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OECTUBAJIb 'TEHOMUKMH 2015, BOCTOH:

«Buyepa BepnyJics ¢ @ectuBanas ['enomuxku. Kak-0yaTo cjaeras Ha IPYIryio
IVIAHETY WJIH N00bIBAaJ B OyayieM. Ouie/ioMIeH TeHOMHOM
PEBOJIIIHEH, KOTOPasi HA0MpaeT Xoi1. S padoTar B OTHOM M3 CaMBbIX
nepeaoBbIX HHCTUTYTOB, OJHAKO, YyBCTBOBAJI Ce0sl IPOBUHIMAJIOM HA
ITOM MPAa3IHUKE BLICOKMX TEXHOJIOI Ui,

Yepes naTh JieT OyayT paciin(poBaHbl TeHOMbBI COTEH ThICHY JIKOeH, a
yepes AeCATh — TEHOMBI COTeH MUJIJTMOHOB JIIOeH.

Huuyero B 4es10Be4eCKOM jeJie (310poBbe, MUTAHME, MeIUIIUHA, padoTa,
CEeKC, PA3MHOKEHHUE, IPY3bsi, 00pa3oBaHue, MOJUTHKA) He OyaeT
AeJaaTbCesl 0e3 FeHOMHOI0 AaHAJIN3A

IHocraBiena 3aja4ya npeackasanus (peHoTuna no reaomy. Pazpadoranni
METOAMKH U3MepeHus (PeHOTUIa 1 npeacTaBjieHus ero B uugposom
Buje. [lo renomy Hayuyarcs npeackasbiBaTh MpPeAnoJaraemMble
3a00J1eBaHusA, ONITUMAJIbHBbIE JIEKAPCTBA, a TAKKe, JIMIO0, POCT, Bec,
roJioc, MHTEJJIEKT, ONITUMAJBHOI0 OPAYHOI0 MAPTHEPA U BCE-BCE
aApyroe. AHajm3 OyayT aejaTh MAIIMHbI, KOTOPbIe MOKHO Oy/l1eT rOHATh
B JIOMAIIHUX YCJAOBHSAX. B 3TOT MPOEKT BRIANBIBAKTCH KOJOCCATbHbIE
YAaCTHbIC IeHbI'U. Bcé cepbEé3Ho.»




I'psimer spa nepCcoOHATU3UPOBAHHON METUIIMHBI U

FOTOBUTHLCH K HEH HYKHO yKe CeroaHs.
Jicopoac Uepu. 2007

Memununa XXI Bexa: Meauunuuaa 4 «IIl»
IIpenukTrBHASA (TpeACKA3aTEIbHASA)
IIpenynpeaurenbHas (MpopUIaKTHYECKas)

ITapTucunaropnas (participatory) — nayueum yuacmHux
npoyecca, e2o ungopmupyrom u ooyuarom. Emy nomozarom 8
8blOOpe, 0 HeM 3a00mMAMCAL.

IlepcoHanu3upoBaHHas (MHAWBUIYAJIbHAA)
JHepoii I'yo (Leroy Hood) CIIIA, 2008)

Ilpeumsuonnas 2015 200 MequnuHa S «II»




IlporpamMma (yHaAaMeHTAJBHBIX HUCCJICIOBAHUU
roCy1apCTBEHHbIX akajaeMuil Hayk Ha 2013-2020
I'OAbI ( Pacniopsizxkenue IlpaButenancrea P® 03.12.2012 1)

biaukaniien meJbl POCCUHUCKOU METUIIMHBI
SIBJISICTCS BHEAPEHME MEPCOHATN3IMPOBAHHON
MEIMINHBI, IPEINOJIAraoIee HEe VX0 OT
TPAAMIIMOHHOW MEUIIMHbI, 2 GOPMHUPOBAHUE HA
OCHOBE TPAAMIIMOHHOIO 0a3uca
MEePCOHAJTUZMPOBAHHOIO MOAX0AA K KAXK/IOMY
YEeJI0BEKY C VYETOM MHIMBHAYVAJIbHOM
hapMaKOKMHETHKH, CO3TAHUS aAYTOJOTrMYHBIX
KJECTOYHbIX M TKAHEBBIX IIPOAVKTOB, B TOM YMCJIEe

KOMOMHHUPOBAHHBIX.




HaunoHanbHaA TeXHoNOrM4yeckaa UHUUMATUBA

Mpe3snpgeHt Poccun Bnagumup [MytMH B OKtAbpe 2015 .
nopyunn npasutenbctsy B 2016 roay sbigenutb 10 mnapp
pyébnen us depepanbHoro 6iogrKerta cpeacrsa Ha NogAaep KKy
nporpammbl «HauMoHanbHAA TeXHONOrMYeCcKaa MHULUUATUBA
(HTH), KoTopasa oxBaTbiBaeT HECKO/IbKO Hanpas/ieHU, B TOM
yucne pa3Butue nepcoHaNIU3NMPOBaHHOMN MeAULUHDI.
AreHTCTBOM CTpaTern4yeckmx
UHULUMATUB NepevyuncneHbl OCHOBHble HanpasneHuna HTU, B
YacTHOCTU, B rpynne «PbiIHKU» 0603HaueHO HanpasneHue
«HealthNet» (nepcoHanbHan MmeauumnHa). Bce
CKnagbiBalowimeca  HOBble  PbIHKM  UMAM  UCNONb3YIOT
dusunueckyto  uHpacTpyktypy MWHTEepHeta, ambo ero
NPOTOKOAbI, "INbO cTpoATCA NO ero nogobuio.



MEXKJIYHAPOJIHbBIU > L NSORLD
9KOHOMUWYECKUU ®OPYM FORUM
2012 TOOA

JIugepsl BcemupHoro sxkonomuueckoro cgopyma 2012
roga Hazpajau 10 BakHeMIIMX TEXHOJOIHH, KOTOPbIM B 3TOM
roay CTOUT VAEJIUTh IOBBILIEHHOE BHMMAaHHE.
IlepcoHaJIM3MPOBAHHAS MeAMIAHA, CHHTETHYECKASA
0M0JI0rHsi, 00pa0d0TKAa MH(MOPMAIIMHU IPEACTABJIEHbI B 3TOM
CIIMCKE.
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IlepcoHAJNM3MPOBAHHASI MEIHUIMHA U NPeAOTBpallleHUE
pacnpocTpaHeHus 0o0J1e3Hel MOMOKET YIAYYIIUTH
3apaBooxpaHenue B mupe. IIpopsiB B Takux o00JacTaxX Kak
reHOMHKAa, IPOTEOMHKA M MeETAa00JOMHMKA OTKPBIBAIOT
BO3MOKHOCTH JJII CO3JaHUA ‘JUYHOH’ MeIUIHHbBI —
JIEKAPCTB, YYHUTHIBAOIIUX OCOOEHHOCTH KOHKPETHOIO
yeJI0BEeKA.




