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Hear KoHnenmun

IHeabo KoHunenuym saBjasieTcss oOecnedyeHue JOCTYIHOCTH
NEPCOHAJU3UPOBAHHON  MEIMIMHCKOM  IIOMOIIMA C  IeJIbIO
JOCHUMIITOMATHYECKOI0 IPOTrHO3UPOBAHUS PA3ZBUTHUS 3200J1eBAHUM
U MX IPOPUIAKTHKHU, NOBbIIICHUS 3P PEKTUBHOCTH TPATUIMOHHBIX
METOA0B JIEYEHUs NyTeM IePCOHAJU3ANMU HUX IPUMMEHEHHUs, a
TaKKe  TNPHMEHEHMSsI B IIPAKTHYECKOM  3APABOOXPAHEHHUM
HHAMBWIYAJbHO NPOM3BOAMMBIX IPOAYKTOB (IIpenaparoB) I
JieyeHusl. JIoCTHKEeHHE 1eJIed OCYIIECTBISCTCH pelieHueM 3a/1a4.:

-onpeaejeHue MHIAUBUAYAJIbHOIO PUCKA PA3BUTHS HeMH(pEKIHOH-
HbIX 3200/IcBAHHMII HA OCHOBe MACHTHGUMKALIMHA MOJEKYJIAPHO-
reHeTU4YEeCKUX MAPKEpPOB M MHBLIX OMOMAPKEpPOB M NPO(MUIAKTHKA
TaKHX 3200J1€eBaHUMN

-BbISIBJIECHHE M  KOPPEKIHMA  MOHOI€HHBIX HACJEICTBEHHBbIX
3200/1EBaHUM ;

-IIEPCOHAJIN3ALNS __ MEeIUKAMEHTO3HOM Tepalluid MW IPUMEHEHHeE
HHIUBHUIYAJIBHO U3roTOBJIAEMBIX IEePCOHAJTU3UPOBAHHBIX
NPOAVKTOB JICUCHUSI.




Ilporpamma pyHIaMEHTAJIbHbBIX HCCJICIOBAHUHA
rocylapCcTBEeHHBIX akageMuii Hayk Ha 2013-2020
I'OAbI ( Pacnopsixenue Ilpaureancrea P® 03.12.2012 )

bamkaniien  1MeJbl0  POCCHUNCKOW _ MEIUIMHLI
SIBJISICTCH  BHEAPCHHUE  NEPCOHAJIM3MPOBAHHOMU
MEIUIMHBI,  NMPEANoJaramiee He  YX0a _ OT
TPAJAUIMOHHON MEIUIMHBI, a (pOopMHUpPOBAHHUE HA

OCHOBE TPAAMIIUOHHOLO 0aszuca
NEePCOHAJMIMPOBAHHOIO  MOAX0AA K KaXKIOMY
yeJ0BeKY C Y4eTOM HHIANBUAYAJLHOM

bapMaKOKMHETHMKH,  CO3JIaHMSA __ aVTOJOTrMYHbIX
KJETOYHbIX M TKAHEBBLIX NPOAYKTOB, B TOM YHCJIE
KOMOMHHPOBAHHBIX.




NCTOPUUYECKUE ACHHEKTHI
BO3HUKHOBEHUS U PABBUTUSI
NEPCOHAJN3UPOBAHHOU
MEJIUIIMHBI
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Poccurickue Bpauu —
MEePCOHAIM3UPOBAHHANA MEIUIINHA

e 1820-b1e roabl

«bynymee NpUHAMJIEKUT MeTHIMHE
NPOPUIAKTHYECKOW)

«51 BaM CKa)Ky KPaTkKo 4 SICHO:
BpaYeBaHWE COCTOMT B JICYEHHUH CAMOI0
00JIbHOTO0. BOT BaM M BCS TalHHA MOEro
HCKYCCTBA ...»

M.A. Myopoe

«boJ1e3HBb Jierye npeaynpeauTb, 4YeM
JICYUTh)

H.U. ITupozoe
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BTOPOMU DTAII PABBUTUS IEPCOHAJIN3UPOBAHHOM
MEJTUIINHBI
1953-2000 rr,

1953 roa ®. Kpuk n [IK. YOTCOH, ~XEWIMCE A. YOTCOH

ONUpPaNACb Ha pe3ynbTaTbl l[BOI?IH Aﬂ

ONbITOB reHETUKOB U
6MOXMMMKOB M Ha AaHHbIE B
PEHTreHOCTPYKTYPHOTO Hi % R

aHanu3a, co3fanm CTPYKTypHylo :
mogenb OHK B popme aBOMHOMU
cnupanu. B 1962 rogy nm | .
coemecTHO ¢ M. X. &. | e
YUNKMHCOM NpUCYXAeHa : ’:
HobeneBckaa npemus no

(I)M3MOIIOI'MM nu weagmuunHe. CIII/I AJ—[I)
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T’EHOM HYE/NTOBEKA
1988 - 26 MKOHA 2000 r. HUGO u Celera Genomics

IHOTPAYEHHO 6 mapa. 1OJIVTAPOB

OTCEKBEHHUPOBAHO 3,2 MJIP/. ITAP
OCHOBAHUH

K HAYAJTY 1998 r. OTCEKBEHHUPOBAHO
OKOJIO 3% I'EHOMA

®UPMA Celera Genomics (BICTPAS) U
MEKJIYHAPOJHBIN KOHIICOPIIUYM
IIPUMEHSIJIA PASHBIE CTPATEI'HUA
CEKBEHUPOBAHUA

UCITIOJb30OBAH MATEPUAJI OT 7-10
YEJIOBEK
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Ot «FeHOMa YenoBeKa» K reHOMY MHAWBUAA ’

1990 - 2003
MpoekT «eHOM YenoBeKa»
300 000 000 $, 3 MmnpAa HYKNeoTUAOE

2002 - 2010

MpoekT HapMap

Katanor yacTblx NoNMMop U3 MOB

~b MNH SNP, 270 yenogek, 4 nonynauyu

g’ffffffffff,-",-",-"z"ffffffffffffffff,-",-"z"fffffffffffffzﬂj’fff,-"ffffffffffffff;‘I-‘P"f,-"fffffffffffffffffffffff@

I e 2007-2010 MHaueEngyanbHble FEHGMI:-I|
= __4 : ﬁ 14 nepcoHanbHbIX reHOMOE K ¢heBpanto 2010 :
o SN BER wit n, 10 000 000 $ (reHom BeHTepa, 2007)
s 1 700 $ - cMKBeHC Ha HaHouunax (2010)
s aze 'l E =TT

2008 — 2011 MNpoekT «1000 reHOMOB»
2000 NonHbBIX reHOMOEB

= M 4 «nonynAayun» (Adpuka, EBpona, A3znAa,
4 AMepuKa)

20157 NeHoOM Kaka0ro Npu poxaAeHUN
3a100%? B.A.CtenaHoB
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3aKoH Mypa
ANA reHOMHOTIO CeEKBEeHUPOBaAHMUA

B 2003 . cTOUMOCTH CEKBEHHUPOBAHUSA I'€HOMA
O/THOI'0 YeJIoBeKa cocTaBisaa npumepHo 300
MUJIJIMOHOB Josu1apoB. B 2007 1. ona paBHsJIaCh
yxe 1 MULIMOHY f0J11apoB, a B 2008 roay — 60
Thicsauam aoJu1apos CIIA.

1000000000 $ 100 000 000 $ 10000 000 $
1000000 $

100 000 $ 10000 $

-
2000 2001 2002 2003 2004 2005 2006 2007 2008 2009 2010

Meton Cetxrepa MeTobl HOBOrO NOKONEHWS
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1. TEHOMHAJs PEBOJIIOLUA



OECTUBAJIb TEHOMHUKM 2015, bOCTOH:

«Buepa BepnyJicsa ¢ ®ecrusans lenomuxkn. Kak-0y1To cjaeraj Ha
APVIVIO IVIAHETY WM No0LIBAJ B OyvavineM. OmeaoMieH

r€eHOMHOM PEBOJIIOIIMEN, KOTOpasi Ha0upaeT Xo/1. S padoraro
B OTHOM M3 CaMbIX NIE€PE€AOBLIX HHCTUTYTOB, OJJHAKO0, YYBCTBOBAJI ce0dn
IIPOBUHIMAJJIOM HA 3TOM IIPA3AHUKEC BBICOKHUX TE€XHOJIOTUM.

Yepes na1hb_JeT 0yayT paciiu@poBaHbl TeHOMbI COTE€H ThICHY
JIIO/IeN, 2 Yepes3 1ecATh — TeHOMbI COT€H MUJIJIMOHOB

JIKoei. Huuero B uejioBeueckoM jee (310poBbe, IUTaHuE,
MeIMIMHA) He OyaeT aesiarbesi 0e3 reHoMHoro anaausa. IlocraBiena
3a/1a4a NpeAcKa3aHus GeHOTUIIA 10 TeHOMY U pa3padoTaHbl METOAUKH
u3MepeHus (peHOTUIIA U NPeAcTaBJIeHud ero B uudposom Buze. 1o
FeHOMY HAY4YaTCs NMPeaCKa3bIBaTh MpeamnoJaraeMbie 3a00/1eBaHu,
ONTHMAJIbHbIE JIEKAPCTBA, a TAKKe, JIUIO0, POCT, BeC, r0JI0C,
HHTEJUIEKT, ONTUMAJIBHOI0 OPAYHOIo MAapTHEPA U BCE-BCE ApYyroe.

AHaJHU3 OVAYT AeJaTh MAIINMHbI, KOTOPbI€ MOKHO OyaeT
rOHSITH B JOMAIIIHUX YCJI0BUAX. B 9TOT IpoeKkT
BKJIAJAbIBAIOTCS KOJI0CCAJbHbIEC YACTHBIE JeHbI'H. Bcé
CepPbE3HO.»




IBOJJIOINA 'EHOMHBDBIX ITPOEKTOB 2000-2019 rr.

ITPOEKTDbI:

I'EHOM YEJIOBEKA 1990-2003

JIM 2005-2007

1000 rEHOMOB 2008-2015

100000 TEHOMOB 2012-2017  She=
1 MJIH TEHOMOB INPEIIN3VMOHHOU

MEIUIIUHBI 2016-2019

B nacrt Bpems B CIIIA 15 MJIH reHoMOB (1 muiH renomoB 3a 2018)
HAIIMOHAJIBHBIE 'EHOMHBIE IIPOEKTDbI

CAYIOBCKAS APABUA (SGP) 33 MJIH T¢éHOMOB

KATAli (QG Pz, NCJIAHIUS o (0,3 MJIH TeHOMOB %|=
KOPEUMCKNUN ITPOEKT ‘9"
INEPCOHAJIBHBIX TEHOMOB 51 MJIH TeHOMOB N

KUTAUCKASI HHUIIUATHUBA IO

o *
MNPENU3NOHHOU MEJUILMHE (9,2 mapa$, 15 aer) 100 mJ1H reHOMOB
UTOI': CO3JAHUE FA3 TEHETUYECKUX JAHHBIX U BUOBAHKHWHI




Project Jim
(2005...2007 roamnr)

CexkBeHHPOBaHHE MEPBOT0 HHAUBUIYAJIBHOTO

TCHOMA Y€C€J/I10BCKA
1953 1. 3 mons 2008 r

JKEUMC YOTCOH
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«3Hamo nocaedosamenbHocmo ceoel AHK
He MeHee 8aX(HO, Yem umemb aeémomobub. »
J)KEUMC YOTCOH
A................. nosny4yaem us pyK
AxcoHamaHa Pomb6epaa yugposyro Konuro
ceoezo 2eHoma (2007)




CEKBEHHUPOBAHHUWE HOBOI'O ITOKOJIEHUSA
NEXT-GENERATION SIQUENCING (NGS)

B 2005 1O4Y BO3ZHUKJIU ITEPBBIE IIJIAT®OPMBbI J1JIA
IHAPAJVIEJIBHOT'O JHK CEKBEHUPOBAHMUA, OTKPbBIB JPY
CEKBEHWPOBAHHWA HOBOI'O ITOKOJIEHUA

B HACTOSIIIEE BPEMSI HA PHIHKE JIMIUPYET KOMITAHUS
ILLUMINA, KOTOPAS 3A JIBA-TPU I'OJIA COBUPAETCS
JTOBECTHU CTOUMOCTD MOJHOTEHOMHOTI'O
CEKBEHUPOBAHUS OJJHOTO TEHOMA C 30X MOKPBITUEM
(KPATHOCTb IMPOUYTEHUS) JIO CYMMbI MEHBIIIE 1000
JIOJIJIAPOB CIIIA.

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




"
-

I'eHepaabHblii aupexTop kommanuu lllumina, xkeii
DTN, 3a9BWI, 4YTO MNOJHOe cexkBeHupoBanue JIHK s
Ka’K10r0 HOBOPOKJAECHHOI0 OyleT TeXHHYEeCKH BO3MOXKHBLIM M
JOCTYIIHBIM MEHee YeM 3a MATH JieT, UTO 00e1aeT PpeBOJIIUI0 B
3apaBooxpaHeHuu U K 2019 rogy ono Oymer oObIYHBIM Jaejiom. B
koHme 2013 . 0 TOTOBHOCTH K 3TOMY 3ApPaBOOXPaHEHHUS
BesqmmkoOpurtanuu O0bSABWJI MHMHHUCTP 3APABOOXPAHEHHMSI U
3allylIeH IMPOEKT, LeJbI0 KOTOPOro SABJIAETCH CEKBECHUPOBAHME
100 000 MOJTHBIX r¢eHOMOB K 2017 rOfYy.

