPEHHUE NEePCOHAJTN3NPOBAHHON MeINIIMHBI,
Mpeanoaramilee He yxoa OT TPAAMIMOHHON MEIUIIMHbI, a
(hopMHUpoOBaHHE HA OCHOBE TPAJMIIMOHHOIO 0a3uca
MEPCOHAJIMU3MPOBAHHOIO MOIAX0AA K KAK/IOMY YeJ0BEKY C
YY4€TOM MHIMBUAYAJbHOM (hapMAKOKMHETHKH, CO3IaAHUSI
AYTOJIOTMYHBbIX KJIE€TOYHbIX 1 TKAHEBBIX MMPOAYKTOB, B TOM
YHCJIe KOMOMHUPOBAHHbIX.

14 TIVTIAT®OPM 110 PASBUTHUIO HAYKHU M3 PO 2015 .



HaunoHanbHaA TeXHoNOrM4yeckaa UHUUMATUBA

lNpe3snaeHT Poccuu B.B. NyTuH nopy4uvn
npasutenbctesy B8 2016 roay BbigenUtTb U3
depepanbHoro 6roarketra cpeacTBa Ha NOAAEPMKKY
nporpammol «HauunoHanbHan TexXHo/1iormyeckas
uHnumatusa» (HTU), KoTopaa oxBaTbiBaeT HECKO/IbKO
HanpaB/AeHUW, B TOM yucne pa3BuTue
NepcoHaNN3UpPoOBaHHOU MeauuunHbl. DUHaAHCOBbDbIE
BAMBAaHMA B «HaAUMOHANbHYIO TEeXHONOrN4YecKytro
WHUUUatTMBy» coctaBat a0 10 mapg pybnei.
AreHTCTBOM CTpaTernyecKkux UHUUMNATUB
nepeyncneHbl OCHOBHble HanpasneHna HTWU, B
yacTHOocTM, B rpynne «PbIHKM» 0603Ha4YeHo
HanpasneHue «HealthNet» (nepcoHanbHan
MmeauLMHa).



BPAY-KOHCYJIBTAHT U ITAIHUEHT

MEJIUIINMHA BO BCE BPEMEHA OCHOBHOE
BHUMAHUE YAEJAJA Y/KE 3ABOJIEBIHIEMY
YEJIOBEKRY.

BOITPOC «4YEM BOJIIEH IHIAIOMUEHT?» B
bYAYUWIEM MOXET [IIPEBPATUTHCA B
JAJAYY «HEM MOXET 3ABOJIETH 29TOT
YEJIOBEK U YTO CIEAYET HPEAIIPUHATD
CEI'OJHSA, UTOBLI OTOI'O HE JOITYCTUTDb»
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HpeI[HKTHBHO-HpeBeHTI/IBHaH MCEANIINHA

CoriacHo pe3yjabTraraM HAYYHBIX HCCJIEI0BAHMM C
IMOMOIIBK) HOBOM TEHETHUKM M  NPHHIHUIIA
B3aUMOACHMCTBUA MEKIAY T€HOM H OKpY:KawIiueu
cpeaor Mbl MOKeM BBIMIPATh J0 14 JieT JKHU3HM C
XOPOUIMM __COCTOSIHUEM _ 3/10POBbsl. 3aTOPMO3UTH
MPOLECCHI CTAPECHMSI.

(Clarke, 2003; Pesch et al., 2004)

personalizeq

medicine




MEXKJIYHAPOJIHbBIU > VSO RLD
9KOHOMUWYECKUHU ®OPYM FORUM
2012 TOOA

JIugepsl BcemupHoro skoHomuuyeckoro ¢opyma 2012
roga HazpaJm 10 BakHeHIINX TEXHOJOIMH, KOTOPHIM B 3TOM
roay CTOMT VIEJIHUTh IOBbIIIEHHOE BHHUMAaHME.
IlepcoHAJIM3MPOBAHHAS MEIUIMHA, CMHTETHYECKAas
0M0JI0rHsi, 00pa0d0TKAa MH(MOPMAIMHU MPEACTABJIEHbI B 3TOM
CIIMCKE.

1 C

IlepCoOHANM3UPOBAHHAA MEIUIIMHA U NpeaoTBpalleHue
pacnpocTpaHeHus 0o0J1e3HeH MOMOKET YIAYYIIUTH
3apaBooxpaHeHue B mupe. IIpopsiB B Takux 00J1aCTAX Kak
reHOMHKA, IPOTEOMHKA M MeTa00JJOMHKA OTKPbLIBAKOT
BO3MOXHOCTH /UIA CO3JaHMA ‘JUYHONM® MEIUIMHBI —
JIEKAPCTB, YYMTHIBAKIIMX OCOOEHHOCTH KOHKPETHOIO
yeJIOBEKa.




Mo nocnegHnm nporHosam B CLUA
K 2018 r. pacxoabl Ha 34paBOOXpPaHEeHne AO0NKHbI
yBennumeaTbCa Ha 6% B roa.

Poct akoHOMUKu n BBI1 He ycneBaeT 3a aTUM
npoueccom. BosHuKaeT npobnema, Koraa ctpaHa He
MOXeT 1eunTb Aloaen B Heobxoagumom obbeme.
Mocne 2018 r. oxkupaerca ewe 6onbLiee ycKopeHUue
pOCTa pacxoAaoB Ha 34pPaBOOXpPaHeHMUe.




B Nature Medicine ony6a11MKoBaHa cTaTbsl, B KOTOPOU KPYNHbie
MUPOBbIE CTPATErn 34paBOOXpPaHEHNA 3343/IMCb BONPOCOM
onpeaeneHusa rMaBHbIX PeCypcoB 34PpaBOOXPAaHEHUSA C TOYKU 3peHUs
3 dbeKTMBHOCTU PabOTLI.

MpoBeaeHO cneumanbHoOe nccaeaoBaHue: K TbicAye NauueHTOoB C
onpeaeneHHOM NaTtonorueim NPMMeHUAN CoBpemMmeHHoe CTaHAapTHoe
/ieueHune, cpeaHU ypoBeHb BO3MOXHbIMA Ha CerogHA Tepanuu, n
3pPpeKTnsHOCTb OKasanacb 30%. K apyrom Tbicaue 60abHbIX
npumeHunn nogxoabl NV n appekTMBHOCTL coctaBuna Ao 70%.

Takum obpasom, yKe cerogHs, onMpPasacb Ha COBPEMEHHbIE
NIeKAPCTBEHHbI@ U UHCTPYMEHTaNbHbIe pecypchbl,
3P DEeKTUBHOCTDb JieueHUA MOXXHO NoBbICUTb Ha 40%!
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P PEeKTUBHOCTH NMEPCOHATUIHMPOBAHHOU JIEKAPCTBEHHOU
TepaANMi HEKOTOPBIX (POPM OHKOJOTHUYECKUX 3200 1eBAHUN

Mes1aHoMa 73%

KoJsiopekTajabHbIA 51%

Pak
Pak 3Haomerpus 43%

Pak nomxkenynounou |41%

KeJIe3bl
PMK 32%




IlepcoHaIM3MPOBAHHAA MEIUIIMHA
(mepcoHUPUIMPOBAHHAS MeTUIINHA)

Tepmun «personalized medicine»
BIIEPBbIE MOSIBUJICS B Ka4eCTBE HA3BAHUSA
MOHoOrpaduu, uzfanuou B 1998 rony:

Jain R.R. Perzonalized Medicine, Decision
Resources Inc. Waltham, MA, USA, 1998.