BPAY-KOHCYJIBTAHT U ITAIHUEHT

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

BOIITPOC <«YEM BOJIEH ITAIUEHT?» B
bYAYHUIEM MOXET [IIPEBPATUTHCSA B
JAJAYY «HEM MOXET 3ABOJIETH J29TOT
YEJIOBEK U YTO CIEAYET HPEAIIPUHATD
CEI'OJHA, UTOBLI OTOI'O HE JOITYCTUTDb»

‘Qﬁg

lt‘ < %



HpeI[HKTHBHO-HpeBeHTI/IBHaH MCEANIINHA

CoriacHo pe3yjabTraraM HAYYHBIX HCCJAEI0BAHMM C
IOMOIIBK) HOBOM TEHETHKM M  NPHHIHUIIA
B3aUMOACHCTBUA MEKIAY TI€HOM H OKpY:KawIlueu
cpeaod Mbl MOKEM BbIMIparhb 0 14 JjieT sKM3HH C
XOPOUIMM __COCTOSIHUEM _ 3/10POBbsl. 3aTOPMO3UTH
MPOLECChI CTAPEHHUSI.

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

personalizeq

medicine




MoOXHO BbIAENUTb TPU [NaBHble npobaembl
pa3sutua NMM: nepBaf, Hay4yHaa (na1oxoe NOHMMaAHue
MONIEKYIAPHbIX  MEeXaHUM3MOB WU  HeAOoCTATOK

6uomapKepoB CBA3aHHbIX C HEKOTOPbIMM
3aboneBaHuaAMM), BTOpaH, OopraHuU3aLUOHHO-
npakTuYeckKkue BOMPOCHI (c6op 3/1eKTPOHHOM
ANarHoCTU4YeCcKoum nHpopmauuu,

HENnPUKOCHOBEHHOCTU YacTHOMU KU3HMW, OGV‘-IEHME
MmeaAununHCKOro nepcoHaszla #“ naLI,MEHTOB) U TpeTbA,

3KOHOMMUYECKMe npobnemsi.
e e
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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 KOTOPO KPYNHble
MUPOBbIE CTPATErn 34PpaBOOXPaHEHUA 3343/1IMCb BONPOCOM
onpeaeneHusa rMaBHbIX PECYPCOB 34PaBOOXPAaHEHUSA C TOYKU 3peHUSA
3ddeKTMBHOCTU 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
npumeHunu noaxoabl MM mn apdekTusHocTb coctasuna Ao 70%.

Takum obpasom, yKe cerogHa, onMpPasacb Ha COBPEMEHHbIE
NNEKAPCTBEHHbIE U UHCTPYMEHTAIbHbIE Pecypcbl,
3O PeKTUBHOCTb IeYeHUA MOXHO NoBbICUTb Ha 40%!




INHEPCOHAJIN3UPOBAHHASA MEIAUILINHA

INHEPCOHAJIN3UPOBAHHAS MEAUIINHA
MNPEJCTABJISIET COBOU UHTETPAJIBHYIO
MEAUIINHY, KOTOPAA BK/IIIOYAET
PASPABOTKY NEPCOHAJ/IN3UPOBAHHBIX
CPEJACTB IUATHOCTHUKHU U JIEYEHUSA
HA OCHOBE 'EHOMHUKU, IPOTEOMHUKH
N JAPYTUX «<OMHUK», TECTUPOBAHMUS HA
IHPEJPACITIOJOKEHHOCTD

K 3ABOJIEBAHUAM, ITPOOU/TAKTHUKY,
OBBbEAMHEHUE 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.




MEPCOHAJIM3UPOBAHHAS U
TPAHCJISIHMOHHAS MEJUIIMHA

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

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




JIABOPATOPHASA U

INIECOHAJIN3NPOBAHHAA 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

MEKAMCLMNMHADHBIX OTHOLUEHM .
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3AJIAUU MEPCOHAJIN3UPOBAHHOU
MEJIUIIUHBI:

1. TOHATDH MOJIEKYJISAPHBIN MEXAHUW3M

3ABOJIEBAHUSI U HAUTU HAUBOJIEE BAJKHBIE
BUOMAPKEPDI

. CO3JAHHUE JIEKAPCTBEHHbIX CPEACTB,

HAWBOJIEE D®®EKTUBHO JENCTBYIOIMINX HA

HYKHBIE MUIIEHU, CBA3BAHHBIE C
MMATOJIOIT'UEN

. BOJIEE INMTYBOKOE MMOHUMAHUE IS
PABJIMYHBIX noanonyJasauuu
INATOT'EHETHYECKHUX MEXAHU3MOB

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



UcnonHutenb: EBponeickuin kKoHcopuuym Gabriel

CoTpyaHun4yecTBO: 164 yyeHbix us 19 ctpaH (23
nccnegoBaTenbCKUX rpynn)

O0bLeKTbl nccnegoBaHus: 10 000 actmaTukoB (aeTu
n B3pocnbie) n 16 000 3g0poBbIX UHANBUAYYMOB.

KuaroueBbie pesyabTarsl npoekta GABRIEL (2006-2010 ki)
O6Hapy:KeHbl HOBbIE reHbl, y4acTBylOWMe B UMMYHHOM OTBeTe, MPOHULLAEMOCTU 3NUTENUA
6POHXOB U KOHTPO/1IE CKOPOCTU BOCCTAHOBJ/IEHUA NOBPEXKAEHUNA CAN3UCTON 06010UKH
AbIXaTeNbHbIX NyTeMn.

e AcTmy cumntTanu eguHou 6onesHblo. Ho nonyyeHHble pe3ynbTaTtbhl NpeanoaaratoT
6uonoruyeckue pasnnuma gna Tpex KAMHNYecKnx Gopm: geTckas, actma B3pOoC/biX U
TAMenaAa actma.

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

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

e 0603HaueHbl muweHu gna adPeKTMBHOMU Tepanmum acTMmbl.



OPUJTOCOPCKHUE ITPOTUBOPEYNSA N
KOH®DJIUKTDI 1IM

1. WAEA IIM JJdd KAZXKAOI'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 KIACCHDPUKAIINU,
KOTOPBIE HUMEIOT HEJIOCTATKHU (CJIOKHOCTbD
OPTAHU3MA, T'ETEPOIEHHOCTb IMATOJIOTMM H

JIP.).
CTAHJIAPTU3AIIUAA MO3BOJISIET

I'OCYAAPCTBY PEHIATD HPABCTBEHHO-
IOPUINYECKHUE U DKOHOMUNYECKUE BOITPOCHI.