-
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PA3JIEJI OBJIACTEH IPUMEHEHUH PABJIMUHbIX
TEXHOJIOTUU CEKBEHUPOBAHUSA

ILLUMINA ThermoFisher
Scientific
dnyopecueHTHOEe NMonynposoaHUKoBOE
CeKBeHnpoBaHue CeKBeHMpoBaHUe
NonHoreHomMmHOe TapreTHoe
CeKBeHMpoBaHUe CeKBeHMpoBaHUe
(WGS), cekBeHupoBaHue WGS 6aKTepuit n BUpycos,
reHomos de novo, MeaUUUHCKaAa, @apmaKo U
TeopUA 3BOIIOLUM, 3THOreHeTUKa

NPOUCXOXAEeHUEe YeNoBeKa.
Oxford NANOPORE
HaHonopoBoe ceKBeHUpOBaHUe
lfeHogMarHocTUKa MHPEKUMOHHbIX 6one3Hen, WGS (CNV)



CUKBEHC C HCITIOJIB3OBAHUEM HAHOITIOP
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Bec-78Tr

MowHoctb — 1 BT

Paamepbl — 105x23x33 mm

KonnyectBo HaHonop — o 512

UHtepdenc — USB 3.0 (@o 5 Gbps)

CtoumocTb npoTto4yHou a4enku - $500...$900
NMpounzsoantensHoctb — 10...20 Gbp 3a 48 yacosB



MinlON sequencer from Oxford

Nanopore Technologies






https://www.accenture.com/lv-en/_acnmedia/PDF-33/Accenture-Why-AI-is-the-Future-of-Growth.pdf

Oxford

NANOPORE

GridIONXxs

Y/
/AN

Bec — 10 kr

MowHocTtb — 600 BT
Paamepbl — 360x200x360 mm
KonunyectBo HaHonop — Ao 512x5

CTouMMOCTb NpoTOo4YHOM AYenKku - $299...$900
Moouvu2ronuvuTenkHOCTL — B0 100 C:hn 29 AR uacnRr



I'EHOM YEJIOBEKA ®EBPAJIDb 2018

B crarbe, onmyoauxoBannoii B Nature Biotechnology, rakx:xe
onmucaH mnocTraBjieHHbI ¢ momombio MINION pexopa
o caMoMy [JUHHOMY HNpoYTeHU MoJeKkyJabl JHK
KJIeTOYHOH JuHUHM 4esioBeka GM12878. B urore moay4usim
91,2 rurada3 aaHHBIX, 4YTO COOTBeTCTBYeT 30-KpaTHOMY
MOKPLITHI0O TeHoMma. /limHa 0oJiee NMOJOBHHBI _NMPOYTEHHBIX
¢dbparmenToB JIHK cocraBmiaa 100 Thicgd m. 0. m_0DoJee.
JIOMOJTHUTEIHLHO HCCJIeA0BATEIH MOKAa3aJIu, 4To
C ONTMMM3HMPOBAHHBIM MPOTOKOJOM BO3MOKHO OINpeae/IeHue
nociaenopareabHocT JIHK 10 882 Thicsiu 1. 0. @aKTHYECKH,
MaKCHMAJIbHAsl JIMHA TPOYTEHHS ONpeaeasieTcsi TOJbKO
Ka4eCTBOM BbIJCJICHUS JTHK. Iocue CpaBHEHUSA
¢ pedepencHbiM reiomoM Junuu GM12878, koropshlii ObLI
MPOYTEH TPAAULMOHHBLIMH METOAaMM MHOI0 pa3, 0Ka3aJoCh,
4YTO TOYHOCTH cOOpku npudamxkaercs k 10090,




I'EHOM YEJIOBEKA ®EBPAJIb 2018
IIpourenne Takux AJIUHHBIX @parmMenToB /IHK
[103BOJIMJIO 3aN0JIHUTH npooebl
B OCJIeA0BATEIbHOCTH reHoMa YyeJIoBeKa
U YIPOCTUTH AHAJU3 MHOTHX €ro y4yacTtkoB. JIokyc
[JIABHOTO0 KOMILIeKkca rucrocoBmectumoctu (HLA)
HMeeT CJ0KHYIO CTPYKTYPY U MHOKEeCTBO IMOBTOPOB,
[MO3TOMY €ro I0CJeI0BATEJIbHOCTL OYEHb CJI0KHO
onpeaeaTe. B JaHHOM ciiydae BcCe IeHbl NONAJIH
B O/IHY HeNpepPbIBHYIO IPOYTEHHYIO
[OCJIeI0BATECIbHOCTD, YyTo U30aBUJIO
OT HEOOXOAUMOCTH COoOMpaTh ee M3 KYCOYKOB.
TexHosiOrusl pacno3HaeTr J3MUTCHETHYECKHE METKH
(MeruwsupoBanue  JIHK), 4yro ¢  japyrumm
TEXHOJOTMAMU ObLJI0 HEBO3MOKHO.



IIpuka3 0 OM00aHKHUHIE

Munsapas Poccuu paszpadorana npoekr npukaza «00
YTBEPKIACHUN TPEeOOBAHUM K OPraHM3aAlMU U JAeSITeJbHOCTH
OM00aHKOB U NMPABUJI XPAHEHUS OUOJIOTMYECKOI0 MaTepuaJa,
KJIETOK A  NPUIOTOBJCHUS  KJETOYHLIX  JIMHUM,
MPeIHAZHAYEHHBIX [JI IMPOU3BOACTBA OHOMEIULMHCKHUX
KJIETOYHBIX NMPOAYKTOB.

JIOKYMEHT COepPKUT TPeOOBAHUS K MPOEKTHPOBAHUIO
M OpraHu3amuM IOoMelleHu Oumo0aHka, MNpeaycCMOTpPEH
MOHHUTOPUHT /] KOHTPOJIb nmpoiecca XpaHeHus!
OMOJIOTHYECKOI0 MATepHaJIa, KJETOK JJsi NPUTOTOBJIEHUS
KJIETOYHbIX  JIMHMHM, OpraHM3amusi JO0JUKHA  HMeETh
cnenuajJbHOe NMporpaMMHoe odecnedyeHue. JlaHbl KpuUTEepun
BbIOOpAa 000opy10BaHUs, 3ar0TOBKH, NPOU3BOACTBA,
00cJIe10BaHNA, XpaHeHus, TPAHCMIOPTUPOBAHUSA
OMO0JIOrM4YeCcKOro MarepuaJia.



2. KOMMYHHUKALIMOHHAS PEBOJIIOLIMSI
KHUT' OITEYATAHME Tleuarnsrii cranok Moranna I'yrendepra

00ecneyuBaJl ApXMBUPOBAHUE MATEPHUAJIOB, CBA3AHHbIX C KYJbTYPOH U
Haykou B 1450 r. B EBpone menee 8% HaceseHus1 ObLJ10 TPaAMOTHBIM, a C
U300peTeHueM KHUTONEeYATAHUs (IPUMepP MacCcOBOIr0 MPOU3BOACTBA),
3HAHMA CTAJU JOCTYIHBIM MPOCTHIM JIOAAM, YTO IPUBEJI0 K HACTOALIEH
KYJbTYPHOI, TEXHOJOIMYE€CKOM U HAYYHOU PEeBOJIIOIIUEH.

Cezo0Hs KasxcOvlil 0eHb 2eHepupyemcsa mpu KGUHMUILIUOHA

oaiimoe oannwvix. Ilompedosanocw 16 1em, umodvl Kaxcowvlii 4emeepmoli
amepukaney cmaji noJb3086aAMbCA NEPCOHANbHBIM KOMNbiomepom, 13 iem -
MOOUNLHBIM menehonom, 7 1em — UHmMePHEemoMm, a 6 ciyuae cmapmaeona
xeamuno 2 nem (ecmov y 2 u3z 7,25 mapo. sncumeneii 3emiu).

HNurepuer-coodmecrsa, 00bLeuHSIONINE JIOXEH C
OJHHAKOBBIMH IIP00JIE€MAaMH €O 310poBLeM (Hanmpumep, PatientsLikeMe).

MOBWJIbHBIE TEJE®OHBI, CMAPT®OH apxusupyior

OrpoMHbIe 00beMbl YaCTHOU HHGopMauu. [Iporpammel
oOpa3oBaresbHbIe Yepe3 CMC (TyOepkyJie3, maasipusi, MITIIIT)
HUDPPOBASA, MOBUJIBHAA U TEJEMEJIUIINHA




IIporpamma «lludpoBast IKOHOMHUKA

JInd  ympaBiaeHUsS IPOrpaMMOM  ONpEleNCHbl IATh
0a30BbIX H TPH NPHKJIAAHBbIX HaNpaBJeHUs Pa3BUTHUSA
uudpoBoid 3xkoHOoMuKku B Poccum mo0 2024 roma. K 6a3oBbIM
HalpaBJICHUSIM OTHECEHbI HOPMATHBHOE PEryJIMpOBaHUE, KaAPbI
u oOpa3oBaHue, (hopMHUpPOBaHHUE HCCIIEA0BATEIbCKUX
KOMIICTCHIIMA M TEXHUYECKMX 3aJIeJIOB, HMH(PpOpMallMOHHAs
HHppacTpykTypa M  HH(pOpMaLlMOHHAs  Oe3omacHoCTh. K
NPUKJIAAHBIM - TOCYyIapCTBEHHOE YyNpaBJieHHEe, «YMHBI
ropoa» M 3IPpaBOOXpPaHEeHHe.

Hopoxkuasi kapta» HealthNet. OcnoBHBIC HampaBIeHMS
peann3aluy JOPOKHOM KapThl — 3TO TAKHE CETMEHTHI PhIHKA, KaK
HuHGOpMANIMOHHbIE TEXHOJOTHH B MeJIHIUHE, MEINIUHCKASN
reHeTUKa, OMOMEeAMIIMHA, CIIOPT U 310POBbE, NPEeBEHTHBHAS
MEIUIMHA, 310poBoe¢ Joirojerue. lLIpMoOpuTETHBIN __ NPOEKT
«JIEKTPOHHOE 3IPABOOXPAHEHU ).




HAIIPABJIEHUSA PABOTbI

IlepBoe - mepexogq K 0e30yMaXKHbIM TEXHOJOIUAM
nepeaaym JAaHHBIX, CO3JaHHUE HOBBIX CIIOCO00B BeAeHUS
JOKYMEHTAIUU, 023 JAHHBIX 0 MAUEHTAX, AOCTYNAa K I3TUM
JTAHHbIM.

BTopoe - BHeapeHHe TejeMeIUIUHLI M MPUMEHEHUE
UHPOPMANMOHHBIX CHCTEM JIJIS JICYEHUS TMAIUCHTOB.
IIpUHATHIM HEIABHO 3aKOH O TeJeMeIuluHe 3T0 U
oApasyMeBaer. 4ro OyayT JeHCTBOBATH TeJEeMETUIIUHCKHE
KOHCYJIbTAIMM, KOHCUJIUYMbI U JUCTAHIMOHHOE HAOJIONCHHE
3a COCTOSIHHEM 310POBbS MAIIHEHTOB.

TpeTtnbe - 3T0 NpUMeHEeHHEe MATEMATHYECKHX METOI0B H
METOA0B HMCKYCCTBEHHOI0 HHTEJIEKTa T1pH 00padoTke
MEINIIHHCKUX TAHHBIX.




TEXHOJIOT'UN NTCKYCCTBEHHOI'O UHTEJIJIEKTA (TUN)

IHEPBOE — INPOI'HO3UPOBAHHUE
3ABOJIEBAHUH. Y KE CYIIECTBYIOT AJI'OPUTMBI
APACHE H SOFA, KOTOPBIE MHCIIOJB3YIOT
BOJIBIIIUE MACCUBbI JJAHHDBIX, IMTO3BOJIAIOIIUE
MMPOTHO3UPOBATH XO/1 3AFOJIEBAHUH.

BTOPASA ®YHKIHUSA - OIHUPPOBBIBAHUE
PAIMOJIOTHYECKHUX CHUMKOB, A TEXHOJIOI' UA
PACIIOSHABAHMUA OBPA30OB IHO3BOJISAET 70,4
NHTEPIIPETUPOBATD BE3 YUACTHSA PA/JIMOJIOI'OB.
Ipuaoxkenns ENLITIC, Veda Diagnostics, Slicer pas
aHa/In3a CHUMKOB PCHTI'CHA, KOMHBIOTepHOﬁ U MAlrHUTHO-
Pe30HAHCHON TOMOrpaduu.

TPETbSI ®YHKIUS -  JUATHOCTHUKA
BOJIE3BHEM C NOMOIIBIO THHU: Watson (IBM) nu
medintel.kz



3. TP BAJKHEHUIIINX TEXHOJIOI'NA
HAYAJIA BTOPOI'O AECATHJIETHUSA XXI
BEKA:

1.YCOBEPUHIEHCTBOBAHUE TEXHOJIOI'A
HAIIPABJIEHHOM KJIETOYHOU TU®PEPEHLIUPOBKU;

2.CO3JAHUE U UCITOJIb30BAHUE CUCTEM
PEJAKTUPOBAHMS TEHOMA; e

3. SHAYUTEJBHOE YI[EIHEBJIEHHE 41
PYTUHHOE IHHPUMEHEHHUE I'EHOMHbIX

CEKBEHATOPOB.




4. Jmoxa HaTepHaﬂI/ICTCKOﬁ MCIAUIIUHBI, KOI'TA TOKTOP 3HACT

Jydului€, a HalueCHT CHaC1T/INB, YTO Y HEI'0 €CTH BpPa4,

3JAKOHYNJIACh.
Maiika Cunextp, New Yorker, 2013.