INHEPCOHAJIN3UPOBAHHASA MEAUILINHA

INHEPCOHAJIN3UPOBAHHAS MEAUIINHA
MNPEJCTABJISIET COBOU UHTETPAJIBHYIO
MEAUIINHY, KOTOPAA BK/IIIOYAET
PASPABOTKY NEPCOHAJ/IN3UPOBAHHBIX
CPEACTB IUATHOCTHUKHU U JIEYEHUSA
HA OCHOBE 'rEHOMHUKU, IPOTEOMHUKH
N APYI'UX «OMUK», TECTUPOBAHUS HA
IHPEJPACITIOJOKEHHOCTD

K 3ABOJIEBAHUAM, ITPOOU/TAKTHUKY,
OBBEAMHEHUE IUATHOCTUKHA

C JEYEHUEM U MOHUTOPUHI'OM
JIEYUEHUWA




IHEPCOHAJIUBUPOBAHHASA U
JNOKA3ATEJIbHAA MEJULIMHA

NEPCOHANNU3UPOBAHHAA U
NOKA3ATE/IbHAA MEAOUUMUHA OOTKHbI
CTATb TOCYAAPCTBEHHOW NOJIMTUKOU B
OBJIACTU MEOULUHDI, TAK KAK
OBECMEYUBAIOT KNUHUYECKYIO U
3KOHOMMYECKYIO 3PPEKTUBHOCTD,
BE3OMACHOCTb JIEYEHUSA.




TAKOU JTOJKHA CTATH

MEJIMUIIMHA XXI BEKA
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MEPCOHAJIM3UPOBAHHAS U
TPAHCJISIHMOHHAS MEJUIIMHA

TPAHCJISSIIMOHHAS MEJIUIIUHA
3AHUMAETCHI BOITPOCAMMU BHEJIPEHUSI
HOBEHUIIUX JOCTUXEHUH ECTECTBEHHBIX
HAYK U BUOMH®OPMAIIMOHHBIX TEXHOJOI'UA
B MEJULMHCKYIO, B YACTHOCTH
JABOPATOPHYIO INIPAKTHUKY.

INPUMEP: IIPOEKT TI'EHOM YEJOBEKA "
TEXHOJIOI' U CEKBEHUPOBAHUAI.




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 .
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3AJIAUU MEPCOHAJIN3UPOBAHHOU
MEJIUITUHBI:

1. MMOHATD MOJIEKYJISAPHBIN MEXAHUW3M

3ABOJIEBAHUSI U HAUTU HAUBOJIEE BAJKHBIE
BUOMAPKEPDI

. CO3JAHHUE JIEKAPCTBEHHbIX CPEJACTB,

HAWBOJIEE D®®EKTUBHO JENCTBYIOIMINX HA

HYKHBIE MUIIEHU, CBA3BAHHBIE C
MMATOJIOI'MEN

. BOJIEE INMTYBOKOE MMOHUMAHUE IS
PABJIMYHBIX noanonyJasauuu
INATOT'EHETHYECKHUX MEXAHU3MOB

BO3HUKHOBEHMS U OCOBEHHOCTM PA3BUTHUS
3ABOJIEBAHUM, PA3AEJEHUSI UX HA THUIBI U
MNOJATUIBI



UcnonHutenb: EBponenickuin KoHcopuuym Gabriel

CoTpyaHn4ecTBO: 164 yyeHbix u3 19 ctpaH (23
uccnegoBaTesibCKUX rpynn)

O0beKkTbl nccrnegoBaHus: 10 000 actmaTukoB (aeTn
u B3pocnbie) n 16 000 sagopoBbIX UHANBUAYYMOB.

Kirouesbie pe3yiabTrarbl npoekta GABRIEL (2006-2010 r.r.)
O6Hapy:KeHbl HOBbIE reHbl, y4acTeBylowme B UMMYHHOM OTBeTe, MPOHULLAEeMOCTU 3NUTeNUA
6pPOHXOB M KOHTPO/1IE CKOPOCTU BOCCTAHOB/IEHUA NOBPEXKAEHUN CIU3UCTON 060/104KHK
AbIXaTeNbHbIX NyTEWN.

e ACTMy cunTanu egmHom 6onesHblo. Ho nonyyeHHble pe3yanbTaTtbl NpeanoaaratoT
6uonornueckue pasnnuma gna Tpex KAMHNYecKnx popm: geTcKkas, actma B3pOoC/biX U
TAMenaa actma.

® Anneprua ABNAETCA BTOPUYHBIM MO OTHOLIEHUIO K gedeKTam CAU3NCTon 060104KHU
AbIXaTeNbHbIX NYTEU NPU acCTMe U KOXKHOTo bapbepa y geteit ¢ aKk3emou. Tepanma TONbKO
annepruu He byaet apdeKkTUBHa.

e MpeacKasatenbHanA LEHHOCTb reHeTUUYECKUX TeCTOB HU3KaA. Heobxoauma naeHtnpumkauymsa
BHelwHecpeaoBbiX GaKTOpPOB.

e 0603HaueHbl muweHn ana 3dPeKTMBHOM Tepanmum acTMmbl.



OPUJTOCOPCKHUE ITPOTUBOPEYNSA N
KOH®DJIUKTDI 1IM

1. MAEA 1IM JUIA KAXKJIOI'O KOHKPETHOI'O
YEJIOBEKA HEBBIITOJHUMA, K. AJd TOIO,
YTObbl MEJUIIMHCKOE BMEHIATEJIBCTBO BbbLJIIO
BE3OITACHbDbIM, HEOBXOANMO IMPOBOAUTD
KIMHUYECKHE HUCCIEJOBAHUA HA TPYIIIIE
IHAIIUEHTOB.

2. MEANULINHA CTPEMUTCA K
CUCTEMATU3ALINAN n KIACCHDPUKAIINNU,
KOTOPBIE HUMEIOT HEJIOCTATKH (CJIOXKHOCTD
OPTAHU3MA, T'ETEPOI'EHHOCTb MATOJIOTUM H
1 P.).

CTAHAAPTU3ALIUA HHO3BOJIAET
I'OCYAAPCTBY PEHIATD HPABCTBEHHO-
IOPUINYECKHUE U DOKOHOMUNYECKUE BOITPOCHI.