OBJIACTHU IPUMEHEHUWA
MNEPCOHAJIN3UPOBAHHOW MEJJUIIUHBI

Haunboabumuii nporpecc B NpUMEHEHUHU MOAX010B
IIM mHaOaogaercss B JAUATHOCTHKE M JIEYEHMH
MYVJIbTHU(DAKTOPHUAJIBHBIX 3200/1eBAHUNA: OHKOJIOTHH,
KAPAMOJIOTMM, JOHJAOKPHUHOJIOIUH, Ja0OpaTopHOi
MeAULUHE, THHEKOJOIrHU, PEeBMATOJOIMM, APYrHX
o0/1acTAX MeAUUMHbI, a Takxke (apMaKoJOruu
(papMakoreHeruka, papMaKoreHOMHMKA), BbISIBJCHHUE
JIEKAPDCTBEHHON PEe3UCTEHTHOCTH, pa3padorke M
KJIAMHUYECKUX UCIIBITAHUAX JIEKAPCTBEHHBIX CPEACTB.
B  opraHm3anMoOHHBIX aCHEeKTax JT0 PaHHAA
AUATHOCTHKA, OIEHKa PHUCKAa, NPOPUIAKTHKA,
MOHMTOPMHI JICYCHHUS.




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.



MOUCK HAUBOJIEE SHAHYNMDbIX
NABOPATOPHbIX BUOMAPKEPOB U
OMMUKCHDbIE TEXHOJTIOIUMN.




Bpauyam Heo6xoa4Mmo NoMmoUYb COPUEHTUPOBATLCA B
MHOroob6pasmnmn 1a6opaTopHbIX TECTOB, UX CTOMMOCTU U

AOCTYNHOCTU B CTPAXOBOM NOKPbLITUN.

Ka)xabi¥ roa TepaneBTbl, OCYLLECTBAAIOLLLME NEPBUYHbIA NPUEM, TONIbKO B
CLLUA npuHumatot okono 0,5 munnmappa ambynatopHbiX NaLUEeHTOB, U B
30% cny4yaeB Ha3HA4YalOT aHanu3bl. 3a nocnegHue 20 netT KOANYECTBOo
BO3MOXHbIX aHa/IN30B, KaK MMHUMYM, YABOUIOCb U TeNepb HaCYUTbIBaeT
npumepHo 3500 supos.

B 14,7 % ciay4daeB Bpaud HCNBLITHLIBAIOT HEYBEPEHHOCTDL MNP HAZHAYECHUH
HCCJIeT0BAHUH,

U B 8,3% caydyaeB — NpPH HHTEPNPETANY MOJYIYEHHBIX PEe3VJILTATOB.




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



MHTEPARTOM

NHaTepKaTOM — HHTErPUPVIONIME MOHSITHE,
O0bCIUHAINICe BCEe THNbLI B3AUMOACHCTBUH MEKIY
MOJICKVJISAPHO-0MOJIOTHYECKUMHU 00bLEKTAMHU,

COCTABJIAINNMUA OCTAJILHLIC IIOHATUHA «OMHUK»,

Haubosee 3PpdekTUBHBIM  CHOCOOOM  aHaAJU3A
HHTEPAKTOMA ABJIACTCH MOCTPOCHHE CUTHAJIBHBIX CeTeu,
T.C. HauOoJ1ee BEPOATHOM MO/IeJIH nepeaavu
Ouosiornyeckol  UHPOpPMAMH  HA  MOJICKYJISPHOM,
KJIETOYHOM U TKAHEBOM YPOBHAX. DJIEMEHTOM CUTHAJIbLHOU
CeTH ABJACTCH OMHAPHOE B3aUMOACHCTBUE OMOMOJICKY.I,
KOTOpPbI€¢ BBLICTPAUBAKTCH B CHUIHAJbHBIC KACKAAblI HJIH
YT 10 PUMHAJIBHOU pPeaKIUH.



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.



I'EHOMMHKA.
I'EHETUYECKHUE BUOMAPKEPDI.




I eHOMHKA — KOMILJIEKCHAsI HAYKa,
U3y4arinas reHOMbI.

I'eHOM B mocjeqHee BpeMsl PacCMATPHUBAETCH Kak
OTKPLITasi CHCTE€MAa, MO0ITOMY BO3HHKJIM HOBBIE pa3ieJbl
reHeTHKHU: IKOreHeTHKA, (hapmakoreHeTrnka,
HYTPUIe€HEeTHKA, TOKCHUKOreHeTHKa, M ap. OgHo w3
NHTEHCMBHO Pa3BHBAOIIMXCA B IOCjIeHee BpeMs
HANIPABJIEHUMU-TEHETUKA NONYJsuui  (momyJIssiMOHHASA
reHeTHKa).




I'EHHBIE CETU - OCHOBA

NPEJUKTUBHON MEJIUIINHDI

I'EHHASA CETbH — 2TO I'PYIIIIA
KOOPAUHUPOBAHHO OYHKIIUOHUPYIOHINUX
I'EHOB, OBECIIEUHNBAIOIIAA ®OPMUPOBAHHUE
OEHOTUIINYECKUX IIPU3HAKOB OPIAHU3MA

(MOJIEKVJISIPHBIX, BUOXNMMHNYECKHUX,
OU3NOJIOI'NMYECKUX)
CocraBiienue reHHOH CeTH JIA KaKI0T0

MYJbTH(AKTOPHAJIBLHOIO 3200/1eBaHMsA, HACHTUGUKAIIMSA B
HeHM [EHTPAJbLHBIX T€HOB M T€HOB-MOAM(PHUKATOPOB,
AHAJIN3 ACCOMHANMM MX NOJUMMOP(HU3MA ¢ KOHKPETHBIM
3a00/1IeBaHHEM, Pa3padOTKa Ha J3TOM OCHOBE KOMILIEKCA
NPOPUIAKTHIECKHUX MEPONPUSITHA JJI KOHKPETHOIO

InNHanmucHrTa COC'EaBJIHIOT OCHOBY COBpeMeHHOﬁ
MPEJAKTUBHON MEJIULIUHBL



JQIIMT' EHETUKA

N3MeHeHUsl SKCIIPECCHU T€HOB MM (DEHOTHIIA KJIETKH,
BbI3BAHHbIEC  MEXAHM3MAMH, HE  3aTparuBalUIMMM
U3MEHEHHE HVYKJCOTHAHOM mocjaeaoBareabHocT  JHK
U3YYAET JMUICHETHMKA. JNHMIeHeTHYeCKHEe H3MEeHEHUSs
NMPeACTABJISIOT coooun XHMHUYECKHe MOIM(PUKALTAA
nociaegoBarejbHocT JIHK wmiam rucroHoB - 0OejIkoB,
HeoOxoauMbIX I ynakoBku Huted JJTHK B xpomocombl.