MezmunHa, OCHOBAaHHAaA Ha IMPE€BOCX0JACTBEC Bpayia.

IlepBbiM BpauoMm B /IpeBHeM Erumnre cuuraercss BepXOBHBIN
Kpen Umxoren.

I'mnmokpar ObLI OTHOM He TOJbKO MEIUIUHbI, HO H
MEIMIMHCKOI0 MAaTepHAJM3MAa. BpadaMm cJjieayeT CKpPbIBATh
«0T 00JJLHOT0O MHOIO€», BKJIKYas Oylyliee MJIH HbIHEIIHee
COCTOSIHME MAIUEHTA.

Toabko B 16 m 17 Bekax nosiBasitorcs Bpauu (>kon I'peropm,
Tomac IlepcuBajb) mMpuU3HAKOIIME, YTO Yy MALMEHTA MOKET
WJIM JI0JIKHO OBITH MPABO roJ10Ca NMPHU JICYEHHUH.

IlepBoe ynomMuHanue 00 UHGOPMUPOBAHHOM COIVIACHUH
MOSIBUJIOCH TOJBbKO B 1957 ronay.



I lapTcunaruBHAsg MEAUIIMHA

N3aaBHa npodeMa OTHOINEHUS Bpadya K 00JbHOMY
paccMaTpMBaJjiach B ILIaHE HUX COTPYAHHYECTBA H
B3auMONOHMMaHuA. Bpau u mnumcareab AO0y-ib-
dapanxk, xkuBmuim B Xl Beke., chopmyauponan
cjaeaymwinee oopaumenue K 3adonaesiuemy: «Hac mpoe
— mbl, 00]1€3Hb U A; eC/iu Mol Oyoeutb ¢ 001e3HbI0, 8aC
Oyoem 080e, 1 0CMAHYCb 00UH — B8bl MEHA 000]1€eme,;
eciu mol Oyoeuwib co MHOU, HAC Oyoem 060e, 00.1e3Hb
OCMAaHemcsa 00HA — Mbl ee 000J1eem.

KoHcyJbTaTHBHASA NOMOIIb NANMEHTY — OJHA M3
0000 1IIEHHBIX TPYAOBBIX (pyHKIUH Bpaua
KJIMHUYECKOM J1Aa00PATOPHON JUATHOCTHKH



IlpeBeHTUBHAA MEeIUIINHA —
MeIUIMHA MPOPUIKTHYECCKAS



Meaumuaa XX| Beka:
Memqunuua 3 «I1»

IIpennkruBHas (MpeacKazaTesibHas)
IIpeBeHTHBHAS (MPODUIAKTHYECKAS)

IlepcoHanu3upoBaHHas (MHAWBUAYaJIbHAS )

BbAPAHOB B.C., POCCHA, 2003 ..
Menunuua 4 «ll»

IlapTucunaruBHasn (participatory) — nauuenm yuacmuux
npouecca, e20 uHgopmupyom, oo0yuarom, nomo2arm 6
ebloope, 0 Hem 3a00mAmcAH.

JIEPOH 'Y/ (Leroy Hood, CIIIA), 2008 ..
Menqununa S «Il»

IIpenn3noHHas

IHIEPKO C.H., POCCHUHA, Meouuunckuii
angaseum. Coepemennasn naoopamopusn Ned, 2015 2.



HauuvoHanbHbIe Xe
MHCTUTYTbI 340POBbLSA
(CLUA) Bknouyunnu
[V B nATEepKy
CaMbIX MPUOPUTETHbLIX
obnacrteun pa3BuTus
MeaununHbl B XXI| Beke
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MEJUIIAHA 511

UHTEPHET
BECITPOBOJHBbIE

CEHCOPBI

MOBUJIBHBIE

\ TEJE®OHBI
OMMUKCHbIe /
TEXHOJIOTUH U = CJII/IHHI/IE
COLUAJIBHBIE

MHTErpajibHoe
npoguIMpoBaHUe / \ cr

TEXHOJIOTUH MH®OPMAIIMOHHBIE
BU3YAJILHOTO 1 OBJIAYHBIE
AHAJIN3A TEXHOJIOTUH

CTAPASI MEJMIIMHA



KAK BYJIET UMEHOBATBHCS MEJIUIIMHA
BYAYIHIETO?

CYHIECTBYIOT JIBA BAPUAHTA:

MEPCOHAJIM3UPOBAHHAS WU MPELIM3UOHHAS

MEJUITAHA 411 WJIH 511

PEINEHUE TAHOT'O BOMTPOCA HEQOBXOJUMO JLIS:

JYUYLHIETO NMOHUMAHUSI TEHJIEHLIMMU PA3ZBUTUSA
MEJULIMHBI ©W CO3JAHUSI COBPEMEHHBIX
MOJEJEHU 3IPABOOXPAHEHUSA

OCO3HAHHUE TOI'O KAKHUE HAIIPABJIEHUA H
CIIEIHUAJIBHOCTH MEAUINHDbI bYAYT
PASBUBATDBCS, A KAKUE HCYHE3HYT

IHHOAI'OTOBKHA HOBbBIX OBPA3OBATEJ/IBHbBIX
ITPOTI'PAMM JUIA CTYAEHTOB U B CUCTEME HMO

CO3JAHUE HOBBIX MEJULIUHCKHUX
CHELMAJBHOCTEN (UT U CETEBOU MEJIUK)




JIABOPATOPHASA U

INECOHAJ/IUBUPOBAHHAA MEAUILINHA

B HacToAllee BpemS CNOXKUNNCH HOBbIE
npeanocbIKK nns nepeoueHKu ponu
nabopatopHou meauumHbl B o06wen cucrteme
KIMHUYECKUX  AMUCUUIJIMH, YTO 0OycnoBneHo
TpeboBaHMAMMN, KOTOpPblE BbIABUralOTCA B CBA3U CO
CTPEMUTENBbHbBIM pa3BUTMEM COBPEMEHHbIX
noaxoA0B U MNPUHUMNOB  AOKa3aTe/NIbHOU W
NnepcoHaNIN3UPOBaAHHOM MeAUuLUUHDbI, bonee
ryboKnm MOHMMaHNEM XapaKrepa
ME)K.EI.I/ICLI.M n I/IHa_DH,bIX OTHOLLIEHMM




[To MHeHUIO Npodreccopa ¢ MUPOBLIM
nMmeHeMm - Hoasist Poy3a
(yHuBepcutet uMm. . N'onknHca, CLUA),

“... NMMNIMM c ocHoBamMm
OOKJTUHUYeCcKoU

nabopaTopHOUN ANArHOCTUKMU
CTaHeT Havyasiom
rnmodanbHON pecTpyKTypusauum
BCe MNMPOBOU CUCTEMDI
3A4paBOOXpPaHEeHUA...” )




OcHOBHBIE IIEPCNIEKTUBHbIE J1A00pPATOPHbIE
miaargopmbl MeaUuIUHBI S

I'eHoaMarHocTu4YeCcKue TEXHOJOTUM
(aMmmiupuKaNA U CEKBEHUPOBAHME HYKJIEHHOBBIX KHUCJIOT);

MukpooOHoYHNnbI;
Macc-cnekrpoMeTpus;
Muxkpo@roMIHbIe TEXHOJIOT UM

IIpoTouyHasi HUTOMETPHUS, XKUTKOCTHASA
oMorncus;

AHAJIU3 CBOOOTHONUPKYJIUPYIOLIEH
BHekJIeToOuHOU /IHK;

TexHoorum MOOMJIBHOIO 3IPABOOXPAHEHMS.



IlpeaMKTUBHAS MeIMIIMHA
- IMAarHOCTHYEeCKAasA MeIUIMHA
PAHHUX JIA00PATOPHBIX
OMOMaApKeEPOB M I'€eHETHYECKHUX
IHPeaPaACIOI0KEHHOCTEH
(OIeHKA BEPOATHOCTEM)



[MepBOOTKpbIBaTENb IMABHONr0O KOMNAEKCA
rucrocoemectumocTtu XaH [locce
(Jean Dausset, 1916-2009 rr.)

HobenesBckaa npemusa 1980 roga

OcHoBaTeJIb NPETUKTUBHOMU
(mpeackazarejibHOM)

MCAUIINHDbI

«YHT00BI IpEaynpeanuThb
00J1e3HL HAJI0 €€
peaBUAETh)

Kan /locce




BPAY-KOHCYJIIbBTAHT U ITAIMUEHT

MEJIUIIMHA BO BCE BPEMEHA OCHOBHOE
BHUMAHUE YAEJAJA Y/KE 3ABOJIEBUHIEMY
YEJIOBERY.

BOITPOC «4HEM BOJIIEH IAINUEHT?» B
bYAYHWIEM MOXET [IIPEBPATUTHCA B
JAJAYY «HEM MOXET 3ABOJIETH J29TOT
YEJIOBEK U YTO CIIEAYET HNPEAIIPUHATD
CEI'OJHA, UTOBLI OTOI'O HE JOITYCTHUTDb»




UOKOCTHAA BMONCUA

BbIAB/IEHUE LIUPKY/TUPYIOLLMX
ONYXO/IEBbIX KNETOK (LIOK,CTC)



MuweHun ansa nepudepMmMHOro MOHMTOPUHra
pakKa

-
C ) L
C N - 0
\ T YALA WY Circulating ks =
AL '~O" ) A (um::Jr cell Y s ) 9 Z ) r:::;ltr y
)4 | - - . N L
QL o G > ; i 5 2 rnaBHble
' = Yot © a5l o .
\ o LS O A 8 o 7 RN OHK-muweHu:
™ (| © :
Apoplosis D »
Jooee: B oo Vi LIOK v BkAHK
X () ' By N 2y
o P
NCT s @ ¢ (3
o =
- 0 »
o o
) \
o1\ e 0 ' 0
] - - | Apoptosis
O 7o ¢ o 2 Q g g *  Uunpkynupyiowpme
B\ % A\ G - Onyxonesble Knetku
o S R S [o‘% = “%\\\ o NS Yo ®7  Inflamed (LlOK)
- \) oy i g

o
(4]
o
o
)
©
Y 4
()
[«]
(o]
()
o)
0
)
o
A0 % B
4%
[+]
(#]

Blood plasma or
serum sample
containing ctDNA

* BHeknetouyHaa JHK
C) Red blood ce (BK,D.H K)

S e e U o o e
Q o
(ol o a o ol . (7
-]

) ey
S



LlupKkynupyrowme onyxonesble KNeTKU, BHEK/NIETOYHAA U
repmuHanbHaa AHK 13 eguHoro obpasua Kposu

Immunofluorescence
labeling

Embedded ferromagnetic

B OCHOBeée — \ grid structure

cneuuanbHbIn
NPOTOYHbIN YUN

“Sheath Flow”

o \

* MUKpoOQIIOUIHBIA YHII, PA3MEPOM C
IPeIMETHOE CTEKJIO

* UMmmyHO(IyOpeCIIEHTHOE MEYEeHME

Embedded 3D structures
for specific flow dynamics

°* BctpoeHHast peppoMarHuTHAsI CeTKA
MMO3BOJISET MPOBOAUTH MOACYET U
AHAJIN3 KJIETOK



CTC - MUKPOBUNOYMNIT

COCTOUT U3 KPEMHHEBOI0 YMIIA C MPUCOETUHEHHBIMH K HEMY
KOJIOHKAMM, KaMepbl, 1 THEBMATH4YeCKOro Hacoca. KojoHknu
NOKPLITHI AHTHTEJIAMH K  aJAre3MBHBIM  MOJIEKYJIaM
ynureanaabiubix KJaeTok (EpCAM, epithelial cell adhesion
molecule) koTopbie HIrpalT PoJab MUHHATIOPHBLIX MPOOHPOK
e cCMemyBalTcd KJeTKH U xuMudeckue Bemecra. CTC-
YHII COAEPKUT /8 ThIC. KOJIOHOK, BBIXBATHIBAIOIIUX PAKOBbIE
KJIeTKH. B oTiinune oT OOLIYHBLIX KJETOK MOYTH BCE KJETKH
KapuuHoM HecvT Ha moBepxHocTn EpCAM.

Oounapv:kuBaer oauy HOK kpoBu jgaske cpeam MuJamapaa
HopMaabHLIX, B 100 pa3 npeBocxoas M0 YYBCTBUTEJILHOCTH
Hau0oJIee  pacnpoOCTPAHEHHbIE METOAbl  HMICHTH(MHUKAIUH
AHOMAJILHBLIX KJIETOK.




PakoBas kieTka Jerkux "'mpuiaunmia’ K
MUKPOKOJIOHKe CTC-ynmna, KoTopas NOKpPbITA
AHTUTEJaAMU.

Pasmepbl kaxaon koJ0oHKH - 100 x 100 mxm




CJIOKHBIN TEHOMHBIHN JIAHIIIA®T OITYXOJIN

NCIOJB30BAHUE METOJIOB NGS IOKA3AJIO UYTO OITYXOJIb
NNPEJACTABJSET COBOM COBOKYIHOCTH KJETOYHBIX
NONYJIALMHA C PAVIMYHBIMHU MMPOPNJISIMU TEHETUUYECKHUX
HAPYIIIEHU.