OBJIACTHU IPUMEHEHUWA
MEPCOHAJIN3UPOBAHHOUW MEJIUIIUHBI

Haunboabumuii nporpecc B NpUMEHEHUHU MOAX010B
IIM mHaOaogaercss B JAUATHOCTHKE M JIEYEHMH
MYJbTHU(DAKTOPHLIX  3200J€BAHMIA: OHKOJIOTUH,
KAPAMOJIOTMM, JHJAOKPHUHOJIOTUH, JAa0OpaTOpPHO
MeAULUHE, THHEKOJOIrHU, PEeBMATOJOIMM, JAPYIHX
o0/1acTAX MeAUUMHbI, a Takxke (apMaKoJIOruu
(bapmaxkoreHeTuka, (papMaKoreHOMHUKA), BbISABJICHUE
JIEKAPCTBEHHON PEe3MCTEHTHOCTH, pa3padorke M
KJIAMHUYCCKUX UCIIBITAHUAX JIEKAPCTBEHHBIX CPEACTB.
B  opraHm3anMOHHBIX aCHEeKTax JT0 PaHHAA
AUATHOCTHKA, OIEHKa PHUCKAa, NPOPUIAKTHKA,
MOHMTOPMHI JICYECHHUS.




OnpepeneHne 3STHUYECKON NPUHAAJIEXKHOCTU NAaLUeHTa —
OAWH U3 cNoco60B 6bLICTPON OLLEHKN BEpPOSATHOCTHU
pPa3BUTUSA Y HEro onpeaesieHHoro 3abonesaHns nnm
peakuum Ha JI1C.

OaHako cyanuTb 06 3TOM MOXXHO, TOJZIbKO nNpoBeas
F’EHETUYECKOE TECTUPOBAHME (I'T).




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.



YotcoH [ BeHTep

2007-2010 r.r.

1850i1 900 r. |

KnuHuyeckasn NnpaKTukKa nepcouaanble reHomMbl




3PA IEPCOHAJIBHBIX TEHOMOB
2007 TOJI




«3Hameo nocnedoseamenbHocmeo ceoeli AHK
He MeHee 8aX(HO, Yem umemb aeémomobub. »
AMEWMC YOTCOH
A................ nosy4yaem us pyK
AxcoHamaHa Pomb6epaa yugposyro Konuro
ceoezo 2eHoma (2007)




INPOEKT 'EHOM YEJIOBEKA
Pacuiugposka B 2007 1. renoma Kpeiira Benrepa u
03BYYEHHBIM MM NMPOEKT aHAJU3a B OJIMoKaue roabl
resoma 10000 gyesroBeK, yMeHbIIEHHE CTOMMOCTH
CEKBECHHMPOBAHMSA, JAKOT HOBBIN UMITYJILC PA3BUTHUA
NMEePCOHAIU3UPOBAHHOM MEIUIIMHBI.




KAO/IMLMUA NEPCOHA/TU3UPOBAHHOW MEAULUHDI
Personalized Medicine Coalition (PMC)
Ap 3aBapa ABPAXAMC
9KCK/1I03UBHbIN AUPEKTOP

L..,__PMC Personalized
Medicine Coalition
[ﬁ] L feeled . Applera X CELERA

: I'ﬂsmmhzrd “l’l]ll uw SCIENTIFIC
Deloitte _, AMERICAN
LIFE SCIENCES denetlc Alllancé blomcaorl:sléﬁen[!%
‘3_153. JEAN INSTITUTE FOR MEDICA siemens  gLabCorp



EC u nepcoHaJIM3UpPOBAHHAS
) e MEIUIIMHA .

& DEVELOPMENT, L.L.C.

Pasutne IIM koopauHUpyeTCsd KOMHUCCHEH 110
3apaBooxpaHenuo EBpocorosa: B bproccesne B 2011 roay
COCTOSJIOCH NPEACTABUTE/IbHOE COBCIAHME IO PAa3BUTHUIO
yKazaHHoro HanpasjeHuss. Cos3pana  EBponenckas

accouuamus MEePCOHAJIM3UPOBAHHOM MeIUIIMHbI
(EPEMED, The European Personalised Medicine
Association). MupoBbie PBIHKH MEANLUHCKOMN
TEXHUKH M JIEKAPCTBEHHbIX CPEACTB B 3HAYUTEJIbHOM
CTeNeHH dbopmupyrorcst KPYIHBbIMH

TPAHCHAIIMOHAJILHBIMM  KOMIIAHUSIMH, TAaKHMH KaK
GeneralElectric, Siemens, Aloka, Philips, komnanumu
oonbmoin  ¢apmbl  (BigPharma) - Pfizer, Novartis,

Johnson&Johnson, Aventis, Bayeru ap. @



NPELUU3UOHHAA MEAULMUHA

Precision <+,




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.



KPYITHEUIIIAS BA3A JTAHHBIX IT'EHETUYECKOU Genomi cs ss
NUH®OPMAILIUU (BeauxkoOpuranus, 2015 r.)

s -
- L

Jecars KPYIHENImuxX (papManeBTHYECKHUX U
OMOTEXHOJIOrHYEeCKHUX KOMIIAHUH JTOTOBOPUJIUCH 0
COTPYIHUYECTBE C OpuTaHcKoOM rocyIapCcTBeHHOM
opranuzanued Genomics England ¢ meanro ucnob3oBaHus
reHeTuyeckod wuH@PopManuu mnanueHroB HaunumoHajabHOU
ciayx0bl 3apaBooxpaHeHusi Beauxkoopuranuu (NHS) B
MEANIUHCKHX HCCIAETOBAHUAX, YTO0bI pacmndpoBars reHom
100 THICAY HALMEHTOB, CTPAJAIIMX OT OHKOJOTMYECKHUX
nwian  peaxkux 3adoosesanuu. Crapr mnpoekra «l100 Twicsu
reaomo» cocrosiyica B 2012 . ( Oromker 100 MaH eBpo) H. K
2015 . ynajgoch pacuiupoBarb TeHOM 3 THICHAY MALUCHTOB.
Eciau k 2017 1. KOMOaHUM CMOT'YT JOCTUIHYTh CBOEH 1eJIU U
pacuiugposars 100 ThICIY reHOMOB, OHM CO0EpPyT OIAHY M3
KPYNHEHIIUX B MHUpe 0a3y [JaHHbIX TIE€HETHYECKOH
uHpopMauu.



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




Hoil — 6-J1eTHHI1 MAJIBYMK, KOTOPbIA CTPaaaeT
3200J1€BAHUEM, HA3BAHUS JUIS KOTOPOI'0 NMPOCTO HET.

B ssuBape 2015 . nporpamMmucTtsl U3 TOPOHTO HAYAIHN
TectupoBath cucremy (MatchMaker Exchange) nmo oomMeny
reHeTU4YeCKOM MHpopManuer Mexkay 00JIbHUAMU U
APYrUMU MEIUIUHCKUMU OPraHU3ANMAMM U IMIOKaA ee
[JIABHASA 1[eJIb — HAJIA’KUBAHUE B3AMMOACHCTBUE MEKIY
MEAUKAMM Pa3JINYHbIX CTPaH, KOTOPbIE 3AaHUMAIOTCH
npoodJeMoil peAKNX reHeTHYECKUX MYTAllMid B OJTHOM-
C¢IMHCTBECHHOM I'CHE.