K J3nureHerM4ecKkMM, TO €CThb K BHEIIHUM IO
oTHomIeHUW K /JIHK MexaHusmMaM peryjasiMv 3KCIPecCUu
reHOMAa OTHOCAT METMJMPOBAHHUE, AalleTUJIUPOBAHUE,
YOUKBUTHHWJIMPOBAHHE (KOBAJIEHTHOE MPHUCOEIUHEHHE K
0eJIKy MHUIIEHHM MHOKeCTBO MOJIEKYJl YOMKBHUTHHA) H
dochopuiupoBanue.




I'EHETUYECKHUE USMEHEHUA

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

Discover and Quantitate
Non-Coding RNA

Detect and (ﬂ{ﬁ?(?&?}}
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Linked SNPs
cMside of gene

no effect on
protein preduction
or function

Causative SNPs
ir gane
Mon-coding SNP:
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PHROM

3BecTHO _00Jiee  aABYX Thica4 MHUKPOPHK
yejoBeka (miRBase), Kaskaasi M3 KOTOPBIX MOKET
PeryjupoBarb padoTy COTEH Tr¢HOB-MHMIIICHEH.

Mukpo-PHK (miRNA) - 310 KjIacc MaJbIx
PHK, Kxoropble HMEWT [IJIHHY OKOJO 22
HykJgeoTua0oB. It PHK urparort BaxxHyio poJib B
peryjasuuu TpaHcasuuu u aerpaganun MPHK.

Peryasiuus OCYILIECTBJIAETCH nyTem
KOMILIECMEHTAPHOI0 CcBsi3biBaHUA MHUKpO-PHK ¢
MUIIEHAMHA — YAaCTHYHO KOMILIEMEHTAPHBIMHA

cauraMm B HerTpaHcaupyembix ydyactkax MPHK.
Kak u Bce Buanl PHK, mukpo-PHK koaupyrorcs
reHaAMMU.



npu -MWPHK  npe-muPHK 3penas MuPHK
X00UOLCLN— ) —» =) >l —> N\ NN
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Drosha Dicer
RISC ﬂ)
. ]
ﬁ 'Lj\ -HI 1'-;::; {
NonHan YacTiyHan
KOMNABMEHTAPHOCTL KOMMNAEMEHTaPHOCTD
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Aerpagauma mPHK MHrBUpOBAHKME TPAHCAALMM



PEI'YJIATOPHDBIE ®YHKIIHUHU mukpoPHK

MukpoPHK — HeraruBHbIM pPEryIsATOpP 3SKOPECCUU
T€HOB HA MOCTTPAHKPUIIIIMOHHOM YPOBHE

OnuH O€JI0K KOAUPY IO T'CH MOYKET
PETYIMPOBATHCA AECIATKAMH pa3HbIX MUKpOPHK

Onna mukpoPHK MoskeT perynmupoBarh padoTy OoJiee
COTHHM Pa3HbIX TCHOB

MukpoPHK  BeICTymaror Kak  OHKOI€Hbl U
CYIPECCOPHI OIYXO0JIEH



carcinoma and
breast cancer Drug

829C>T
miR-24

spastic p ”"' plegie MiR-polymorphisms

agressive bahawnr
Parkinson's
disease

Gain of
function

gene thI-1 55 _—

Diarrhea, irritabl
MEI - ,,'1..-.



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

| Amplification miR-155
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Cxema nerexuuu MuPHK ¢ momombio o6parHoii
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MUKPOPHK N OHKOJIOI'A

MUKPOPHK-21 - XxpoHosiorMyeckd mepBass HACHTH(UIMPOBAHHASA
MukpoPHK. SfBasiercss cumiabHbIM OHKOreHom. FEé askcnpeccus
YBEJIMYUBACTCA B OOJBIIMHCTBE COJUIAHBLIX OMYXOJied. YBeJIM4uBaeT
NPoJU(pepaATUBHYI0 MU MHBA3UBHYI0 AKTUBHOCTH ONYX0JICBbIX KJIETOK.

MUKpPOPHK-221,  mukpoPHK-222 -  onxkoreHnbie  MHUKpPOPHK,
HHAYUMPYIIHE AHTHOTEeHe3 U MPoJaudepanuio pakoBbIX KJIETOK.

MUKpoPHK-155 - mnponemoncrpupoBano y4acrue 31oii MUKpoPHK B
HHUIMANUNA KAK BPOXKICHHOIO, TAK M AaJalTUBHOIO HMMMYHHBIX
OTBETOB, a TAaKKe B Pa3BUTHM HMMYHHOW CHCTEMbI B IEJIOM.
Hexkoropbie padoTbl cBHAETEJbCTBYIOT 00 ydyactuu MukpoPHK1S5S B
OHKOI'eHe3e Pa3JIMYHON I THOJIOT U H.

MUKPOPHK-205 — cynpeccop omyxo/ieBOro pocra, moka3aHo, YTo B cJy4ae
HeKOTOpPbIX BUAOB omyxosieii MukpoPHK20S5 uuayunupyer anmonrto3 u
TOPMO3HUT POCT OIYXOJIH.




Bo3moxxknoctu MukpoPHK B 1narHocruxke onmyxoJien

Auddepenuuponarn
A00pOKAYECTBEHHbIC  OIYXO0JIU
oT 3JI0KAYEeCTBEHHbIX
HOBOOOpa30BaHUM
KontpoaupoBarhb dpPexT

TE€PANEeBTHYECKOI0 BO3AeCTBUS
(JiydeBasi U XUMHOTEPAINHUSA)

BoiaBaATH pa3jIuYHbIC
naroMop(oJIOru4ecKue  THUIIbI
OImyXxoJieu

Pa3zpaborarn AJITOPUTMbI
paHHen IMATHOCTUKH
OHKOJIOTMYEeCKHX 3200J1eBaHUH

INPUMEHEHUE
Panusgas nuarmocruka

OnpenelicHue THCTOTUIIA
OIyXOJH, CTaINN pa3BUTHS,
OTEHIIMAaNa K
METACTa3UPOBAHUIO

[Iporaoctuyeckoe 3Ha4eHUE
BbIKMBAEMOCTH

IloreHnmanpHas Tepanus



INPOTEOM

IIporeom opranusmMa — BeJIMYMHA HE MOCTOSAHHAS, IOCKOJIbKY
IKCIPECCUA T€HOB MOKET MEHATHCH MO BO3AeiICTBMEM MHOKECTBA
(paKTOPOB BHEIIHEH CPelbl, a TAKKE U3MCHCHUU BHYTPHU OPraHu3Ma,
CBSI3AHHBIX, HATIPUMEP, C BO3PACTOM, 00JI€3HbI0O MJIU IPYTUMH
NpUYNHAMMU.