MOJIEJIb «BETBSILENACS IBOJIIOLUN»: OMyXOJIb
WHULMUPOBAHA KJIETKAMHW, HECYIIMMHM [EPBUUYHYIO
MYTALIAIO, YEPE3 HEKOTOPOE BPEMSI JAET HAYAJIO
HEJOMY PSAY KJOHAJBHBIX KJAETOYHBLIX HOOMYJISALUMA
(JIOMAETCSI CUCTEMA 3ALIATHI JHK)

TEXHOJIOTUN CEKBEHUPOBAHUSA EJIEHUYHBIX KJETOK
MO3BOJSAIOT BBISIBISATHL PASHOOBPASUE HUX TI'EHOMHBIX
HAPYIHIEHUU U UBSMEHEHUU TPAHCKPUIITOMOB.



CuKBeHC OJHOH KJIeTKH

BO3MOXKHOCTb CUKBEHCA UHAUBUAYAJIbHbIX
K/ZIETOK OTKPbIBAET HOBbIE BOSMOXHOCTU ANA
BUO1OTUN 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.

FETEPONEHHOCTb AHK B OMNMYXOJ/IEBbIX TKAHAX NO
CPABHEHMUIO C HOPMAJIbHOWU, OT NALMEHTA K
NMALUUEHTY. DE NOVO MYTAUUU, HABNTIOOAEMDIE B
CMEPME C BO3PACTOM, ACCOLMUPYIOTCA C AYTUSMOM,
LUIM3ODPPEHUEUN, U YMCTBEHHOW 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.)



CEKBEHUPOBAHUE TEHOMA PAKOBOU KJETKH

B KJIeTKe NalMeHTKH, 00JIbHOH O0CTPBIM
MHEJI00JACTHBIM JEeHK030M HAILIOCH 10 MyTanuu, u3
KOTOPBIX BOCEMb 0KA3aJIMCh PEIKUMHU U HAXOAWJINCH
B T€HAX, NPEK/IE HE CBA3bIBAEMBIX C 9TOH 00J1€3HBI0.

K HacTosineMy BpeMeHH H3BE€CTHBI 001HeE .
3aKOHbI BOBHUKHOBEHHUS PaKa, HO HHAUBUAYAJbHbIA
XapaKTep MyTalMi Yy Kax/J10r0 00JIbHOI0 0CTAETCH
HEHU3BECTHBIM.

IL1anupyercsa pacmn@poBarhb NOJHBIM HA00P
I'CHOB PAKOBBIX KJICTOK Y AIMEHTOB C PAKOM I'PYAH
U JICTKHX, 4 TAKkKe ¢ APyruMu popMaMu JIENKO030B.
MeToauKa Mo3BOJIUT PA3BUTH MHIAUBUAYAJTbHBIN
MOAXOX JJIA JHATHOCTUKH U JICYCHUH PAKOBBIX
3200/1eBAHUM M U3MEHUTDH CYLIECTBYIOIIUE MOAXOAbI K
JICYCHUIO paKa.




Kiununueckuii cay4dai: 52-jnerusas 6ojabHasa ¢ HMPJI

Resensitization to Crizotinib by the Lorlatinib ALK Resistance Mutation L1198F
Shaw A.T., Friboulet L., Leshchiner I, et al.//N Engl J Med 2016; 374, P 54-61

Ilociie MOJIEKYJISAPHO-TEHETHYECKOI0 MCCJIeI0OBAHUSA ObLI
Ha3HaYeH «TapreTHbii npenapar» Kpuzoruuund (K).

Yepe3 18 MecsilieB B KJETKAX ONMYXO0JHM NOSABMJIACHL HOBASE MYTalUs W
KJIETKM CTajJM YCTOM4YUBbI K mnpenapary. lloBeju XUMHOTEpANUIO,
KOTOpPasi 3aCTABMJIA _ONYXO0Jb_OTCTYIHWTh _HAa M0Jroaa. 3areM CHOBA
pPeuuIuB U ObLIa MONBITKA CHOBA MPUMEHUTh K — 0e3ycrneniHo.

3areM MNOABWICA MNPOXOAMBIIMNA KJIUHHYECKHE HUCNBITAHUS HOBBIU
npenapat — JIOPJATHHHUO u 601e3Hb OTCTYNHJIA HA 6 MecsIIEB.

3aTreM CHOBA THKeJIbIA PEeUUIAMB C YTPATOU (PYHKIMHU MEYCHM.

CHoBa MOJICKYJISIPDHO-TEHETUYCCKUIl AHAJIM3, NPOAEMOHCTPUPOBABIINH
MOSABJICHHME HOBOW MYTAallMM, BOCCTAHOBMBIIECH YYyBCTBHUTEJIBHOCTH K K,
KOTOPbIA ObLI Ha3HA4YeH B Tperuii _pa3! Meracra3pl COKpaTWINCH B
o0beMe M BOCCTAHOBWIACHL (PYHKIUM NevyeHH. boabHas mnpoxuiia eie
IOJIr0/A.




A Timeline of Treatment
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TpaanumoHHaa buoncua TKaHu n «XKunakaa buoncuar»

OoOpa3en TBepaAOH ONMYXOJIH
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TEXHO/IOTUUN AHAJTU3A
CBOBOAHOLUMUPKYIUPYIOLLIEU
BHEKNIETOYHOWU OHK

MPEHATA/IbHBIA CKPUHUHTI

AHANIN3 BHEKNIETOYHOW AHK NPU
PA3J/IN4HDbIX SABOJIEBAHUAX



Ucnoan3zoBanue B I'T nupkyjaupymwinen B KpOBOTOKe

marepu BHekJeTouHo JIHK niona
(celf-free fenal DNA, cffDNA)

BecbMa nepcneKTUBHOM TEXHOJIOTHEH MPeHATAJIBLHOTO
I'T sgBJasgercd HMCHOJb30BAHHME LUPKYJIUPYOLIIEH B
KpoBOTOKe Marepu BHekjeTouHou /IHK muioma, HauumHas
yaKe ¢ naTou Heaeau OepemenHocTu. Ilo yucay npouyreHuid,
KOTOpPbIe  OTHOCATCA K  HCCJIEAyeMOH  XpoMocome
OTHOCHUTEJIBHO pedepeHCHON, MOKHO ONpedeJuTh CJIay4au
aHEeyIUIOAMM, BBIABUTHL MOJ  Oyaymero  pedeHKa,
XPOMOCOMHbBIE IepecTPoiiku. Yka3zanHublii MeToa B 2012 1.
0100peH _KAaK JIONOJHEHHUE K CYIIECTBYIIIMM IPOTOK0JIAM
B CIITA, HO Ha3HayaeTcsi Ju0O0 IPH_BbICOKOM PHCKeE
HACJIEJACTBEHHbIX 3a00/ICBAHMI, WJIH 10 KeJaHUuK. Ecau
MPOBOAUTCH BBICOKONMPOU3BOIUTEIbHOEC CEKBEHHPOBAHUA
Bcell BHekyieTouHOM JIHK v marepu u mioma, To 310 Aaer
BO3MOKHOCTh JTHATHOCHHMPOBATH JI1000€ HACJIEICTBEHHOE
3a00JIeBaHue.




HeunnBa3zuBHoOe NMPCHATAJIBHOC TCCTUPOBAHUC
(HUIIT)

HUIIT mno3BossieT OCYWIECTBIAATHL JUATHOCTHKY
XPOMOCOMHBIX MNATOJIOTMH IJIOAA, HE MOoABEpras MmanueHTKY
PUCKY MHBAa3UMBHOM omnepamnuu, 3a cuer aHajausa Bk /HK B
kKpoBu Marepu. CyuieCTBeHHbIM JUMHUTHPYIOIIUM (HaKTOPOM
B___NOJAOOHBIX _MCCJICA0OBAHUAX _ SIBJSETCHA  OrPAHHYEHME
JO0CTOBEPHOCTH _AHAJM3Aa B _3aBHCHMMOCTH _OT__KOJHYECTBA
deraabHou ppakuuy BKJIHK.

Jliisl sKeHImMH co cpokoM OepemeHHocTH OT 10 mo 25
HeldeIb CpeaHee KoJau4ecTBO (peranbHon ¢ppakuuu BKIHK
7,6% (2-16%). B 144 cayuasix ompeaejdeH IoJ ILIOAA,
MajabuukoB 61,4%0. BeisiBjieHO 10 ABa ciay4dasi TpucoMuid 21 u
18 xpomocom. IlamueHTKAM PpPeKOMEHJI0BaHA WHBa3MBHAas
JTUATHOCTHKA. Bce cJay4au MOATBEPKACHBbI npu
HUTOreHETHYE€CKOM HCCJIEeI0BAHUM BOPCHH XOPHMOHA WJIH
NPSAMOM KAPHMOTUIIHUPOBAHUY HOBOPOK/ICHHBIX.



HAYMHAS C 5 HEJJEJIX BEPEMEHHOCTH TPOBOJUTCSI 3ABOP 18 MJI
BEHO3HOM KPOBU

HNHK pebeHKka B KpoBu maTepu
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Dapa becknetodHasa [HK rmnoga
bp@a becknerodHas [1HK marepu



KosM4yecTBeHHBIN, KOIIA POCTO CPABHUBAKOT KOJHUYECTBO
ucciaeayemMbix xpomocom (13, 18, 21 1 m0J10BBIX)
OTHOCHUTEJILHO HIECTOU U ONPEAeJAI0T BEPOATHOCTH HAJIUYMA
cuHapomoB JlayHna, IaBapaua, Ilaray, Kinaindeabsrepa u

Tepuepa.
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Y10 Takoe «lepcoHannu3MpoBaHHAA MeauLMHa»: pe3y/ibTaTbl
cuctematmyeckoro o63opa 683 uccneposaHuu, B KOTOPbIX
onpeaenAanca 3SToT TepMHUH

Schleidgen et al. BMC Medical Ethics 2013, 14:55

hitpy//www.biomedcentral com/1472-6939/14/55 6;1} mﬂﬂﬁHFeH c CO aBT.
Medical Ethics
NPOAHAJIU3UPOBAIH 683

RESEARCH ARTICLE Open Access

MeaUIMHCKHE cTaThbi U3 b/l
What is personalized medicine: sharpening a PubMed, cogep:kamue
vague term based on a systematic literature review onpeeJeHusi TePMAHA

Sebastian Schleidgenv. Corinna Klingler', Teresa Bertram', Wolf H Rogowski* and Georg Marckmann'

«IICPCOHAJIMU3IUPOBAHHAA
MECIANIINHA».
Schleidgen S et al. What Is
personalized medicine: sharpening
a vague term based on a systematic
literature review. // BMC Med
Ethics. — 2013. — 14. — P. 55.




INIEPCOHAJ/IN3NPOBAHHASA ME/IUIIMHA

HTorosoe onpeaejieHue

IIM _ wmimer nyTd__ VJIYYIICHHUS CTpAaTU(UKALMH
NAIMEHTOB M ONTUMHU3AIMU BPEMEHU M CPOKOB HMX
JICYCHUS os1aroaaps HCII0JIb30BAHUIO
OM0JIOTMYECKO nHGoOpMALIMHT HA VPOBHE
MOJICKYJISIPHBIX NMYTEH BOZHUKHOBEHUS U _PA3ZBUTHSH
3a00/1eBaHusl (B YACTHOCTH, OMOMAPKEPOB).




MEPCOHAJIM3UPOBAHHASI
MEJIULIMHA

PesyabTarbl 0030pa JUTEepPaTypbl H
cepuu IKCIEPTHBIX UHTECPBbIO
[IOKA3aJId, YTO TaK:Ke Heo0XoanumMo
BKJIIOUEHHE IKOJOTHYECKUX (PaKTOpOB
M NpPeANoyYTeHU!d  MANMEHTOB B
poiecce MPUHATHA PEUICHUMN.

B oynymiem, IIM ciaeayer meperTH OT
JIeYeHUs 3200JIeBAHUI K YIPaBJICHUIO
MEIUIIMHCKHAM 00C/1y’KUBAHUEM
[MAIMEHTOB, NMPHMHUMAsA BO BHHMAaHHE
BCe  MHAUBUAYAJbHbIE  (PAKTOPHI.




B Nature Medicine ony0JuKoBaHA CTaThsl, B KOTOPOil KPYIHbIE
MHUPOBbIE CTPATEr'M 3APABOOXPAHECHMA 321aJIUCh BOIIPOCOM
onpeaeIeHUs INIABHBIX PECYPCOB 3IPABOOXPAHEHHA ¢ TOYKH 3PCHUA
3P PeKTUBHOCTH PAdOTHI.

IIpoBe/IeHO cCieUAIbHOE UCCIEA0BAHUE: K ThICAYe NMAIUEHTOB €
onpeae/ICHHON NATOJIOrued IPUMEHUIU COBPEMEHHOE CTAHIAPTHOE
JICYCHHUE, HEKUI CPCITHUU YPOBECHb BO3MOKHbBIA HA CErOIHHA
Tepanuu, ¥ 3pPeKkTUBHOCTDL OKa3anach 30%. K apyroi Toicsiue
00/1bHBIX TPUMEeHWIHM oAX0AbI ITM u 3(p(heKTUBHOCTH COCTaBUIA
no /0%.

Takum obpasom, yxKe cerogHa, onNUpPascb HA COBpEMEHHbIE

NNeKApPCTBEHHbIE U MHCTPYMEHTAJIbHble pecypcbl, 3P PEeKTUBHOCTb
cwrb Ha 40%




INEPCOHAJIUZUPOBAHHASA U
NOKA3SATEJIbHASA MEJIMIIUHA

NMEPCOHATM3UPOBAHHAA U
NOKA3SATE/IbHAA MEOUUUHA OO/TKHbI
CTATb TOCYAAPCTBEHHOU MOJIUTUKON B
OBJIACTU MEAULUHDBI, TAK KAK
OBECMNEYUBAIOT KNTMHUYECKYIO U

3KOHOMMYECKYIO 3OPEKTUBHOCTD,
BE3OMACHOCTb JIEYEHUA.