NMatchrnhaker BEeEexchamge

Genomic discowery throuagh the exxchangse of phenotypic & genotypic profiles




Pa3pa0oTyuKku CYUTAIOT, YTO HAMJYYIIUM pellleHueM
SIBJISICTCS CO3JAHUEM KOMIILIOTEPHOM CETH, JAHHbIC B
KOTOPOM OVIYT AeHEHTPAJU30BAHbI. Y KAXKI0M OPraHu3aluu,
HMeEIOIIEeH TOCTYII B TAKYIO CeTh, OYAYT pa3jiM4HbIe AaPXHUBbI
JAHHBIX U YPOBHH JA0CTYIIA, YTO PEUIUT MPO0JIeMy XPaAHEHUS

4aCTHOH MH(OPMALMH.
JIro00i1 YeJ10BeK ¢ paKkoBOil ONMYX0JIbI0 WIN APYTrUM

CJIOKHBIM 3a00/1eBaHueM MoJayuyuT pacmupposky JHK,
cpaBHenue ero JJHK ¢ undgopmanuen or apyrux Jroaen
MO3BOJIUT ONPEACTUTH JYYIIHA METO/ JIeUeHHE, a JIeUeHHe,
B CBOIO 0UYepedb, CTAHET MHANBHUAYAJIbHbBIM.

Panee rpynna kanaackux reHeTuxkosn ¢ 2011 mo 2013 r.
[PY MOMOIIM METOAA FeHeTUYECKOI0 AaHAJIHU3a CMOILJIA
UIACHTU(PUUHUPOBATH 355 3200/1IeBAHUH, KOTOPbIe KAHAJACKUE
MeAMKHN He MOIIM pacno3Harb. Ilociie Hayasa padoTsl
V100AJIbHOM CUCTEMbI POLEHT YCHEINHbIX CJIY4YaeB
BO3PACTET MHOTOKPATHO, U CJIYYau U3JICUYCHUS CJI0KHBIX
NJI MACHTH(PUKANMM 3200/1eBAHUI NEePECTAHYT ObITh
PEAKOCTHIO.



MOBU/IbHAA MEOAUUUHA mHealth

HOCHUMBIE YCTPOMCTBA, HOAKJIOYEHHBIE K IJIAT®@OPMAM
MO3BOJAT OBECNEYUTHh ®PAKTUUYECKU HEMPEPLIBHOE
MEJUIMHCKOE OBCJYKUBAHUE, B UACTHOCTH
OBHAPYKUBATH PAHHHUE MPU3HAKHU MMPOBJIEM CO
3/IOPOBBEM.

POCT UHBECTHULIUHA B IUD®POBOE 3]PABOOXPAHEHUE
YBEJINYNJICA C 1,5 mapa. goanapos CIIA B 2011 r. 10 5,8 mupa.
noJiapos B 2015 1.
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TPU BA’)KHEUIIINX TEXHOJIOTUU HAYAJA
BTOPOI'O JECATUJIIETUA XXI BEKA:

YCOBEPHIEHCTBOBAHHUE TEXHOJIOI'UHU
HATIPABJJEHHOHU KJETOYHOHU JUPPEPEHIIMPOBKU;

CO3JAHHUE U UCITOJb30OBAHUE CUCTEM
PEJAKTHUPOBAHUSA TEHOMA;

SHAYUTEJIBHOE YAEHIEBJIEHUE U PYTUHHOE
INPUMEHEHUWE 'EHOMHbBIX CEKBEHATOPOB.



MOUCK HAUBOJIEE SHAHYNMDbIX
NABOPATOPHbIX BUOMAPKEPOB U
OMMUKCHDbIE TEXHOJTIOIUMN.




Genomics (DNA- 25,000 genes)
f[eHOMUKa

Transcriptomics (RNA - 100,000 mRNA’s)
TpaHCKPUNTOMMUKA

mukpoPHK (2000)

roteomics (Proteins - 1,000,000 proteins)
NpoTeomuka

Metabolomics (molecules)
MeTtabonomuKa



I'EHOMMHKA.
I'EHETUYECKHUE BUOMAPKEPDI.




I'EHETUYECKHUE USMEHEHUA

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




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.
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TAIIJIOTPYIIIBI
MUTOXOHIPUAJBHOMU JTHK

Simplified mtDNA lineages
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BJIANAHUE MUTOXOHIPUAJIBHDBIX
TAIIJIOTHUIIOB HA OPITTAHU3M

lamtorpynmna IoHuKeHHas BEPOATHOCTDb

J, UK 0oJ1e3Hu IlapkuHCOHA

U T 00J1e3HM AJblIreiiMepa

T paka rpyau

H BO3PACTHOU JereHepanum
CeTYATKH

H cerncuca

N9a nuadera, MeTa00JIM4IE€CKOr0

CHHIpPOMA U
HH(PAPKTA MHOKAP/AA Y a3MATOB



PHROM

3BecTHO _00Jiee  aABYX Thica4 MHUKPOPHK
yejoBeka (miRBase), Kakaas M3 KOTOPBIX MOYKET
PervjupoBarb padoTy COTEH Tr¢HOB-MMIIICHEH.

Mukpo-PHK (miRNA) — 310 KiIacc MaJjabix
PHK, koropble HMEWT [MJIHHY OKO0JO 22
HykJgeoTuaoB. Itu PHK urparort BaxxHyio poJib B
peryasauuu TpaHcasuu u aerpaganuun MPHK.

Peryasiuus OCYILIECTBJIAETCH nyTem
KOMILJIECMEHTAPHOI0 CBsi3bIBaHUA MHUKpPO-PHK ¢
MHUIIEHAMHA — YAaCTHUYHO KOMILIEMEHTAPHBIMHU

cauramMum B HerTpaHciaupyembix ydyactkax MPHK.
Kak u Bce Buanl PHK, mukpo-PHK koaupyrorcs
reHaAMMU.



FEEHOM 4enoseka cogep¥®uT =23 TbiCc reHOB W 1600 reHos MUPHK
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carcinoma and
breast cancer Drug
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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



MWUKPOBUOM U METATEHOM B
JIABOPATOPHOU U

NEPCOHANN3UPOBAHHOU MEAULVHE




Ilepekochbl BO BHYTPEHHEH MUKPOQJIope CBA3BIBAIOTCS C PAAOM
3200J1eBAHUH U HOCAT UHAUBHUAYAJIU3ZUPOBAHHBIA XapaKkTep (3aBUCAT OT
BO3PAacTa, MmoJia, ITHUYECKON NPUHAMICKHOCTH U JIP.) - AHAJIU3
METAreHoMa SABJIAETCH OAHUM M3 Pa3/e/I0B EePCOHAIU3ZUPOBAHHON
MeANLUHBI.