MeskayHapoaHAasi OpraHu3anus Mo u3y4YeHuIo nNporeoma
yesgoBeka (HUPQO) o0bsiBUIIa 0 CO3TaHUM MEKTYHAPOIXHOI0 NIPOEKTA, B
KOTOPOM y4acTByeT U Poccusi B kayecTBe KOPIOPATUBHOTIO
uccjaenonaresis 18- XxpoMocoMbl.

Ha npoekr "'[Iporeom nedenu'', KOTOpbIA pa3BopauyuBaeTcs B
Kurae, Hannpumep, NpeaycMOTPEHO HANIPABUTH 32 MUJIJIMOHA
T0JIJIAPOB HA JIBA oA,

C TouKknm 3PCHUA THATHOCTUKH MMPOTCOM ILIa3MbI KPOBH
NMPEaACTABJIACT 0COOBIN HHTEPEC, TAK KAK BKJIHOYACT ACCATYIO YaCTh
BcCeX 0eJIKoB opranmiMa 4€/,10B€Ka.



[IpoTeom nnasmbl KPOBU

B 2002 r. Ob1 Hayar mnpoekTt «IIporeoM miaa3zmMbl
KpPOBHW», B peajn3alMyd KOTOPOro NPUHSIM ydacTue 35
Jaboparopuid u3 13 crpan. HUaentuduuuposano OoJiee
10000 0es1xoB MJ1a3MblI KPOBH HA OCHOBE aHAJIM3a METO0M
MC oaHoro wiau aByx, M cBbllie 3000 — npu BbISIBJIEHUH
ABYX MJM 0OoJjiee NeNTHAOB Kaxaoro Oeaxka. OcHoBHAasi
podJieMa NpH __ aHAJU3e 3aKJIIYACTCHd B IIUPOKOM
AMANA30HE  KOHIEHTpALMi __ 0eJIKOB M NEeNTHA0OB B
o0pa3uax: KOHIEHTPAIMS AJbLOYMHHA 00bIYHO COCTABJISIET
30-50 mr/mJj_cbIBOPOTKH, a HHTepaeidkuna 0-1,5 mr/mu.
Takum o0pa3zom, npu Mccae0BAHNN MIPOTEOMHOI0 COCTaABA
KpPOBH cylnecTByeT OrpoMHbid (mo 10-12 mopsiakos)
pa3opoc  KOHIEHTpANMM  Pa3jJIM4YHbIX  0eJIKOB M
npeoodjaganue cpeau HHUX AUATHOCTHYCCKH
MAaJIO3HAYMMBbIX.




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

JIEKAPCTB.
OKoJ10 TpeTH JIeKAPCTB, HAICJCHHLIX HA

padory ¢  omnpeaejieHHbIMA  0OeJIKAMH B
KOHKPETHBIX TKAaHAX, HAa caMOM Jejle He
SIBJISIIOTCH TKaHeCNeNUu(PUIHBIMMU. Hx
npeanojaraeMblieé MMIIEHU B JeHCTBUTEIBHOCTH
NPUCYTCTBYIOT B PaBHOM Mepe BO BCeX JAPYyrux
TKAHAX, YTO MOKET JaBaThb MHOKECTBO MO0OYHBIX
AEUCTBUM U (apmMakoJoram MPeA0CTABJICHA
BO3MOKHOCTh BbIOpaTh HOBbIE
TKaHecnmenupuuabie mumenu. HMmeercs 0KoJ10
THICHAYU 0€JIKOB, NEepPCHEeKTUBHBIX /IJA IOMCKA
HOBBIX JICKAPCTB.



BOJIBTEP

« JOKTOPA - OTO TE, KTO
MPOIMUCKIBAIOT JIJEKAPCTBA,
O KOTOPBIX MAJIO 3HAIOT,

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

Y JIOAEU, O KOTOPBIX OHU HE
3JHAIOT BOOBIIE HUYEI' O ».




| lepCOHANNAMPOBAHHER MEOMLIMHE

MorpofosaTH K NEPEATA Ha T OE NEYEHEE

IT4HBA ONLIT BPREYSE UcozHanmd Quardos epayd

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




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



NPELUU3UOHHAA MEAULMUHA

Precision <.




HamuonaabHbie nHCTUTYTHI 310poBbi CILA (NIH) co3paror rpynmy m3
OJIHOT'0 MMJLJIMOHA JIKIeH, KOTOpbIe OyayT yuacTtBoBarth ¢ 2016 . B
MACIITA0OHBIX MEAUIMHCKUX MCCJIEI0BAHUAX, TAK HA3BIBAEMYI0 KOTOPTY.
NIH BeaeTr reHOMHBbIE HCCJICIOBAHMSA PaKa U 0TBEYaeT 3a CO3AaHue
KOTOPTHI, B 32/1a4y KOTOPOl BXOUT:

Ko/im4yecTBEHHO OLIEHUTh PUCKH JJIA Psija 3a00/1eBaHUM, BKJIIOYASI
(pakTOpHI OKpYKAOLIECH CPEIbl, FTeHeTHYECKHE PAKTOPbI U COYCTAHUS
ITUX (PAKTOPOB

IIOHATH NPUYMHBI HHIAUBUAYAJIBHbIX OTVIMYMI PeaKUUui Jaed Ha
00IENPUHATYIO Tepanuio ((papMaKOreHOMHKA)

Haiitu OMojioruyecKkue MapKepbl, KOTOPbIe YKAa3bIBAKOT WJIH YMEHbIIAKT
PUCK Pa3BUTHS 00BIYHBIX 00JI€3HEH

BHeapuTh TEXHOJIOTMM MOOMJIBLHOI0 310poBbsi (mHealth), yTo0bI cieanTs
3a IeMCTBUSAMHU YYACTHUKOB, (PU3HOJOTHYECKUMHU NapaMeTpamMu 1
COCTOSIHMEM OKPY:KAKIIEH Cpebl,  HCKATh KOPPeJasiliuu

Pa3Buth HOBBbIE KIaCCHPUKAIUIO 00JIe3HEeH U UX B3AMMOCBsI3el

IIpeaocTaBUTh YYACTHUKAM MCCJICA0BAHUS JaHHbIC U HH(pOpMANMIO,
KOTOPbIE YJIYYLIAT UX 310POBbe U CO3AAAYT 0a3y IJIA UCIILITAHUMI
HAINIPABJICHHOU Tepanuu.