»
=




TAKOU JTOJKHA CTATH
MEJUMLUHA XXI BEKA

fﬂ' fi\mﬂf W ﬁ'ﬂ ] f |
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flop Bonee feweeaq HacToswas
I Meguy [oka3zarensHan MepcoHanuau pOBaHHaA
Beeit Monynay Meguuuna lpyn MeanunHa Mugvenayy



PUTIOCODPCKUE ITPOTUBOPEYNSA U
KOH®JIUKTDI IIM

1. WAES 1M JUISI KAXKJIOIO KOHKPETHOIO
YEJOBEKA HEBBINOJHUMA, TK. JUISI TOTO,
YTOBbl MEJUIMHCKOE BMEIIATEJLCTBO BbLIO
BE3OIMACHBIM, HEOBXOINMO MMPOBOJIUTDH
KJIMHUYECKUE WCCJEAOBAHUST HA TPYIIIIE
MALIMEHTOB.

2. MEJUIIAHA CTPEMUTCH K
CUCTEMATU3ALIUU u KJIACCUPUKAILINU,
KOTOPBIE HUMEIOT HEJOCTATKHM (CJOXKHOCTH
OPTAHU3MA, TETEPOTEHHOCTH TIATOJIOTHMHA U
JP)).

CTAHIAPTU3ALIMS MO3BOJISIET
TOCYIAPCTBY  PEIIATH HPABCTBEHHO-
IOPUJINYECKUE U DKOHOMUYECKHUE BOITPOCHI.




dUNOCOPCKUN 3AKOH EAUHCTBA U BOPbBbI
NMPOTUBONO/IOXHOOCTENU

CTAHOAPTHbIA NOAXOA MEPCOHA/IM3UPOBAHHDIA
noaxon



http://img.gorodgid.ru/files/2009/5/29/50494.jpg

«HamHoro 00Jiee Ba’>KHO 3HATbh, KAKOHN Y€JI0BEK
NMeeT JaHHYI0O 00J1€3Hb, Y€M 3HATh, KAKYI0 00J1€3Hb
HUMeeT TOT UM HHOM YeJI0BEK).

I 'Mnmnokpar

MeTpOBCKUH

Bopuc BacunbeBu4
1908 - 2004

i ! .

AxapemuK, MUMHHUCTp 3apaBooxpaHeHuA CCCP c¢ 1E no 1980 r.

«Ecnun A1, He anaun Oor, zabonero —
He fevYnTe MeHS Mo CTaHAapTy»




OBJIACTU ITIPUMEHEHUA
MNEPCOHAJIM3UPOBAHHOHN MEJTUIIUHBI

Hauboabmui nporpece B npuMeHenuu noaxoaos 1M

Ha0JII01a€eTCA B AMATHOCTUKE u JICUEHUH
MVJbTH(AKTOPHbIX 3200J1€BAHUM! OHKOJIOTHUH,
KapAuO0JI0T MM, IHAOKPHUHOJIOTHH, J1adopaTropHoOu
MeAMIIMHE, T'HMHEKOJOIMHM, PEBMATOJOIHH, JAPYIHX
o0tacTaX  MeQMIMHbLI, a  Takke  (apMakoJOruu
(bapMmakoreneruka, (pPapMaKOr¢eHOMHUKA), BbISIBJICHHUE
JIEKAPCTBCHHOM PEe3UCTEHTHOCTH, pa3padoTke /|

KJIAMHUYECKUX HCNbITAHUAX JIEKAPCTBEHHBIX cpeacTs. B
OPraHU3AMUOHHBIX ACMEKTAX 3T0 PAaHHAS JAHMATHOCTHKA,
OLICHKA PUCKA, NPOPUIAKTHKA, MOHUTOPHUHTI JIEYCHHA.



MYJIbBTUD®AKTOPHDLIE 3ABOJTEBAHUSA (M®3)

» leHeTnyecknn nonumopdcdusm CBA3AH
C pa3suTueM 3abonesaHus

» 3abonesaHue Bo3HMKaeT npu B3SAUMMOAENCTBUW pa3nuyHbix
(baKTOPOB (FreHeTUYECKUX U HEMreHeTUYECKUX)

» OauH nonumopdusMm MoxeT bbiTh CBA3AH
C PA3HbIMW 3ABOJIEBAHNAMMW

» Pa3Hble pakToOpbl BAUAIOT HA pa3BuTUe 3aboneBaHus
[10-PASHOMY

» PasHble (hakTOpbl BANAIOT HA pa3suTue 3abonesanns C
PASHOW CUJIOU

» Mbl Mmoxkem OLLEHWUTD 3Ty cuny



[eHHble ceT No OTHOLEHUIO K CbYHKLII/IOHaHbeIM reHHbIM KrnacTtepam

leHbI
leHbI KOHTponsi
lFeHbl ! KOHTpoOns MUTOXOHOPUaNbHOro
MMMYHHOTr T MeTabonuama MeTabonuama
O oTBeTa A KJIeTOYHOro sigpa

OTBETCTBEHHbIe 3a
FeHbl, N5 cdopmupoBaHue
OTBETCTBEHHbIE 3a o P"GOCO
akcnpeccuro CD-
MOREKys U
MeMbpaHHoe

CUrHanumpoBaHue
OTBETCTBEHHbIE 3a

MeTannoromeocrtas
leHbl,

OTBETCTBEHHbIE 3a
¢opmupoBaHue : leHbl,
pnbocom u OTBETCTBEHHbIE 3a
TpaHCnAUno : COoCTOsiHue
BHEKIIETOYHOro MaTpu1Kca
1 dbyHKLUMIO agre3vm

[eHbl,
OTBETCTBEHHbIe 3a
¢opmupoBaHue
umMTocKeneTta




OTHOCUTEILHBIA PUCK

KoonepaTtusHbiK 3PpPeKT reHeTUYECKUX U
cpenoBbiX PaKTOpPOB, onpeaenaoWwmx pUcK
Pa3BUTUA MHPAPKTA MUOKaAPAA Y MYXKUYUH B

BO3pacTe A0 45 ner

[ Kypenue

® GPllla

B5-HTT
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B GPIllla+ST

O Kypenune+ST

[1 Kypenue+GPIIIa

B Kypenue
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I'EHETUYECKOE TECTUPOBAHUE

B nacrosimiee BpemMsi B IIM MOXHO BBIACJIUTH HECKOJIbKO
HanpaBjeHud I'T: npeuMIuIaHTALIMOHHOE, TIpeHATAJIbHOE,
HEOHATAJILHOE, TNEAHATPUYECKOE W TepameBTHYECKOe  JIIsA
B3pocjoro HaceseHus. OQO0bivHO I'T npumeHsroT B ciay4yasx
HAIMYUSA KIMHAYECKUX CHMITOMOB MJH POACTBCHHHKOB,
CTPAJAIIMUX e HETHYECKUM 3200/ 1eBAHUEM.

TexHogaornuecku I'T ocymecTBiasiercss ABYMS METOAaMH, BO-
NePBbIX, TAPreTHbIM  CEeKBEHMPOBAHHEM INPH  HAJUYHUHU
KOHKPETHbIX TIE€HEeTHYECKHX IOJUMOP(PU3IMOB, H, BO-BTOPBIX,
II0JJTHOT€HOMHOI'0 CeKBeHUpPOBaHUsi. B mepBoM cjiydyae MCCIeayrT
KOHKpeTHbIe reHeTndeckue mnoaumopusmbr: OHII, CNV,
BCTABKHM, JejeluM, AYIUIMKANMM U T.J. UeJeBbIX I'€HOB MJIM
XpOMOCOMHOIro  peruoHa. IloJIHOreHOMHBIE  MCCJIEeIOBAHUS
NPUMEHAKT NpPUH 3a00JeBAHMAX C¢ He COBCEM YeTKOH
KJIMHUYECKON KkapTuHoil, M®3, a TakiKe mnpu IMpPOBEJICHUU
CKPMHMHIOBBIX HCCJIEA0BAHMMN JsI BBIABJICHUS PEAKHUX M He
OYeBWIHBIX (heHOTHUIIOB




UcnonHutenb: EBponenckuin koHcopuuym Gabriel

CoTpyaHu4ecTBO: 164 yyeHbix u3 19 ctpaH (23
nccnepoBaTeNibCKUX rpynmn)

OG6BLeKkTbl nccnegoBaHusa: 10 000 actmaTukoB (geTu
n B3pocnbie) n 16 000 3agopoBbIX MHAMBUAYYMOB.

Kirwueble pe3yibTarsl npoekta GABRIEL (2006-2010 r.r.)
O6Hapy»XeHbl HOBble reHbl, y4acTByOLWME B UMMYHHOM OTBETe, NPOHULLAEMOCTU 3NUTENUSA
6pPOHXOB M KOHTPO/1IE CKOPOCTU BOCCTAHOB/IEHUA NMOBPEXKAEHNIA CAN3NCTOU 060104KHN
AbIXaTeNbHbIX NyTEW.

e ACTMYy paHee cunTanu eguHou 6onesHblo. Ho nonyueHHble pe3ynbraThbl
npeanonaratoT buonornyeckue pasnnuma ana Tpex KAnHnYeckmnx opm: aeTcKas,
aCTMa B3POC/bIX U TAXKenaa actma.

® Anneprua ABAAETCA BTOPUYHBIM MO OTHOLIEHUIO K gedeKTam CIU3NCTON 060104KHU

AbIXaTeNbHbIX NYyTEU NPU aCTMe U KOXKHOTo bapbepa y geteit ¢ ak3emou. Tepanuma TONbKO
annepruu He byaet apPeKkTnBHa.

e MpeacKasarenbHas LEHHOCTb FreHeTUYECKMUX TECTOB HU3KaA. Heobxoguma naeHtudukauyma
anureHeTn4Yecknx ¢pakTopos.

e 0603HaueHbl muweHn ana apPeKTUMBHOM Tepanmum acTMmbl.



OnpepeneHne 3STHUYECKON NPUHAAJIeXXHOCTU NalMeHTa —
OAMH U3 cNOoCco60B 6bICTPON OLLEHKN BEPOSATHOCTHU
pPa3BUTUSA Y HEro onpeaeneHHoro 3abonesanna. OgHako
cyanTb 06 3TOM MOXXHO, TOJIbKO nposeas AHK-
TecTupoBaHue.

LS




POCCHS (2016 r.):

HAIIMOHAJIBHASI ACCOIIUALIUA
JJABOPATOPHOM,
MNEPCOHAJIM3UPOBAHHHOHN U
TPAHCJISIIMOHHOW MEJIUIIUHBI

(HAJITITM.P®, NALPTM.RU)

I'paoem 3pa nepconanu3upoeanHou MeOUUUHBL U 20MOBUMHCA

K Hell HYHCHO Yce Ce200H .
Jcopoore Uepu. 2007 2.



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.



MOHOI'PAOUA
«ITEPCOHAJIN3NPOBAHHAS MEAUILIUHA»

Beimiea 3z Tom 1 «buojgornyeckue 0OCHOBBI».
IHoarorosJjieH K nmeyatu ToM 2 «JlaboparopHbie TEXHOJIOT AN .

TIEPCOHAJIV3VIPOBAHHAS
MEIVLIVIHA

B cexu mowax

Crparerua MeAHLIHB!
1 €8 Pa3sBHTHE B GTHIHONYALMOHOAOTHHe
8 Mockse B Aexabpe 2013 r.: cresa Hanpaso
npageccop C. Cy4kos (Poccus), Xupock A63 (Anokms), Ak BaH
TexT (Huaepaarasi), A. Mapuwan (CLLA), C. LLiep6o (Poccus)

IIEPCOHAJIVI3/POBAHHAS
G Bt A MEVITVHA

Lliep6o Cepreii HukoAaeBMY, AOKTOP BHOAOTHHECKIX HayK, Npo- B eesumonax

rmm?m DANO PHMMKYaume:u"HM Muporosa, npodeccop K:;i BMOHOIM"IECK"E
Goneaneit M

e —— OCHOBbI

OHANM3HPOBAHHOM 1 TPAHCAALIHOHHOM MEAMUHbI, BULE-NDEIMABHT

BUOJIOrTMYECKUE OCHOBBbI

LWep6o Cepreit Hukonaesmy, 40470 GUONDTHUETKIX HayK,
npadeccop. aBesyIoui Kadeapoil kHHIueckoil aabopa-
TOPHOH AMBTHOCTHKM GATIO PHHMY 1menn H.M. Miporosa,
npodeccop kadeapbl KoKHbIX 1 BeHepHyeckix GoneaHeit Me-
AMUMHCKOTO MHCTVTYTA PYAH, Npeaupent HaluoHansHoit ac-
COUHALYM ABOPATOPHOM, NEPCOHaN3HPOBAHHON 1 TDEHCAR-
W4HOHHOH NEAMUNHbI, BHLE-NPE3HABHT PoccHiickoii accoyma-
14HH MEAMLIHCKON AaGOpaTOPHOM AMATHOCTHKA.

Liep6o AMMTPI CepreeBuy, KaKAMAAT GMOAOTHYECKIX HayK,
CTapUIMI HaYHBI COTRYAHMK MHCTUTYTa TPAHCARUMOHHOM MeaMUM-
Hol PHUMY e HW. Niporosa.