Y ABYX NPOU3BOJBHO B3ATBHIX JIAEH U MACHTHYHBIX
OJIM3HEI0B COCTABLI MUKPOOMOMA He coBnaaawT. CocTosiHUe
3J10POBbsSI OPraHU3Ma 4YeJI0BeKa, BO3MOKHO, OIpenaesIsieTcs
0CO0EHHOCTAMHU MHUKPOQIOPHI B HEe MEHbIEH CTENEeHH, YeM
reHETUKOM, TaK KaK I0C/JIed0BaTeJbHOCTh HYKJIEHHOBbIX
kucjaor (HK) y Bcex onunakoBa Ha 99,9%. Tem He meHee, y
0OJILIIMHCTBA JIIOAEeH — HECMOTPS HAa HECX0KeCTb HX
BHYTPEHHEel MHUKPOOMOJOTHYECKOM Cpeabl IMPUCYTCTBYET
OJMHAKOBBIN HA0OpP MOJIe3HBIX OAKTEPHAJbHBIX TI'€HOB,
KOTOPbI€ MOI'YT MMeTh Pa3HOe MPOUCXOKIECHHUE.



B Tene yenoseKka 60/1bLUMHCTBO K/IETOK He
yenoseyecKue, nx scero 10%,

octanbHble 90% —6aKTepuanbHbie
B navausie 2010 . EBponeiickasi rpynna onyoJuKoBaJja
nepeyeHb reHOB 0aKTepHii, 3aceIsII0IUX MUIEeBAPUTEIbHYIO
cucTeMy 4yejgoBeka. OH BkJaw4aeT 3,3 MJIH eqiuHuL (0T 00J1ee 1
ThIC. BUJIOB) — 4TO0 nNpuMepHo B 150 pa3 6osbiie Tex 20-25
ThIC. TEHOB, UYTO COAEPKATCS B HAILIEM IFeHOME.




bakTepyu B KHIIIEYHUKE MOACIUIN JIIOJACH HA
TPU IPYIIIBI.

EBponeiickue Yy4€éHbIe B XO0JA€¢ HeEJIAaBHEIro HCCJIACA0BAHUA
PACCOPTHPOBAJIHU MANUECHTOB o 0aKkTepHAJIbHBIM
Mukpoduopam. Oka3zajochb, 4YT0 10 COCTABY MHMKPO(DIOPLI
BC€  NMPOObI __ MOXKHO _NOACJMTHL __HA _TPHM __ KATEerOpHH,
NPUHALICKHOCTh K KOTOPBIM _HMKAK _HE 3aBHCeJIAa 0T
BO3PACTA, 10J1a, HANMOHAJBHOCTHM WJIM _PALMOHA JIKJIEH,
npuyeM HoBbIe JdaHHble OT 400 yesoBeKk NMOATBEPAUIH
YKa3aHHbIE BbIBO/IbI. HUccaenoBarenu 00beIMHUIIH
nonyJsAuMu OakTepu B KJIaCTepPbl, HA3BAHHbIE COIVIACHO
AOMUHHUPYOIIMM B HHUX poaam: Bacteroides, Prevotella
1 Ruminococcus.




INOKAZAHA TEHETUYECKAA ITPEAPACITIOJNOKEHHOCTD K
TYBEPKVIIE3Y, CAIBMOHEJUJIE3Y, BUPYCHDBIM I'EITATUTAM,
KJEIEBOMY SHIE®AJIUTY, FOJIE3HU JIAUMA, BUY U JIP.

B PASHBIX IHTOITYJIIAIINAX MUPA TOKA3AHA
ACCOINNAIINA 3ABOJIEBAHUSA TYBEPKYJIE3OM U
JENPOU BOJIEE YEM C 20 TEHAMM.

IHOINMMOPOU3M I'EHOB SLC11F1, VDR, IL1B, IL1RA,
IL1BB BUINUMO MOXET OIIPEAEJATD OCOBEHHOCTH
TEYEHUSA TYBEPKYJIE3A.

IHOABEP KEHHOCTDb BUPYCHBIMU I'EITATUTAMHA
I'EHETHYECKHU JETEPMUHUPOBAHA, IO-BUINUMOMY,
BOJIBIIIOE 3HAYEHUE B OTOM UMEIOT I'EHbBI
NMMMYHOI'O OTBETA U BOCITAJIEHHUA. U3YUYUEHA
ACCOINUAINUA TTOTUMOPDOUIMA ITPUMEPHO 20
I'EHOB-KAHANJIATOB C BUPYCA I'EITATHUTA.



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.




O030p TKaHecnmeNU(PUIHBIX 0€JIKOB MO3BOJIHJI
C1eJ1aTh BbIBOAbI, KACAIOIIHUECH NPUMEHAEeMbIX

JIEKAPCTB.
OKoJ10 TpeTH JIeKApPCTB, HAICJCHHBIX HA

padoTy ¢ KOHKPETHBIMHM 0eJIKAMH B KOHKPETHbIX
TKaHAX, HAa caMOM Jejie He  ABJAIOTCH
TKaHecnenupuuabimu. Hx  npeamosaraembie
MHUIIEHH B JCHCTBUTEJIBHOCTH NPHUCYTCTBYHOT B
pPaBHOHM Mepe BO BCeX APYIruX TKaHSAX, YTO MOKET
AaBaThb MHOXKECTBO MNO0OYHBIX [CeHCTBUUA U
(papmakosioram MPeaI0CTABJICHA BO3MOKHOCTD
BbIOPAThL HOBBIC TKaHecHeHMU(PUYHBIC MUIIICHU.
Nmeercst 0K0JIO THICAYM 0€JIKOB, MEPCIHEKTUBHbIX
JIJIl MOUCKA HOBBIX JIEKAPCTB.



«AJIAM» IEPCOHAJIN3UPOBAHHOU
MEJIULUHBbI MAUKJ IIHAWJEP)




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,
NMPOBEAEHHBIE HA OAHOM YEJ/IOBEKE B TEYEHUE 14
MECALEB U BbIABNAET USMEHAIO3SUECA MOJTEKYZIAPHDBIE U
MEOUUUNHCKU SBHAYUMDIE PEHOTUTNbI.

[eHOMHbIe U 3KCNPEeCCUOHHble JAaHHbleé CamMoOro BbICOKOTO
paspeweHna, nexawme B OCHOBE aHa/AM3a NOKasanu
3HaUUTEeNbHblIE AMHAMUYECKNE WU3MEHEHUA B Pa3INYHbIX
MONEKYNIAPHbLIX KOMMOHEHTAaX U bObuMonoruyeckMx nyrtax s
YCN0BUAX HOPMbI 1 60ne3Hu.



NurerpupoBanHoe nNepcoHaAIbHOE OMUKCHOE
npopuauposanue (MI1OII)
(Integrative personal omics profile (iPOP) or “Snyderome’)

CreneHb MHAMBUAYAJIBHOCTH CTaja sCHa OJarogaps
NEePCOHAIMIMPOBAHHOMY OMHUKCHOMY MPO(QUINPOBAHUIO,
B nepByw ouepear JIHK u PHK-cexBeHupoBaHuIo
nmporeomMa, MeradojI0Ma, »JSINUINeHOMAa, MHUKpPoOOMOMAa H
npobuasa  anrures. IloaBuiauce  OecrnpeneaeHTHbIE
BO3MOKHOCTHM IJIsI Pa3sBUTHSA NPEBEHTUBHBIX CTpareruu
COXpaHEHUS 310POBbSI.