KPYIIHEUIIIAS BA3A JTAHHbBIX
IT'EHETUYECKOH NHOOPMAILL™™" _ _
(BesukoOpuranusi, 2015 )  ComOMIeS =

Jecars KPYIHENIuxX papmaneBTHYECKHUX U
OMOTEXHOJIOrHYEeCKHUX KOMIIAHUU JTOTOBOPUJIUCH 0
COTPYIHUYECTBE C OpuTaHckoun rocyIapCcTBeHHOM

opranu3anueii Genomics England ¢ meanbo Mcrob30BaHusI
reHeTuyeckod wuHEPopManuu mnanueHroB HanmoHajabHOU
cay:k0bl 3apaBooxpaHeHusi BeaumkoOpuranum (NHS) B
MEIMIMHCKUX UCCIEI0BAHUAX, YTOObI pacmupoBaTbL reHOM
100 TBICAY NAMEHTOB, CTPAXAKIIMUX OT OHKOJOTHYECKHX
win peakux 3adoneBanuu. O crapre nmpoekra «100 ThICcsSY
reHOMOB» OpPUTAHCKUU mNpeMbep-MUHUCTP [PBUA KiMepoH
o0bsiBiII B 2012 roay, Torma ke OH MOSICHUJI, YTO HA MPOEKT
OpuTaHCKOU cJayxk0Oe 3apaBooxpaHeHusi Oyaer BbiaeaeHo 100
MJH eBpo. K 2015 roay yyacTHMKaAM NpPOeKTa YIaJ0Ch
pacmiu@poBaTb reHOM 3 THICAY NMAUEHTOB.
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FeHepa.m)Hblﬁ aupekTop kKommnanud Illumina, [[:ken

DTN, 3a9BUJI, 4YTO MNOoJHOoe cexkBeHupoBanue JIHK puan

KAK0T0 HOBOPOKIACHHOI0 OyleT TEeXHMYECKHM BO3MOXHBIM M

AOCTYIIHBIM MEHee YeM 32 MATh JIeT, YTO 00e1aeT peBOJIIHUI0 B

3apaBooxpaHeHud U K 2019 roay ono Oyaer o0bIYHBIM JejioM. B

koHIe 2013 1. 0 roTOBHOCTM K 3TOMY 3APABOOXPAHEHMS

BequkoOpuTaHUU O0BABUII MHMHHUCTP 3APABOOXPAHEHHUA M

3allylIeH NMPOEKT, HEeJbI KOTOPOro SABJIACTCH CEKBCHUPOBAHME

100 000 MOJIHBLIX reHOMOB K 2017 roxy.

byner coOpaHa ogHa W3 KpPYIHEHIUNHUX B Mupe 0a3 JaHHBIX

reHeTU4YeCKO HH(pOPMAIUH. |
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Personalized Medicine - The Goal
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“"Here's my sequence. ..
New Yorker., 2000



P PEeKTUBHOCTH NMEPCOHATUIHMPOBAHHOU JIEKAPCTBEHHOU
TepaANMi HEKOTOPBIX (POPM OHKOJOTHUYECKUX 3200 1eBAHUN

Mej1aHoMAa 73 %

KoJiopekTajabHbIi 51%

Pak
Pak >Haomerpust 43 %

Pak mnomxkenynounou |41 %

KeJie3bl
PMK 32%




Yesterday Today Tomorrow

Symptom-based Algorithm-based

Intuition Evidence-based Precision
Medicine Medicine Medicine

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




MOHUWUTOPUHI 24/7

POCT - oaun u3 HandoJiee OLICTPO PACTYHIMX CeIrMEHTOB

JA00PATOPHOI0 PHLIHKA B MUPE

exkerogubliii mpupoct — 10-12%, B HekoTOpBbIX 00aacTAX — 10 30 %
(KOJIMYECTBO TECTOB B MeJl. JiabopaTropusix pacteT Ha 6-7% B ron).

I'moxkomeTpsl (+ JaKTAaT)

buiupyouHoMeTpbI
HbAlc
D-aumep

TecTbl HA OepeMEHHOCTD
MoudeBbIe TeCT-IIOJIOCKH

TecTbl HA HAPKOTUKU

KapauorecTsi

Koarysomerpsl
TecTbl HA X0JI€CTEPUH

Nudexunonnbie mapkepsbl (0bICTPbIE TECTHI)



HugppoBoi TMPPAKIMOHHBIN AHAJIN3 U AelIeBas MOJICKYJIsIPHasA
JAMATHOCTHKA ¢ UCIIOJb30BAHUEM cMapT(OoHa

Digital diffraction analysis enables low-cost molecular diagnostics on a smartphone. Hyungsoon Im, Cesar

M. Castro, Huilin Shao, et al. PNAS Early Edition. 2015. Published ahead of print April 13, 2015,
doi:10.1073/pnas.1501815112.

MoJsiekyJSIPHYI0 THATHOCTUKY € IMOMOINBIK) AHTHUTEJ YIAJ0Ch
aIalITUPOBATD JISI CBEPXOBLICTPOM JUATHOCTHUKH € MOMOIIbIO
00bIYHOTr0 cMaprdoHa. YCTPOWCTBO NpeACTaBIAAET C000H
IVIACTUKOBYI0 KOHCTPYKILHIO, OCHAIIEHHYK) HMCTOYHHUKOM
CBeTa, MHUHHUATIOPHBIMM JIMH3AMH M  MeECTOM, Kyila
noMelnaercs odpaseln TKaHeH MAUEHTA. ITOT CBOEOOPA3HbII
CKaHep NMPOoCBeYHBaeT UCCIAeAyeMbId oOpa3el, MoJy4YaeT ero
AuppakmuoOHHOe H300pakeHHMe U 3arpyskaer ero Ha
CIeHAILHBIA cepBep, KOTOPbIM MNPOBOAUT AAJbHEHIIYIO
o0padorky. /luarHocTuka, B X0Jde KOTOPOil BbIABJIACTCH
HAJIM4YHE PAKOBBIX KJETOK MJH CJeabl ManuJiJIoMaBHUpYCa
YeJIOBeKa B HCCJeAyeMOoM oOpasue, JJauTcsa 45 MHMHYT, a ee
CTOMMOCTDb COCTaBJIsIeT 4yTh MeHbIIe 2 gosuiapos CIIA.



Diffraction patterns  Reconstruction

Parallel computing

Image processing

Diagnostic Summary |

" Total cellcount 28
| Malignant cells 16
. Beadspercel 43

Cells




BbIABJIEHUE BUPYCHOU OHK

Jlois1 BIsiBJIeHUs1 B oOpa3ue onpeaejennon JHK (manmpumep,
JHK Bupyca), HY:KHO HCHOJb30BaTh /IBAa THUIA HIAPUKOB
C O/THOLICTIOYECYHBIMHU (pparMmeHTAMU JAHK,
KOMILJIEMEHTAPHbIMH eJIeBOH MOCJIeI0BATEJIbHOCTH.
Cunayana wneaeBas JIHK BbuiaBiaumBaercst u3  o0Opasuna
C MOMOIUNbI) IIAPUKOB OJAHOI0 THma. 3areM K HHUM
A00ABJISIOTCA IAPUKHU Apyroro tuna. Eciau B odpasue Obliu
MOJIEKYJIbI C KOHLIAMM, COOTBETCTBYOIIUMH
MMOCJICI0BATEJIBLHOCTAM HAa JABYX Pa3HbIX IHApUKAX, TO HA
BbIXO/€ MOJYYATCHA JUMEPbI IIAPUKOB, KOTOPbIe 00pa3yloT
XaPAKTEePHYI AUM(PPAKIHUOHHYI) KAPTHHY, M €CJIH Mbl ee
BHM/IUM, 3HAYMUT B 00pa3ue ectb nejgenas JJHK. Itum MmeToaom
yaajoch AerekTupoBarh arromoaun (1073 mous1) meseBoid
JTHK, 4T0 comocTaBuMO ¢ 4yBCTBUTEIAbHOCTLIO MeToaa T1IIP.