C.H. Wepéo, [.C. Wepbo

C.H. lep6o, A.C. Wep6o

|
9 785208 1 070320

JIAGOPATOPHbIE
TEXHOJIOTUK

Liep6o AMHTPHI CepreeBHY. KaHuaT GHOMOTHYECKX
HayK, CTBpLUIH Hay4Hsil COTPYAHIK HHCTHTYT@ THBHCAALIHOH-
HOW MeaHiHel PHAMY e HW. Miporosa.

JIABOPATOPHBIE TEXHOJIOrMUN

C.H. Lilep6o, A.C. Wep6o




DPAPMAKOI'EHETUKA U
DPAPMAKOI'EHOMUKA
N HEXEJIATEJIBHBIE PEAKLIMA
JIEKAPCTBEHHbLIX CPE/ICTB



BOJIbTEP:

« JOKTOPA —3TO TE, KTO
MPOMUCHIBAIOT JEKAPCTBA, O
KOTOPBIX MAJIO 3HAIOT,

YTOBbI JIEYUTH BOJIE3HU, O
KOTOPBIX OHU 3HAIOT EILE
MEHBIIIE,

Y JIOAEU, O KOTOPLIX OHU HE
SHAIOT BOOGIIE HUYEIO ).
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HebnaronpuatHble no6o4Hble peakuuu B PO

MocTynneHne n UCTOYHUKU COOOLLUEHUN O HeXeraTeNnbHbIX peakuuax
NeKapCTBEHHbLIX NpenapaTtoB, 3aperMcTpMpoBaHHbIX HA TEPPUTOPUN
Poccunckoun ®epnepaumnm 3a 2011-2014 rogbi

JIITV (pernoHaabHbIE LIEHTPHI)

E dapMKOMITaHUA

I DejiepabHbiii 1IEHTP MOHUTOPHHTA

20000 — M Pocanpasuanzop (ILIA)

25000

17271
Toi:lqecxuﬁ anw.qepmanbm:lﬁ
HEeKpOnun3 Npu NnpMMeHeHUn
HeBMpanuHa
(HabnrogeHwme MNpokodbeBon A.A., 2015)

15000

13744

12645

10000

5000

2011 2012 2013 2014

HeKpo3bl KOXU, UHAYLMPOBaHHbIEe
BapcdapmHom
(HabnropgeHue Xypasnesou M.B.,
2015)
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OT Kakux ¢pakrTopos
3aBUCUT OT
WHAUBUAYA/NbHDbIN
dapmaKonormueckmnm
oTeBer?

&

J

[eHeTUYecKue
0CODOEHHOCTHU
naumeHTa

Bo3pacT

TaXeCcTb TeYeHus
OCHOBHOIO
3aboneBaHusA

ConyTcTByrowme
3aboneBaHus,
OCOOEHHO nevyeHn n
noyek

CoBMecCTHO
npumeHsiemsbie JIC n
BAbI

OcobeHHOCTU NUTaHUA

BpeAHble NMPUBbLIYKMN.
dIflikKoroJsib



NMPABUJIbHOE
NEKAPCTBO

NMPABU/IbHbBIN
NALUMUEHT

Ha ocHoBaHuu
nccneposaHus C NPABUJIbHO
reHOMHbIX)

B MPABUJ/IbHOE

Bpa4 Bblbupaer...

B nrPABU/IBHON
NO3E

B utore, nauuneHTt
nony4YaeT MaKCMMabHO PABU/1bH b“‘,"
apPpekTnBHOE U _
6e3onacHoe neyeHune OTBET




[ eHbI-KaHAUAATHI, MOJUMOP(PU3IMBI B KOTOPbIX BJIUSAIOT
Ha papMaKoJOruyeckKuu orBeT (3(PPeKTUBHOCTH U
0e30macHOCTh (papMakoTepanum)

BcacbiBaHue
oPacnpeneneH“e ««Muwenu» J1C

.BHOTpch(popmau“ﬂ ‘flaToreHeTU4YeCKHe MmyTH
‘BbiBeeHue 3aboneBaHUH

QAPMAKOKUHETUKA |R 4= | PAPMAKOOVMHAMUKA — OTBET HANC

*PepMeHTbI ‘PeuenTopbl

ouoTpaHcgopmauuu J1C *PepMeHThbI

‘TpaHcnopTepbl JIC * MOHHbIe KaHanbl
-JfiunonpoTenHbl

+PaKTOpbl CBEPTbIBAHUA
‘Benku KneToyHoro uMKna
+««CUrHanNbHbIE» DeNKKn




Bknapg pasnuyHbiX usoepMeHToB LuToXpoma P-450
50,1% B MeTabonuam J1C

18,8%

15,8%
. -8,3%

CYP3A4 CYP2D6 CYP2C9 CYP1A2 CYP2C19
Huruburopsr

Anrtaromuctel  llcuxoTponmHsle, Henpamerie Teodmwrmm

KaIbIHA, Bera-010kaTopsl aHTHKOAryJIAHTHI, IPOTOHOROT' 0

CraTussl, HIIBC, rasora
AHTHTHCTaMUHHEIE, I'umormkenmrdeckue,

Crnpgenadmn Jlozapran




YACTOTA «MEANEHHbLIX» ANMENEWU FrEHOB PA3NUYHbLIX
$EPMEHTOB BUOTPAHC®OPMALIMM B MOCKOBCKOW nonynauuu

(MccneaoBaHue NpoBoaAUNOCh y 800 YenoBek)

CYP2D6

O 'Hopmansuue" B'Me ane rocre”

CYP3A4

ID'H»;ﬂanm "I'hﬁmm"l

CYP2A6

O'Hopmansxme " @ '"Meane xocsre "

CYP2C9 CYP2C19

| &=,

15%

Inmpxmm"l'mmm"l |D'H°pumm"l'mmm"|

Kykec B.I'. v coaeT. 1999, 2002, 2003, 2004




NepcoHanu3auuna papmakoTepanum Ha OCHoOBe
chapmakoreHeTU4ECKOro tectupoBaHusA: nauueHTbl A, B. C

B
)

A B C >

A Toxic area

B Therapeutic

T —— e~

-

Toxic area

A, B, C Therapeutic
area

Concentration
Concentration




NHauBUayadbHbIC CPEACTBA JICUCHUS
Ipumepamu HHIAUBUAYAJbHBIX CpeacTB
JICHCHU A ABJJIAIOTCHA HeKOTOpI)Ie
3aperucTpupoBaHubie B CIIA npenmaparsl s
JICYEHHUS PpakKa NpocTarbl M Tepanud JUMGpOMBI,
KOTOPLIC MNMPOU3BOAATCH M3 COOCTBCHHBIX KJICTOK
INNHAINMNCHTA.

IIpoBOAATCH KIMHUYECCKUE UCTIBITAHUSA HOBBIX
METOJ10B, OCHOBAHHbIX HA TepAIlMH _CTBOJOBbLIMH
KJICTKAMM M _KJIETOYHBIMHM _MPOAYKTAMM (JIedeHue
AayTOMMMYHHBIX 3a00/ieBaHuMil, auadeTra BTOPOIo
TUNA, HMHPaApKTa MHOKApAa, TPaBM CIHHHOIO
MO03ra), r¢HHOH TepaAlluH (;1eyeHme
NUMMYHOAe(PUIHUTOB, MYKOBUCIIMI03a, 00J1e3HM [ o1e,
HeKoTOpbIX popm paka u CIIHUa).




MOUCK HAUBOJIEE SHAHYHUMDbIX
NABOPATOPHbIX BUOMAPKEPOB U
OMMUKCHDbIE TEXHOJTOIUMN.



http://images.km.ru/health/zdorovie/genetika_480.jpg

NOUCK BUOMAPAKEPOB HA PA3/IMYHbIX YPOBHSAX
BUONTOMMYECKOU OPTAHU3ALIUU

Metabolomics (molecules)
MeTa0o010MHKA

< —

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



I'EHETHYECKHUE BUOMAPKEPDI

Deciphering Complex Disease
A systems biology approach using the SOLID™ System
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Linked SNPs
owfside of gene

no effect on
protein production
or function

Causative SNPs
in gene

Non-coding SNP:

@ changes amount of
protein produced

Coding SNP: ¥
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BhisiBIeHMEe «T€HOB NMPEAPACHOJI0KEHHOCTH» K 3200J1€eBAHNIO0
NPOBOAUTCH NMyTe€M COMOCTABJIEHHH YACTOT FeHOTUIIOB Y 00JILHBIX U
30POBbIX

['pynma 00JIbHBIX KoHTpomb (310pOBEIE)

A

@)

@ - ICHOTHUII,

%% yKa3bIBAIOIINHA Ha
IZD IIPEAPACIIONIOKEHHOCTD
O@c@ pep
K 3200JIEBaHUIO.

>> P

P6OJIBHI>I€ KOHTPOJIb

OR — xonmmuecTBeHHas Mepa npeapacnonoxkennoctd (Odd Ratio),
MIOKA3bIBACT BO CKOJIBKO Pa3 MOBBIIICHA BEPOSTHOCTH 3a00JI€Th IS
HOCHUTEIIS «IUIOXOr0) IeHOTHUIIA

(1- P

60J1bele KOHTpOJIb)

OR =

KOHTpOJIL (1 P6OHBHLI€)




PacnpocTpaHeHHbie ajuieu ¢ 00ab1uM 3¢ dexrTom,
oonapy:xkeanble B GWAS (no Ch.S. Ku, 2010)

bonesHb HanMmeHoBaH rs OR OMIM PervoH
Me reHa
Bo3pacT- CFH 380390-C 4.60 134370 1q31
3aBucumMmasn
AereHepauus
ceTyaTKm
dkchonmaruBHas LOXL1 382942-G | 20.10 | 153456 | 15q24.1
rnaykoma
bone3sHb KpoHa JL23R 10889677 2.13 607562 | 1p31.3
Pak siMuka KILTG 3782179 3.08 184745 | 12q22
4474514 3.07




JQIIMT'EHETUKA

N3MeHeHU S IKCIIPECCHH IT'eHOB MJIM (DEHOTHIIA KJICTKH,
BbI3BAHHDbIE MEXaHU3MaMHu, He 3aTparuBalIuMu
H3MEeHEeHHe HVKJIeOTWIHOM mnocjaenoBareJbHocTH JIHK
H3Yy4YaeT JNHUreHeTHKa. JNHUreHeTH4YeckHe HU3MeHEeHHUd
NPeACTABJIAT  CO00M  XMMHYECKHEe  MOAU(PUKAUHU
nocjaenoBareJbHocTd JIHK wniaM rucTOHOB — 0€JIKOB,
Heo0xomuMbIX 1Ji ynakoBku HurTe JHK B xpomocombl.

K JnureHerv4eckuM, TO €CTh K BHEIIHHM 110
oTHOmIeHUKW K JIHK MexaHusmaMm peryjasuuu 3KCIpPeccuu
reHOMa OTHOCAT METHWJIMPOBAaHHE, aleTHUJIUPOBaHUE,
YOUKBUTUHUJIMPOBAHUE (KOBAJICHTHOE NMPUCOCIMHEHHUE K
0eJIKy MMIICHM MHOKECTBO MOJIEKY]l YOUMKBUTHHA) U
dbochopuimpoBanue.
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AHOMaJIbHOe MeTWJ/IMpoBaHue —
paHHee cobbiTUe KaHLeporeHesa

AHOManbHOE€ METUINUPOBAHUE - 3TO H eMeTHIHD OB AHHEIN I'eH
MEeTWIMpoBaHMe NPOMOTOPHbIX PAaUOHOB
reHoB CyrnpeccopoB B ONyXO0Ju,
CBfi3aHHOE C HapylleHUueM 3KCnpeccum u

OTCYTCTBMEM 6eNKOBOro NpoaykKra, IIp OMOTOPHBII p afioH
peryJimpyrowiero K1eTouHbli LUMKn,
KNeTouHYyro A pepeHunpoBKy,
nponudepaymro, anontos M agpyrue

AHoMATBEHOE MeTH/IIHDPOEAHHEe I'eHA

nobouecchbl.
23 24 25 26 27 28 K K-
N o
.m @ MeTILIITPpOE A HITE
~ - O OTCYTCTEIIE METHIIIP OB AHITA
46 45 44 43 42 41




TAIIJIOT PYIIIBI
MUTOXOHIPUAJIBHOU JHK

Simplified mtDNA lineages

www.mitomap.org, 2009 Asia

R E D
3E=rCcRS B G | /

All branch markers have the rCRS nucleotide / \ C13626T

C

on the left side of the position number. The

defining polymorphism for each haplogroup as F A4833G C5178A /

8271:8281 9bp A Q A13263G

AS5BA43G

it diverges from the rCRS is on the right side of
the position number. In some cases arrows are
used to clarify directionality. T9090C
Note: This tree should not be used as the sole P —

basis for assigning haplotypes. T6392C / Z
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BJIMAHUE MUTOXOH/IPUAJIbBHBIX
TIAIIVIOTHUITIOB HA OPIT'AHU3M

Famtorpynma IloHM:keHHAsI BEPOATHOCTD

J, Uk 0ose3nu IlapkuHcona

U T 0oJs1e3HH AJIbIreriMepa

T paKa MOJIOYHOH KeJie3bl

H BO3PACTHOH JereHepanumn
CeTYATKH

H cemncuca

N9a auadera, MeTad0JIHuYeCKOro

CUHApPOMA U
HH(PAPKTA MHOKAP/AA Y a3MATOB



INHPOTEOM

IIpoTreoM opranu3Ma — BeJIUYMHA HE MOCTOSAHHAS, IOCKOJIbKY
IKCIPECCUS FEHOB MOKET MEHATHCH MO BO3AeiICTBUEM MHOKECTBA
(paKTOPOB BHEIIHEH CPeAbl, a TAKIKE U3MECHEHUU BHYTPH OPraHu3Ma,
CBSI3AHHBIX, HATIPUMeEP, ¢ BO3PACTOM, 00J1€3HbI0 UJIU IPYTUMH
NPUYMHAMM.