2012 roxg IInayaep M ero Ko/UIerH HA OCHOBE OMHKCHBIX
JAaHHBIX , BKJIKYafA IOJHOI€HOMHOE€ CEeKBEHHPOBaHME,
MEeTWJIMPOBAHHE, MHKpPOOMOM (MoO4Ya, KOXKa H 1p.)
npoanaguzuposas 1 rterpadair (1Th) undopmanuu nmo
cukBeHcy, 2 Th mno s’nureHomMHbIX aaHHbix, 0,7 Th mo
Tpanckpuntomy U 3 Tb MukpoOuMomMa mnpeackasaau
B0O3MOKHOCTH CJI.



AamM nepcoHaaM3upoBaHHOM MeauuMHbl —Maliki HIunanaep

B Teyenue yxcnepumenTa Manki nepeHec aBe
MPOCTYIAbI U OTBET OPraHU3Ma HA BTOPO BUPYC ObLJI OYEHb
CTPAHHBIA — PE3KO0 MOJACKOYHJ YPOBCHb INIMKUPOBAHHOIO
reMorjioOMHa — nmokasareJisi mpooJieM ¢ yCBOEHHEM
[VIIOKO3bI. /Ipyrue Mapkepbl YKa3bIBAJIA HA HAYAJI0
pPa3sBUTHA JMadeTa BTOPOIro TUNA, TPULTEPOM JLJIsI
KOTOPOI0, BUANMO, IBWJIACHL MH(peKIusa. Bpau moareepani
JIMATHO3.

Maiiki pe3ko U3MEeHUJ 00pa3 KU3HM, CJIeAYyH
PEKOMEHIAUAM Bpaya, U Yepe3 HeCKOJIbKO MecCsleB
HAYaABIIUKACA ObLI0 AHa0eT ObLI 3a1aBJIEH U YPOBEHb
IJIIOKO3bI HOPMAJIN30BAaJICs !



BOJIBTEP

« JOKTOPA — OTO TE, KTO
MPOIMUCHIBAIOT JIEKAPCTBA,
O KOTOPBIX MAJIO 3HAIOT,

YTOBbI JIEYUTH BOJIE3HU, O
KOTOPBIX OHM 3HAIOT EIIE
MEHBIIIE,

Y JIOAEU, O KOTOPBIX OHU HE
SHAIOT BOOBIIE HUYEI'O ».
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MorpofosaTH K NEPEATA Ha N TOE NEYEHHE

[Te4HBA ONLIT BpEYE OcozHamd Quardos epaya

JATPATHL BPEMRA, AEHLIW W 300POBLE JHOHOMER. BDEMA, LEHECW W BPeMA GONEIEM




Personalized Medicine - The Goal
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OpobpeHHble FDA
dapmakoreHeTU4YeCKue TecTbl

BoiasneHue nonmmopdpusamos reHos CYP2D6 n CYP2C19 ans
BblOOpa aHTUAENPECCaHTOB U HEUPOIENTUKOB, a TaKKe UX
Ao03.

BbiasneHne nonmmopdunamos reHa CYP2D6 gna Bbibopa
A03bl aTOMOKCETUHA Y AeTei ¢ cMHgpomom gedpuuymTa
BHMMaAHMUA.

BbiasneHne nonmmopdpusmos TPMT ana sbibopa oo3bli 6-
MepKanTonyTpuHa y AeTen € 1IeKo3amu.

OnpepeneHune skcnpeccun reHa HER2 ansa Bbibopa
TpacTtysymaba (xepuentuHa) y }KeHLUH C PAaKOM MOJIOYHOMN
yKenesbl.

BbiasneHne nonmmopdunamos reHa CYP2C9 gna Bbibopa
AO03bl BapdapuHa
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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



MHUKPOBHUOYHUIIBI




OBNACTU NPUMEHEHNA MWKPOBNOYNTTOB

BbIABJIEHUE NTHOEKIIUMOHHDBIX ATEHTOB U UX
AHTUBUOTUKOYCTOHUYUBBIX ®OPM

MHOJIUMOPO®AU3M ITO EAEHUYHbBIM HYKIIEOTUAAM
(OHKOJAOI'MYECKUE, CC3 U 11P.)

NCCIEJOBAHUE SDKCIIPECCHUU I'EHOB, ITPOP®UNJIA
MUKpPOPHK

N3YUYEHUE BOCITPUNMYUNBOCTH K JIC



bHoYHnbI HA OCHOBE
MUKPOMIIONIOMHBIX TEXHOJIOTAH



The Dynamic Array ™ Architecture




9,216 data points 2,304 data points




Negative control




I'EHETUYECKOE TECTUPOBAHUE

B Hacrosimiee Bpemss B IIM MOKHO BBIZCJMTHL HECKOJIBKO
HanpaBjgeHu [I'T: npeuMIUIaHTALIMOHHOE, IpPeHATAJIbLHOE,
HCOHATAJIbHOE, MEAMATPUYECKOE M TepamneBTHYEeCKoe I
B3pocyioro HacejgeHuss. O0biyHo I'T nmpumMeHsAOT B ciay4yasx
HAJIUYHUA KIAHAYECKMX CHMIITOMOB WA POACTBEHHUKOB,
CTPAJAIUX ITeHeTHYEeCKUM 3a0osieBanueM. TexHouornuecku I'T
OCYIIECTBJIACTCH JBYMS _METOAAMH, BO-IIEPBbIX, TapreTrHoun
AMATHOCTUKON NPH HAJIMYMM KOHKPETHbIX TIe€HETHYEeCKHX
oJIUMOPpPpU3MOB, , BO-BTOPbIX, MOJTHOT€HOMHOTI'0
CeKBeHHMpOBaHMs. B mHepBoM cjyyae HCCIEAYIOT KOHKPETHbIE
reHerudeckue noaumMopdusmbi: OHII, CNV, BcTaBKM, aejenuu,
AYIUIUKANMYA U T.J0. HeJEBbIX T€HOB HJIHU XPOMOCOMHOI0 PeruoHa.
T110JIHOr€HOMHBIE MCCJICIOBAHUS IPUMEHAIOT NPH 3200/1eBAHUAX C
HEe COBCEM YEeTKOM KJIMHMYECKOW KapTuHoil, M®P3, a rakxe npu
IPOBCACHUN CKPUHHUHIOBBLIX WCCJICIOBAHUU /IS BbIABJICHUA
PEAKMX U HEe OUYEBUIHBIX (DEHOTUIIOB