Probe ONA  Target ONA Caplure DNA
N I\/\/ /V a2




I'EHETUYECKOE TECTUPOBAHHUE

B Hacrosimiee Bpemss B IIM MOKHO BBIZCJMTHL HECKOJIBKO
HanpaBjeHud [I'T: npeuMIuUIaHTALIMOHHOE, TpPeHATAJIbLHOE,
HCOHATAJILHOE, TMEeIMATPUYECKOE M TepamneBTHYEeCKoe I
B3pocsoro HacejgeHuss. O0biyHo I'T mpumMeHsArOT B ciay4yasx
HAJIUYHUA KIMHAYECKHMX CHMITOMOB WJIH POACTBEHHUKOB,
CTPAJAIUX ITeHeTUYEeCKUM 3a0oieBanueM. TexHouornuecku I'T
OCYIIECTBJIACTCH JIBYMS _METOAAMH, BO-NIEPBbIX, TapreTrHoun
AMATHOCTUKON NPH HAJIMYMM KOHKPETHbIX TIe€HETHYEeCKHX
OJTUMOP (PU3MOB, H, BO-BTOPbIX, MOJTHOT€HOMHOTI'0
CeKBeHHpOBaHMs. B mHepBoM cjyyae HCCIEAYIOT KOHKPETHbIE
reHeTudeckue noaumoppusmbi: OHII, CNV, BcraBku, aejenuu,
AYIUIUKAIMYA M T.J0. HEJEBbIX T€HOB HJIA XPOMOCOMHOI0 peruoHa.
T110JIHOT€HOMHBIE MCCJICIOBAHUS IPUMEHAIOT NPH 3200/1eBAHUAX C
HEe COBCEM YEeTKOM KJIMHMYECKOW KapTuHoii, M®3, a rakxe npu
IPOBCACHUU CKPUHHUHIOBBLIX WCCJICIOBAHUU /I BbIABJICHUA
PEAKMX U HEe OUYEBUIHBIX (DEHOTUIIOB
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INOKA3AHHUA K UCCIIEJOBAHHAUIO

NPUHAJIEKHOCTD K T'PYIIIIE PUCKA
CEMEMHBIA XAPAKTEP 3ABOJIEBAHUS

PAHHEE HAYAJIO 3ABOJIEBAHUSA

TOJEPAHTHOCTD K TEPAIIUHU

[eHeTUYeCKoe TeCTUPOBAHME HA HaNU4Me NPeApacroNOXeHHOCTH K
Pa3NNYHbLIM 3aD0NEBAHUAM HA3BAHO BENNYANLIKMM U30DpeTeHNneM

2008 ropa

Time, Sunday, January 11, 2009




I'EHETUYECKOE TECTHUPOBAHMUME (I'T) B CHIA, 20101

Bcero I'T HaciaeacrBeHHOU NpeapPacnoIOKEeHHOCTH
npuMeHsiercs aJst 213 3a0os1eBannii

Oco0eHHO YaCcTO OHO IMPOBOAMUTCS IJISI TAKHX
3200/1ICBAHUM: PAK TOJICTOIN0 KUIIEYHUKA, 1MA0eT THII
2, riiaykoMa, uHpapKT MHOKAp/Aa, PAK JErKHX,
PacCCesiHHbIN CKJICPO3, HEJIUAKHUA , PAK MOJIOYHOMI
’KeJie3bl, O:KMpPeHue, paK npocrarbl, GuOpuLIsaus
npeacepau, guader tunl, 6ose3ns Kpona,
reMoXpoMaro3, BOJIYaHKA, JereHepalusa CeTYaTKH,
0CTCOAPTPUTHI, ICOPUA3, PECTEHO3 KOPOHAPHBIX
COCYI0B , 00/1€3Hb «0€CIIOKOUHBIX» HOI, TPOMOOpUINA
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CEKBEHUPOBAHHWE HOBOI'O NIOKOJIEHUASA
NEXT-GENERATION SIQUENCING (NGS)

B 2005 I'O1Y BOSHUKJIA TEPBBIE INJIAT®OPMbI JJIA
IHAPAJIVIEJIBHOTI'O JHK CEKBEHUPOBAHUS, OTKPLIB JOPY
CEKBEHUPOBAHHUA HOBOT'O TIOKOJIEHUSA

B HACTOSIIIEE BPEMS HA PHIHKE JIMIUPYET KOMIIAHUS
ILLUMINA, KOTOPASI 3A JIBA-TPU IT'OJIA COBUPAETCS
JTOBECTHU CTOUMOCTD MOJHOTEHOMHOI'O
CEKBEHUPOBAHHUS OJJHOIO TEHOMA C 30X MOKPBITUEM
(KPATHOCTD MPOUYTEHUS) 10 CYMMBbI MEHBIIE 1000
JIOJIJIAPOB CIIIA.

TAPI'ETHOE CEKBEHUPOBAHHUE — OT'PAHUYEHHOE
UHTEPECYIOIIUMHU UCCJEJOBATEJEN YYACTKAMU
I'EHOMA, KOTOPBIE MOKHO ITPOYUTATD C BOJIEE
BBICOKHUM ITOKPBITUEM.
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CEKBEHUPOBAHMHE 2014 1'O/1
K 2011-2014 rr. caoxkuach 0ojiee poBHAsi CUTyalluMsl 1

HeJbI0 SIBJISACTCH [JAOCTH)KEHHE IeHbl CEKBEHUPOBAHMSA
nmoaHoro resoma 3a 1000 mommapor CIHA. ®upma Life
Technology npeacraBuiia B 2012 r. cekBenarop Ion Proton,
KOTOPBIN JO0JIKeH ObLI K KOHIY TIo0da BbIUTH HA
YKa3aHHbIA YpPOBeHb CTOMMOCTH. OJHAKO B HacCTOsIIIEe
BpeMsi CTOMMOCTb NPH  aHaJM3e  3HAYUTEJIbLHOIO
KoJM4ecTBa 00pasnoB koJjeodsgerca mexay S000 m 4000
nosuiapos CIIIA.