MeskayHapoOaHAsi OPraHU3alMs M0 U3yUYEHHUI0 IIPOTEoMAa
yesoBeka (HUPQO) o0bsiBHIIa 0 CO3TAHUU MEKTYHAPOITHOIO MIPOEKTA, B
KOTOPOM y4acTByeT U Poccusi B kauecTBe KOPNOPATUBHOIO
ucciaeaxonareas 18- xpoMocomsbl.

Ha npoexr "IIporeoM neyeHu', KOTOpbIA pa3BOpa4YvBaAETCHA B
Kurae, Hanmpumep, npeayCMOTPEHO HANIPABUTH 32 MUJIJIMOHA
A0JIJIAPOB HA JIBA roja.

C Toukn S3PCHUA THAT'HOCTUKH MMPOTCOM IIJIa3Mbl KPOBH
IMPEaACTABJIACT 0CO0BbIHN HHTEPCEC, TAK KAK BKJIIOYACT JCCATYIO YaACTh
Bcex 0eJIKOB OopraHmsiMa 4€/,10B€Ka.



[lpoTeom nanasmbl KPOBU

B 2002 r. obl1 Hayar npoekT «IIporeom miaa3mbl
KpPOBH», B peajin3alud KOTOPOro NPHUHAJIM y4dacTHe 35
gaboparopuii m3 13 crpan. UaentudgunupoBaHo O0oJjiee
10000 0es1xoB mjaa3mMbl KPOBM HA OCHOBE aHAJIM3a METOA0M
MC oaHoro wiau aByx, u cBbimie 3000 — mpu BbISIBJIEHUH
ABYX MJH 0oJiee NeNTHAOB Kaxaoro Oejaka. OcHoBHasi
Ipo0JieMa NpH __ aHaJW3e 3aKJIIYACTCHd B IIHPOKOM
AMANA30HE KOHIEHTPAIMM _ 0€JIKOB M NEeNTHIOB B
00pa3uax; KOHIEHTPALHUS AJbOYMHMHA O0OBIYHO COCTABJISIET
30-50 Mr/mu_chbIBOpPOTKH, a uMHTepJeikuHa 0-15 mr/mu.
Takum odpa3om, npu MCCJICIOBAHUM IIPOTEOMHOI0 COCTABA
KPOBH CylecTByeT orpoMublii (10 10-1% mopsiaxoB) pa3opoc
KOHUEHTPAUMU PA3JIUYHBIX 0€JIKOB U MpeodagaHue cpeau
HUX IMATHOCTHYECKH MAJTO3HAYMMBbIX.




MPELUUSUOHHAA MEOAULUHA

Precision <




NCTOPUS MOSABJEHUE TEPMUHA
NPELNU3VUOHHAS MEJJULIMHA

B knure jskoHomucToB K. Kpucrencena u JUk.
I' poccmana «aHoBanmMoHHoOE NnpeacKasaHue»,
Bollneamed B 2009 1. BmepBbIe NOABJISIETCA caM
TePMHUH NPEeNU3MOHHAA MeAMIHUHA. IJTO COObITHE
NMPOM30IILJI0O IOCJde caydyasds C MajapdukoM Hwuxkom
BojkepoM, y KOTOPOro B 2 roga CHJIbLHO 00J1e1
KHIIEYHHUK, 2 K 6 - oH mepenéc 160 omepamuu. K
JEYCHUI0  MAJbYUKA  MOAKJIYMICA  XoBapi
J:xerKo0, CEeKBEHMPOBABIIMM €ro TIeHOM M|
Hamexmuim myranuio B rene XIAP, orBeTrcTBeHHYI0
32 PeAKHH BOCHAJMTEIbHBIN NMPOLECC B KUIICYHHUKE,
KOTOPBLIM JICYUTCH TPAHCIUVIAHTANMEH KOCTHOIO
MO3ra.



MPELMU3UOHHAS (TOUHAS) MEJUIIAHA 2010-2015

HauuonaabHbie HHCTUTYTHI 310poBbi CIIHA (NIH) npoBoasit
MacIITA0HbIe MeIULIMHCKUE UCCIIeIOBAHUS, B 32/1a4yY KOTOPbIX BXO/JMUT:

-KoJIn4eCcTBEHHO OLICHUTH PUCKU JI PsAaa 3a00/1eBaHUI,
BKJIIOYASA (DAKTOPbI OKPYKAOLICH CPe/Ibl, TCHETUYECKUE
(GaKTOpLI M COYETAHUS ITUX (PAKTOPOB

-IIOHATH NPUYUHBI MHAUBUAYAJIBHBIX OTJIMYUH PEAKIUHU JIIOACH
Ha O0IIENPHHATYIO Tepanuio (¢papMaKoreHOMHKA)

-Haiitu OMosiornyecKkue MapKepbl, KOTOpPbie YKa3bIBAKOT HA PUCK
Pa3BUTHA O0OBIYHBIX 00JIe3HeN

-BHeApUTH TEXHOJIOIUM MOOMJIBHOIO0 310poBbia (mHealth), yTo0bI
CJEAUTH 32 IeiCTBUSIMHU YYACTHUKOB, (PU3HOJTOTHYECKUMHU
ImapaMeTpaMi U COCTOSTHUEM OKPY:Kalolend cpeabl

-Pa3BuTh HOBBIE KJaccupuKamymu 00j1e3Heill 1 UX B3aUMOCBsI3el

-IIpenocTaBUTH VUACTHHUKAM MCCJICI0BAHUSA TAHHBLIE U
HHGOpPMALIMIO, KOTOPBIE YJIYYINAT UX 3/I0pOBbE U CO3AaayT 0a3y
JJI MCNIBITAHUM HANIPABJIECHHOU TepanuMm.




OBUIEE U PA3JIMYME B MOJXOAAX IM
U MpM

OBLIEE:

OMMUKcHbIe TexHonorum (MM, MpM)

TapreTHble 1eKapcTBeHHble npenapatbl (MM, MpM)
BanaHne pakTopoB OKpy:Katowen cpeabl (MM, MpM)

NMPELNINOHHAA MEOAULHA
INeKTpPOHHAA meauuUuHa (mea. KapTbl, aHKeTbl)
LUudposaa meguumnHa (MU, BAl, «aBaTapbi»)
MobunbHoe 3apaBooxpaHeHue (24/7, Tenem.)




Precision Medicine - Paradigm Shift
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WHTEMPATUBHOE NMEPCOHA/IbHOE OMUKCHOE
NPO®UTMPOBAHMUE (MNON)

MM sbiurpaer oT coyeTaHUA reHOMHOU MHbopmauum
C perynapHbiMm MOHUTOPUHIOM (PU3INONOrUYECKoro
COCTOAHUA OpraHn3Ima.

unon KOMBUHUPYET TEHOMHbBIE 3SKCMNPECCUOHHDIE,
MPOTEOMHbIE METABOJIOMHbBIE U AYTOUMMYHHDIE TECTDbI,
MPOBEAEHHDBIE ANAd OAHOINO YEJIOBEKA B TEYEHUE 14
MECALIEB U BbIABJIAET UBSMEHAIOLLUNECA MONEKYJIAPHDBIE U
MEOUUNHCKU SBHAYUMDIE PEHOTUTNI.

[eHOMHble UK 3KCnpecCUMOoHHble AaHHble camoro
BbICOKOro pas3peweHunAa, noKa3a/in 3HauYUuTeJibHble
ANHaMmuyeckKkue UameHeHuAa B Pa3/IN4HbIX

MONEKYNAPHbIX KOMNOHEHTaxX U buonornyeckux nyrax
B YCNIOBMAX HOPMbI U bonesHu.




UHTEI'PAJIBHOE
OMUKCHOE
INPOPUIINPOBAHUE HE
MbICJIUMO BE3

ououngopmamurku!

KoTopaa un npepnaraer

cnocob uHTepnpertauum
OrPOMHbDbIX MacCUBa AAHHbIX



KPYIIHEHUIIASA BA3A JAHHBIX TEHETUYECKOM Genomics @‘
UHO®OPMALUU (BeaukoOpuranus, 2015 r.) =2c

@ [
@

lecarnb KPYIHeNImuX hapManeBTHYECKHUX U
OMOTEXHOJIOTHYECKUX KOMITAaHU JTOTOBOPHJIMNCH 0
COTPYIHHYECTBE c OpuTaHckou rocyiapCcTBeHHOM
opranm3amueii Genomics England ¢ meano mcmojan3oBaHus
reHeruyeckom wuHpopmanuu mnauueHroB HanuoHaabHOM
cay:xk0bl  3apaBooxpanennsi Beaukoopuranum (NHS) B
MEeIMIMHCKUX UCCIAEA0BAHUSAX, YTO0BI pacmupoBars reHom
100 ThICSIY NMANMEHTOB, CTPAAAIMIMX OT OHKOJOIMYE€CKHX
mim  peakux 3adoseanmii. Crapr mpoekra «100 ThICHY
reasomoB» cocrosiica B 2012 r m k 2015 r ymajgoch
pacuiudpoBars reiomM 3 Thicsad nmanmueHToB. Ecam k 2017 r.
KOMIIAHMM CMOT'YT JOCTUITHYTH CBOEH e U paciuudpoBarhb
100 ThICcSIY reHOMOB, OHH COOEpPYT OJAHY M3 KPYNHeHIIUX B
Mupe 0a3y JaHHBIX TCHETHYECCKOU MH(pOPMALUH.



Hoii — 6-JIeTHHII MAJILYHMK, KOTOPBIMA CTpajaeT
3a00J1eBAHMEM, HA3BAHUSA JIJIsi KOTOPOI'O IPOCTO HET.

B sinBape 2015 . mporpamMmuctsl U3 TOPOHTO HAYAIH
TecTupoBath cuctemy (MatchMaker Exchange) mo oomeny
reHeTu4ecKod MHpopManuen Mexxay 00JIbHULAMH U
JAPYTAMHU MeTUIMHCKMMH OPraHU3aAIMsIMM 1 MOKA ee
JIABHAs 11eJ1b — HAJIA’)KHBaHHeE B3aUMOo/ielicTBHEe MEXKIy
MeIUKAMHM Pa3JIMYHBIX CTPaH, KOTOPble 3aHUMAKOTCS
Npo0IeMoii peIKHX reHeTHYeCKNX MYTALMii B OJTHOM-
eIMHCTBEHHOM IeHe.

Natchrmalkker EeEe<xchamge

SGenormic discowery throogh the exchange of phanotypic & genoitywpic profiles




Pa3padoTunKy CUMTAOT, YTO HAWJIYYIIUM pelieHueM
SIBJISIETCH CO3JaHUEM KOMIIBIOTEPHOHU CETH, JAHHLIC B
KOTOPOM OVIVT JICLHEHTPAJIU30BAHBI.

Y KaKa0u OpraHu3anum, UMeIen J0CTyIl B TAKYIO CeTh,
OyayT pa3jiM4yHble APXUBDbI IAHHBIX U YPOBHH 0CTYIIA, YTO
peluT NpodJieMy XpaHeHUsI YaCTHOM MH(MOPMALIUH.

Panee rpynmna kaHajackux resetuxos ¢ 2011 mo 2013 r.
[P MOMOIIU METOAA FeHETHYECKOr0 aHAJIU3a CMOIJIAa
uaeHTUGUUHUpPoOBaTH S5 3200/1eBAaHUI, KOTOPbIE KAHAICKUE
MeJIMKH He MOIVIM PACIIO3HATb.

ITocjie HayaJ1a padOThI IV100AJIBHON CUCTEMbI IPOLECHT
YCHEIIHBIX CJIy4aeB BO3PacTeT MHOTOKPATHO, M CJIy4aun
U3JICYEHUS CJOKHBIX IJIA UACHTH(PUKALUU 3200/1IeBAHUN
MEePeCTAHYT ObITh PEAKOCTHIO.



NMPELULUSUNOHHAA MEAULUHA.

MOBWU/IbHOE N LUDPOBOE

3APABOOXPAHEHUE



MoOuJjbHOE 31paBOOXPaAHEeHHUE

MoobOuabHoe 3apaBooxpanenue (mMHealth), akTuBHO
HUCII0JIb3yeMOoe B PEUN3UOHHOU U
NepPCOHAJIM3UPOBAHHON MeaUIMHEe, M B IeJOM
meaunuHe 5 II oO0beauHsier ABa mapajuleJIbHO
Pa3BUBAIONIUXCS HANPAaBJIeHUS, KOTOpPble B TO JKe
BpeMsl OKa3bIBAKOT 3HAUHMTEIbHOE BJIMSIHHE APYI Ha

apyra.

IlepBoe — TEXHOJOrHH [IJsI JiedeHHs] M yXoJa 3a
00JILHBIMM.

Bropoe — ycrpouicTBa IJf KOHTPOJHA 310POBbA
YyeJIoBeKaA.



MOBWU/IbHAAl MEAULMUHA mHealth

HOCHUMBIE YCTPOMCTBA, HNOAKJIOYEHHBIE K

IHHIIAT®OPMAM HHO3BOJIAT OBECIIEYNUTD
OPAKTUYECKMN HENPEPBIBHOE MEAUIINMHCKOE
OBCUIIY’ KUBAHHUE (7/24), B YACTHOCTHU

OBHAPYKHUBATh PAHHHUE TPU3HAKH HPOBJEM
CO 3IOPOBBEM.