1 TACC
(@YAVA
\GC
GC
PUA
GAGCTT
JPAVAVAYEY
AT TGAGAL
GACTAAATA
GT Ay o1 1=
GTARGE,
CG ATCAA‘I_I'
ACBRAACGTC
G A CGAACGCRRIC/ ,
WACANATCAATTORGARE |
G GTATCAATERS AR
ST/ ATTACTTG S
G AAAGATTAC
A TATCAAT TG/
' ilen




CEKBEHUPOBAHMUWE HOBOI'O NIOKOJIEHUSA
NEXT-GENERATION SIQUENCING (NGS)

B 2005 104Y BOZHUKJIA IIEPBBIE IIVIAT®OPMbI 1JIAA
IHAPAJIVIEJIBHOTI'O JHK CEKBEHUPOBAHUS, OTKPLIB JOPY
CEKBEHUPOBAHHUA HOBOTI'O TIOKOJIEHUA

B HACTOSIIIEE BPEMS HA PHIHKE JIMIUPYET KOMIIAHUS
ILLUMINA, KOTOPAS 3A JIBA-TPU T'OJIA COBUPAETCS
JTOBECTHU CTOUMOCTD MOJHOTEHOMHOI'O
CEKBEHUPOBAHHUS OJJTHOTO TEHOMA C 30X IOKPBITUEM
(KPATHOCTB TPOUYTEHUS) IO CYMMbI MEHBIIIE 1000
JIOJIJIAPOB CIIIA.

TAPI'ETHOE CEKBEHUPOBAHHUE — OT'PAHUYEHHOE
UHTEPECYIOIIUMHU UCCJEJOBATEJEN YYACTKAMU
I'EHOMA, KOTOPBIE MOKHO ITPOYUTATD C BOJIEE
BBICOKHUM ITOKPBITUEM.




NMONTHOTEHOMHbBINA U 9K30MHbINA CUKBEHC

JlJis1 mpoBeIeHus MOJTHOT€HOMHOI0 CMKBEHCA FeHOMa
YyeJI0BeKa He00X0AuMbI 3-4 THA HaYUHaA C
npooonoaAroroBku, 303-403 kpaTHOro NMpoOYTEHUS C
pasmepamu pparmeHToB 250 1.H.

Jk30Mm cocrasiaser 1,5% renoma npu 6os1ee yem 1003
KPATHOM NPOYTEHHUH.

( Topol E.J. Individualized medicine from prewomb to
tomb.//Cell. — 2014. — 27.)

CpaBHeHue npoBoauTCcs ¢ pedpepeHcHbiM renomom o OHII,
nejgenquu-uHcepuuu, CNV u apyrum nojaumopdpusmam.

( Frazer K.A. et al. Human genetic variation and its
contribution to complex traits.//Nat. Rev. Genet. — 2009. —
10. — P. 241-251.



CEKBEHUPOBAHMHME 2014 'O
K 2011-2014 rr. ciaoxxkuiiach 0oJiee poOBHAS CUTyalusl U

HeJbI0 SABJSETCHA [JOCTHKCHHE LEeHbl CEKBEHUPOBAHMSA
nosiHoro reaoma 3a 1000 mosutapos CIIA. ®dupma Life
Technology npeacrasuia B 2012 r. cekBenarop Ion Proton,
KOTOPBIN JOJIKEH ObLI K KOHIY TIo0da BbIUTH HA
YKa3aHHbI YpPOBeHb CTOMMOCTH. OQHaAKO B HacCTOsIIEe
BpeMsd  CTOMMOCTb INPM  aHaJM3€¢  3HAYUTEJbHOIO
KoJiM4YecTBa 00pasuoB koJebdaerca mexay 5000 u 4000
nosuiapos CIIIA.

B 2012-2014 . B CIIA noABMJIMCH IIepPBbIe
PYTHMHHbIE JAMATHOCTHYECKHE METO/bl, OCHOBAHHbIE HA
TE€XHOJIOTH X BbICOKONMPOU3BOUTEIBHOI0
CeKBEHUPOBAHMA, a cexkBeHartop MiSeqDx moay4uuJ
onoopene FDA 1o mnpuMeHEeHHI0O B MeIUMIMHCKOH
IPAKTHKE.
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I'enepanabHbiii aupexkTop KoMnaHuu Illumina, dxen
DTN, 3a9BUJI, 4YTO MNoJHOoe cexkBeHupoBanue JIHK puan
KAK/0T0 HOBOPOKIACHHOI0 OyleT TEeXHMYECKHM BO3MOXHBIM M
AOCTYIIHBIM MEHee YeM 32 NATh JIeT, YTO 00e1aeT peBOJIIHI0 B
3apaBooxpaHeHud U K 2019 roay oHo Oyaer o0ObIYHBLIM aejioM. B
kKoOHUe 2013 . 0 TrOTOBHOCTH K 3TOMY 3APaBOOXPAHCHUS
BequkoOpUTaHUU O0BABUI MHUHHUCTP 3APABOOXPAHEHUA M
3allylIeH NMPOEKT, HEeJbI) KOTOPOro SABJIACTCH CEKBCHUPOBAHME

100 000 MOJIHbIX reHOMOB K 2017 roay.

>




CUKBEHC C UCITOJb3OBAHUEM HAHOIIOP
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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.




HAYHNHAS C 5 HEJIEJIM BEPEMEHHOCTH TPOBOJUTCSI 3ABOP 18 MJI
BEHO3HOM KPOBHA

NHK pebeHka B KpoBu maTepu

[ lnaueHTa MaTtepuHckas
‘ ‘ KpOBb ‘
o
Fis T
ie it e
_ e iz |

bPapa bHecknetodHaa [HK nnona
paa bHecknetodHana [IHK marepu



Ko/inuecTBEeHHBI, KOIIA NPOCTO CPABHUBAKT KOJIMYECTBO
uccjaeayemMbix xpomocoM (13, 18, 21 ¥ mo10BbIX)
OTHOCHUTEJILHO IIECTON U ONPeaeA0T BEPOATHOCTL HAJIUYMSA
cunapomoB Jlayna, Insapaua, Ilaray, Kinaindgeabsrepa u

Tepuepa.
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CJOKHBIM TEHOMHBIHA JIAHIIIA®T OITYXOJIN

HNCIHOJB30BAHUE METOJOB NGS ITOKA3AJIO UTO OIYXOJIb
NPEJACTABJIISIET COBOH COBOKYINHOCTH KJETOUYHBIX
NONYJISINUU C PASVIMUHBIMU TPOPUJISIMU TEHETUUYECKHUX
HAPYIHIEHUMN.

MOJIEJIb «BETBSILIEVCS IBOJIIOLIUN»: OITYXOJIb
WHULIMUPOBAHA KJIETKAMU, HECYIWMMHM [EPBUUYHYIO
MYTALIAIO, YEPE3 HEKOTOPOE BPEMSI JAET HAYAJIO
HEJOMY PIAY KJOHAJBLHBIX KJAETOYHBLIX HOOMYJISLUMA
(JIOMAETCSI CUCTEMA 3ALIATHI THK)

TEXHOJIOTUN CEKBEHUPOBAHHUSA EJEHUYHbBIX KJIETOK
IHHO3BOJIAIOT BbIABIATH PAZHOOBPASUE HUX TI'EHOMHBIX




I'T oHKOJOrHYeCKHUX 3200J1eBAHUN

IIo oueHkaM I 3JI0KAYECTBEHHOM TPaHchopMalUM KJIETKH B
3aBHCHMOCTH OT THUNA paka HeodxogumMo or 3 g0 12 myraumu.
Hexoropbie myranuu (TPS53, KRAS wu psag apyrux) BbIBJISIIOTCH B
psajae omyxoJiei, a HeKoTopblie TKaHecnenupuunbl (RB1). Texnosiorus
BbICOKOIIPOM3BOAMTEIHLHOIQ CEeKBEHMPOBAHUSI 103BOJIACT
MPOAHAJIM3UPOBATHL BCE MYTAIMUA T'€HOMA OIYX0JIeBOW KJIETKH B OJIHOM
CCeKBEHHMPOBAHUU _ 3K30MA. XOTH ONYXOJM 4YACTO TeHETUYEeCKH
reTeporeHHbl 0J1arogapss MHOTOKPATHOMY MPOYTEHHMI0 T€HOMA JIaKe
peaKue BAPMAHTBI MOTYT ObITh UACHTU(PUIMPOBAHbDI.

OTMeTHM HEKOTOpPbIe 0COOEHHOCTH U OTPAHUYECHHUSA NPH AHAJIU3E
PAKOBBIX TI'€HOMOB: orpanuuyeHHoe kojauvecrtso /IHK B Oumonrare,
HEKPOTHU3AlUA ONyXoJeM W TNpPUMEeCH HOPMAJIBHBIX KJIETOK,
pasjiM4yHble  KJOHbI  ONYXOJHM, a  TaKxke  Heo0X0AUMOCTh
OJJTHOBPEMEHHOI'0 CEKBCHUPOBAHUS TE€HOMA MANMEHTA, OMYXO0JH M
pedepeHcHoro.



CuxkBeHC 0ITHOM KJIIETKH

BO3MOXKHOCTb CUKBEHCA UHAUBUAYAJIbHbIX
K/ZIETOK OTKPbIBAET HOBbIE BOSMOXHOCTU ANA
BUO/S1OTUUN U MEOULIUHDI.

( Battlich N. et al. Image-based transcriptomics in thousands of
single human cells at single-molecule resolution.// Nat.
Methods. — 2013. -10.-P. 1127-1133.

TETEPONEHHOCTb AHK B ONYXOJIEBbIX TKAHAX NO
CPABHEHMIO C HOPMAJIbHOWU, OT NALMEHTA K
NMALUUEHTY. DE NOVO MYTALMUU, HABTIOOAEMDIE B
CMEPME C BO3PACTOM, ACCOLMUPYIOTCA C AYTUSMOM,
LUIM3ODPPEHUEN, U YMCTBEHHOWU HEQOCTATOYHOCTM.

( Boycott K.M. et al Rare-disease genetics in he era of next-

generation sequencing: discovery to translation.// Nat.
Rev. Genet. — 2013. — 14. — P. 681-691.)



KUOAKOCTHAA BUONCUA

BbIABJIEHUE UUPKYJIUPYOLLIUX
ONYXOJIEBbIX K/IETOK (LLOK,CTC)



Harouaka R., Kang Zh., Zheng S. et al. Circulating tumor cells: advances in isolation and analysis, and
challenges for clinical applications.//Pharmacol Ther. — 2014. — 141. — 2. — P. 209 — 221
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CTC - MUKPOBUNOYUAI

CTC-4yun coCTOUT U3 KPEMHHEBOI0 YHUIIA ¢ MPUCOCAUHEHHBIMH K HEMY
KOJIOHKAMH, KaMepbl, KyAa MOMENIAT YUIl U MHEBMATHYECKOI0 HAacCocAa.
KoJJOHKM TNOKPBLITHI AHTHTEJAMH K  aAre3MBHBIM  MOJIEKYJIaM
ynutenagabHbIX KJIeTOk (EpCAM., epithelial cell adhesion molecule)
UIPAOT POJb MHHHMATIOPHLIX INPOOHMPOK, B KOTOPBLIX CMEHINBAIOTCS
KJeTKH " xumudyeckue BemecrBa. CTC-uunm comepxur 78 ThIC.
MHUKPOKOJIOHOK, BbIXBATHIBAKOIINX PAKOBbIe KJIETKH H3 CMeCH
HOPMAJIBHBIX KOMIIOHEHTOB KpPOBHM. B oTiiMuMe OT OOBLIYHBIX KJIETOK
MOYTH BCE KJIETKH KAPIUMHOM HecyT Ha nmoBepxHocTu EpCAM.

CTC-yun oOHapy:kuBaer oany [HOK kpoBu gake cpeay MUJLJIHapaa
HOpMAaJILHBLIX, B 100 pa3 mpeBocxoasi N0 YYBCTBHTEJIbLHOCTH HauOoJiee
pacnpoCcTPpaHeHHble MeTOoAbl WIEHTH(GHKAIMHA aHOMAJbHBIX KJIETOK,
Tpedywiue HWHKY0auuu O00JbIIHUX O00b€MOB KPOBHM € MNOKPBITHBIMH
AHTUTEJAMU IHAPUKAMM.




PakoBasi kjieTKa Jierkux "mpuiauimia’ K MUKPOKOJIOHKeE
CTC-yuna, KoTOpasi MOKPHITA AHTUTEJIAMHU K OJHOMY U3
MOBEPXHOCTHBIX 0€JIKOB KJIETKH.

Pasmepsnl kaxaoi kojaoHku - 100 x 100 mxm




1. Immunophenotyping

EPISPOT

Dual fluorescent

Characterization Detection

3. Mutation, genome analysis 4. Gene expression, profiling
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POCCHS (2016 1.):
HAIINMOHAJIBHASA ACCOIINAIIUSA

JABOPATOPHOMU,
IMMEPCOHAJIN3UPOBAHHHOU U
TPAHCJISLIMOHHOUW MEJIULIMHBI

(HAJIITM.P®, NALPTM.RU)



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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HAIIMOHAJIBHAS ACCOLUALIUS
JABOPATOPHOMU, MEPCOHAJU3UPOBAHHOU
U TPAHCJALMOHHOU MEJIUIIMHBI
(HAJITITM)

KObunenHbin XX Popym
«HaunoHanbHble AHWM nNabopaTopHOMU

meauuuHbl Poccumn — 2016»
14 — 16 ceHTAbpa 2016 .

CnopTuBHbLIK KOMNAEKC
«ONMMNUUCKUNY
(MockBa, OnMMNUMACKUN NPOCNEKT,
119)

7 (495) 505-20-21 mmaexpo@mma-expo.ru
7 (495) 532-97-76 www.mma-expo.ru/lab/




bJIAT'OAAPIO 3A BHUMAHMUE!