POCT WHBECTULIUA B HNPPOBOE
3IPABOOXPAHEHHUE YBEJIUYWJICA C 15 wmiapa.
nosuiapos CIHA B 2011 r. 1O 5,8 mupa. posuiapos B 2015 .



OCHOBHBIE HAITPABJIEHUSA PASBUTUA
MOBHUJIBHOI'O 3IPABOOXPAHEHMUASA

* MobunbHble yCTPOMCTBA MOHUTOPUHIA cCaxapHoro auabera.
* MpumeHeHUne MobunbHbIX TenedpoHOB B UMMYHOAHanu3e.

 MuKpocKonua B ANarHOCTUKE OHKONOrMYecKux
3ab60s1eBaHUMN.

* AMNAnPUKaALUOHHDbIE TEXHONOTUU MOBUABHOTO
34,paBOOXPaHEHUA.

* unarHocTnka MHPEeKLMOHHbIX U Napa3UTapPHbIX
3ab60s1eBaHUMN.

NEPCOHANN3UPOBAHHAA MEAULIUHA.
T.2. labopaTopHble TEXHO/IOTUMN.



MukpodniouaHbie CUCTEMb!
ANA NPOBeAeHUA MYyNLTUNNEKCHOrO aHanu3a

CucteMbl MMKPOKaHaNoB U pe3epByapoB C ynpaBnsieMbiM ABUKEHUEM
NOTOKOB AN NPOBeAeHNA MHOrocTaaUHOro aHanmsa

- i

MuHuaTiopu3aums no3BonsieT NOKanu3oBaTb Ha Manoi nnowaau
OONbLIOe YMCNO YYACTKOB C peareHTamMu pasHol cneunduyHocTH ans
NnpoBeAeHUsA MyNbLTUNNEKCHOro aHanu3a
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Inardopmbr MS?

IIpeumymiecTBa paccMarpuBaeMbiX NPUHOOPOB COCTOAT B
BbICOKOW CKOPOCTH BBINOJHECHHUSI TECTA, HU3KOU LeHe, MOOMJIBHOCTH U
IPOCTOTE B MCIOJb30BAHUM, BO3MOKHOCTH NPUMEHEHUA B AOMANIHUX
YCJIOBUAX U HEOOJIbIIUX JIA0OPATOPUSX.

Cnavyajia MUKpPO(IIOUIHbIe MPUOOPHI MPOU3BOIUIM U3 CHIIMKOHA
(1988 1), crexaa (1992 r.), 3aTeM M M3 TEPMOIIACTHKA M YHIIOBOI OymMaru
(2007 r.). Yka3zanHble MATepPHAJbl B CO3MaHHBIX MHKPOKAHAJLIAX IO
AeCTBHEM KANWUIAPHBIX CHJI 00ecHeYHMBAKOT JABHKEHHE PacTBOPOB,
peareHToB M AaHAJIU3HPYEMbIX 00Pa3I[0B.

CO31AHBI:

2008 r. - uHTerpupoBaHbl cMapTGOH ¢ OyMA)KHBIM MHUKPOQIIOUIHBIM
YHMIIOM JIJIsl I3MEPEHUSI KOHIEHTPAUN IJIIOKO3bI U 0€JIKOB;

2009 r. - nemeBasi MOPTATUBHASA UMMYHO(EepPMEHTHAsI CUCTEeMA HA OCHOBE
IHAMC Mukpo(pIrouI0MUKH U cCMaPT(OHA;

2015 r. - mopTaTUBHBIN KOJUYECTBEHHbIH MUKPOQIIOUIHBINA TPHUOOP IJIs
OMOXUMHUYECKOI0 AHAJIH3A.



(b)




MoOunibHbIE YCTPOWCTBA MOHUTOPUHIA CAXapPHOIo Auadera

Co31aHHBIN KJICHKUHA HAKOKHbIU IJIACTHIPH
onpeaeasieT ypoBeHb IVIIOKO3bI B KPOBM (ObLlIa OOHApYKeHA
KOppeJsAlMaA MEXAY YPOBHAMH IVIIOKO3bI KPOBM U I10TA).
IliacThIipb BKIKOYACT B Ce0sl JaTYUKU U CHCTEMY MUKPOMIII,
KOTOpbie BHPLICKUBAKT JIC MeT(OpMHMH NPH BBICOKHUX ee
YPOBHSHX.

Komnanuss Google coBMecTHO ¢ (papManeBTHUECKHM
xonmepuom Novartis B 2014 r. aHoHCHpoBaja BBINMYCK
KOHTAKTHBIX JIMH3 €O BCTPOEHHBIM IJIIOKOMETpPoM. JIMH3a co
BCTPOEHHBIM CE€HCOPOM IOCTOSIHHO H3MEPAKT YPOBEHb
IVIIOKO3bl B CJI€3HOM KUAKOCTH NMAIMEHTA W Pa3 B CEKYHAY
nepexalwT uHGOpMANIHIO HAa CMApPTHOH WJIH ILIAHIIET.
IIpeanmosiaraercs  BCTaBUTh B KOHCTPYKHHIO  ellle
1 MHHHUATIOPHbIE CBETOAMOIHBbIE JAMIIOYKH, KOTOpbIe Oya1yT
3aroparbcsi, KOIa KOHLEHTPAIMSA IIIOKO3bl JTOCTHUIHET
onpeaeJeHHOro 3HAYEHUS.



AMIIM(PUKATUOHHBIE TEXHOJIOTMH MOOUJIBHOIO
3APABOOXPAHECHUS.

HIP un IIIMC yun a8 JMarHoCTUKHM capkoMbl Kanmomu u
n3orepmaabHoii amminuxkamun (LAMP) Ha moamMepHoM
yune aas gerekmuun E. coli, a aBropam apyroii padGoThl
yI1AJI0Ch KOJUYECTBEHHO OIpPeAeJUTh JAaHHBIM MAaToreH 3a 15
MHH. N0 (PIYOPEeCHEHTHOMY CHIHAJly B MHKPOCKOIIe Ha
cMaprgoHe.

Pa3pa0dorana miargopma 1js NpoBedeHUS HM30TEPMAJIbLHOH
peakuun amiutnpukanuu (LAMP). Bpemst HeoOXxoquMoe 1.1
nereknuu E. coli Bcero 8,6 MuUH. IpH YyBCTBUTEIbHOCTH 13
KOIMUU MATOreHA B PEaKIMM.



KAKHUE MEJUIIUMHCKHUE
CHELHUAJBHOCTU BYAYT
NEPCINEKTUBHBIMU U151

BPAYEU XXI| Beka?

«lMo-HacToAwemy 06pa3oBaH NULLb TOT, KTO
Hay4Yn/iCA YYUTLCA U MEHATLCAY

aMepPUKaHCKMU NCUXONOor



Kaapsl aaa peaausanuu KoHuenmuu

Mexanusmbl  peaqu3anuu  KoHIenuum  Takike
TOJKHBI  MPeAyCMATPUBATH COBEPIICHCTBOBAHME
MOATOTOBKHA M MOBBIINCHUA KBAJUPUKANKUUA KAJAPOB
0 AKTYAJbHBIM HANPABJICHUAM MEIAUIMHCKOHU
HAYKH, CMEKHBIX o0J1acreit, TaKHX KaK
MOJICKYJISAPHAsE OMOJIOTHMS M TIeHeTHKA, KJIeTOYHAasAd
Ouojiorusi, OuouHpopmMaruka, MareMarTuyeckKas
CTATUCTHKA, a4 TAKKe JAPYIrUX €CTEeCTBEHHBIX HAYK,
VYUTBHIBASA MEKIMCHUIVIMHAPHOCTL COBPEMEHHBIX
HCCJICI0BAHUU B HHTEepecax pa3BUTHSA
NpPeAUKTUBHOM, NPEeBEHTUBHOH /|
MEePCOHAJTUZUPOBAHHOU MEUIIUHDI.



CoBpeMEeHHbIX HAYYHO-TEXHOJOTHYEeCKUN YKJIA CBA3AH C
BO3HUKHOBEHHEM HOBBIX NMPO(eCCUU M YeJIOBCK B TCUCHUU

"KU3HU MOKET CMEHUTh HECKOJIbKO IpPogecCcui.
[TIo mporuo3am cnenuaaucToB CKOJIKOBO B HaYaJie HbIHENIHET0 BeKa B
MeIUIUHE MOTYT BOSHUKHYTH cJeayiiue npodeccuu 10 2020 roaa:

Kinnnyeckuii OuoundGopmMaruk — B ¢jiydyae HeCTAHAAPTHOIO
TeYeHUsA 3a00/1eBaHUSl CTPOUT KOMIBITEPHYVI MO/Ie/b
OMOXHMMMYECKHMX IPOILECCOB, YTOObI TMOHATH NPUUYUHY
HAPYIIEHMI HA KJIETOYHOM M CYOKJIETOYHOM YPOBHSX.
COoop  uHbopMaM¥ _ MEIMIMHCKOM, TeHETHUYECKOM,
OMOJIOTrMYeCKOM IS 1000Pa CPEICTB JICYCHHU OTAeJbHbIX
nanneHToB. IIpodeccus cymecrByer B 3alaJHbIX CTPaHAX
y:Ke He oauH 104 (Tak B KJIMHUKe Meilo Takue
CHEHAIMUCTHI €CTh B KAXK/I0OM MEIUIMHCKOM OTACJICHUH).

leHeTnYeCKNIl _KOHCVJBLTAHT — TMPOBOAMT MNEPBUYHBIA M
IVIAHOBBIM  aHAJM3 B  [IHATHOCTHYECKHMX ILEHTpaXx,
oOpadarbiBaeT JAMATHOCTHYECKHE [JaHHbIle M  JaeT
peKOMeHIAuN 1o AajbHeiimemy JedeHuio. (23andMe,
I'eHoaHAIUTHKA, ATJIac | Ip.).




HoBble MeauIMHCKHE Tpodeccuu
10 2020 roaa:

NT  mMeamk — CHEHNHAJIUCT ¢  XOPOUIMM  3HAHHUEM
MHPOPMAINMOHHBLIX TEXHOJOIMH, CO3JaHHE U YIPaBJICHUE
0azon  (GpU3MOJOrHYECKHUX  3HAHMH, NPOrPaMMHOIO
o0ecreyeHMs1 JIJIs  JIe4eOHOr0 W JMATHOCTHYECKOIO
odopynoBanusi. Ynpasienue Big Date.

CereBoil_Bpa4y — BbICOKOKBAJIM(PUIUMPOBAHHBIN JIMATHOCT,
BJIAJCHOIIUH HHpopMauen, KOMMYHUKAITUOHHBIMHU
TEXHOJIOTUSAMHU U CIMOCOOHBIN CTABUTH TUATHO3 B OH-JIAMH-
pexxuMe. MaccoBasi JUCHAHCepu3alus, 00CJYKUBAHUE B
HEeHTpax, o0padoTKa JTAHHbIX MePCOHAJBHBIX
JAMATHOCTHYECCKUX YCTPOMCTB U NMOPTAJIOB 310POBbA.

MoJieKyJIsIpHBIN JIMET0JI0I — CHENHMAJUCT pa3padarbiBalOIIMii
HHIAABHUAYAJbHbIC CXeMbl NHUTAHUA, OCHOBAHHbIC HA
NTAaHHbIE 0 MOJIEKYJISIPHOM COCTaBe MUIIEBHIX MPOAYKTOB C
Y4€TOM Pe3yJIbTATOB I'€HETHYECKOI0 AHAJIN3A MAIMEHTA.




Ilocie 2020 roaa:

JKCIEPT MEePCOHAJIU3ZUPOBAHHON _MEAUIMUHbLI — NPOBOAUT
aHAJIM3 TEHEeTHYEeCKOM KAPThl NMALMEHTA, pa3padarbiBaer
UHIUBUAYAJbHbIC IMPOrpaMMbl €ro  COMPOBOKICHUA
(TMarHocruka, NpoPUIAKTHKA, JIe4YeHHe), IPOrHo3
NPEAPACHOJOKCHHOCTH K 3200J1eBAHUSIM M IOATOTOBKA
MEPCOHAIBLHOU CUCTEMBI CTPAXOBAHMA.

NT  reHerMk — CHENHAJHMCT KOTOPHIA 3aHUMAETCH
resorepanueii. B 2014 r. B BeaukoOpuranum y 6
HAMEHTOB OOJbHBIX XOPOHAEpMHUEH (HACIAEACTBEHHOE
3a00/1eBaHMe, BeAyllee K CJenore) OTMEYEHO YJIY4lIeHUe
3peHUusl Mocjie mnpoBeaeHusi reHorepamuu. Cucrema

CRISPR.

Oneparop MEIUIMHCKHX POOOTOB — CHEHUAJUCT IO
NPOrpaMMHPOBAHUI0O JTUHATHOCTHYECKHX, JIeYeOHbIX M
xupypruueckux podorop (tuma Da Vinchi, B 2013r
paboraJio 2000 XHPYPrudecKux po06oTOB).
buoMeTMUMHCKUIT HHKEHEP. He TOJbKO NMpPUOOpbI, HO M,
HANIpUMep NPOrpaMMHUPOBaAHME KAPAMOCTUMYJIATOPA.




bJIATOJIAPIO 3A BHUMAHHUE!



http://kodomo.fbb.msu.ru/~marine/protein.jpg