B 2012-2014 1. B CIHIA nosiBHJIHCHL HepBbIe
PYTHHHBbIE AMATHOCTHYECKHE MeTOIbl, OCHOBAHHLIE HAa
TEXHOJOTUSIX BLICOKOIIPOHU3BOAUTEILHOIO
cekBeHUpoBaHusl, a cekBeHatop MiSeqDx mnoJgyumnia
onoopenue FDA 1o npuMeHeHHI0 B MeIMIIMHCKOM
NpPaKTHKE.




MEPCMNEKTUBDLI T

B Hacrosiniee Bpems I'T nmpuMeHsiercss B IMarHOCTHKE
HACJEACTBEHHbIX, OHKOJOIMYEeCKHX H HeKoTOpbix M®d3,
OJJHAKO BeCbMa INEPCHEKTHUBHO IMPUMEHEHUE JTAHHBIX
TEXHOJIOTMIA B OLeHKe MHMKPOOHMOMHOI0o OHOIEHO03a
YyeJioBeKaA.

C TOYKM 3peHMSI OpPraHU3alud  IPOBeAECHUSA
HCCJIEI0BAHUMA BECbMA MEPCHEKTUBHO CO3aHMe KPYINHbIX
CEePBHUCHBIX LEHTPOB MO CEKBEHHPOBAHUI0 M HAKOIJIEHMS
n 00padoTku gaHHbIX. Ilo ganabiM ganHbIM GenBank Ha
nporsizkeHuu mnocyaeaHnux 30 jer o0beMbl JaHHbIX 0 HII
pacTryT IKCIOHECHIUAJIBHO, o0padoTka KOTOPBIX
3HAYMTEJbHO OTCTAeT M3-3a HEAOCTATKA OMOJIOrHYeCKHX
3HAHUU U OMOMHGPOPMAIIMOHHBIX AJITOPUTMOB.



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 BHekJjeTouHou /IHK muioma, HauumHas
yaKe ¢ naTou Heaeau 0epemenHocTu. Ilo yucay npourenui,
KOTOpPbIe  OTHOCATCA K  HCCJIeAyeMOd  XpoMocome
OTHOCHUTEJIbHO pedepeHCHON, MOKHO ONpeAeJuTh CJIy4Yau
aHEeyIUIOAMM, BBIIBUTL IMOJ  Oyayumero peOeHKa,
XPOMOCOMHBIE NepecTPOMKH. YKa3zaHHbli MeToa B 2012 1.
0/100peH KAaK JIONMOJHEHHEe K CYIIEeCTBYWIIMM MPOTOKOJIAM
B CIIIA, HOo Ha3Hayaercsi Ju00 IPH_BbICOKOM PHCKE
HACJIEJACTBEHHbIX 3a00JICBAHMI, WJIH 10 KeJaHUK. Eciam
MPOBOAMTCH BbICOKONMPOU3BOAUTEIbHOEC CEKBEHHPOBAHUA
Bced BHekJeTouHOM /IHK M marepu u miioaa, 1o 310 Aaer
BO3MOKHOCTh JHATHOCHMPOBATH JIK000€ HACJIEJICTBEHHOE
3a00J1eBaHue.




MeToabl HeMHBAa3MBHOM NMpeHaTadbHOM quarHoctuxku (HILI)
ObLIM MpeaJiokeHbI 15 JieT Ha3aa, npuYeM BaXKHEHIIYH0 POJIb
B 3TOM ChII'PaJia TEXHOJIOIUS BbISIBJEHUSI CBOOOIHOM
ymOpuonaabHoi JJHK (¢3-IHK) B nepudepundyeckor KpoBu
"KEHIIMH, 0 HAJMYUHU KOTOPOH Ob1J10 u3BeCTHO ¢ 1997 1.

Cr-/IHK Mo:keT nonajatb B KPOBb MATEPHU PA3HBIMH
NYTAMHU: B Pe3YJbTAaTEe JU3UCA KJICTOK IJIAICHTHI U
npamoro Biopoca /IHK njaona B KpoBL MaTtepu WJiu U3
(beTaIbHBIX KJIETOK, KOTOPbIE NEePEXOAAT IJIANECHTAPHBIH
O0apbep M pa3pymarTcs UMMYHHOM cucTeMol. IloaBHI0CH
MHOI'0 Pa0d0T MOKA3BIBAKIIMX, YTO HCTOYHUKOM ¢3-/1HK
SIBJISIIOTCH KJETKH Tpododacra.

Cs-JIHK, cocraBasiomy 1-2% Bceil UPKYJIHPYIOLIEN
JHK, o0HapyKUBaIOT yKe HA NEePBbIX HeAeJIX Pa3BUTHSHA
miona: y 80% OepeMeHHBIX sKEHIIUH HA 28 JIeHb MOcJIe
3a4aTus.




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

NHK pebeHka B KpoBu MmaTtepu

[ lhaueHTa MaTtepuHckas
KPOBb ‘
l oo

bapa becknertoyHana [1HK nnona
p@a beckneroyHaa [HK marepu



KosMyecTBeHHBIN, KOIJIa MPOCTO CPABHUBAKT KOJIMYECTBO
uccaeayembix xpomocom (13, 18, 21 u mos10BbIX)
OTHOCHUTEJIHLHO HIECTOM U ONPEAeJAI0T BEPOATHOCTD HAJIUYMA
cunapomoB Jlayna, IaBapaua, Ilaray, Kinainndgeabrepa u

Tepnuepa.
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CJIOKHBIM TEHOMHBIHA JIAHIIITA®T OITYXOJIN

HNCIHOJB30BAHUE METOJOB NGS IOKA3AJIO UTO OIIYXOJIb
NPEACTABJISIET COBOH COBOKYINHOCTH KJETOUYHBIX
NONYJISINUU C PASVIMUHBIMU TPOPUJISIMU TEHETUUYECKHUX
HAPYUIEHUMN.

MOJEJIb «BETBAILIENUCS IBOJIIOLIUU»: OnyXxoJjb
UHUIIMUPOBAHA KJIETKAMHW, HECYIIUMHU M[EPBUYHYIO
MYTAIIUIO, YEPE3 HEKOTOPOE BPEMS JAET HAYAJIO
HEJOMY PANY KJIOHAJBHBIX KJIETOUHBIX HNONYJIALIMN
(IOMAETCSI CUCTEMA 3AIIIUTHI JHK)

TEXHOJIOTUN CEKBEHUPOBAHHUSA EJEHUYHbBIX KJIETOK
IHHO3BOJIAIOT BbIABIATH PASHOOBPASUE HUX TI'EHOMHBIX




I'T oHKoOJOrHYeCKHUX 32001eBaAHUNA

C nosiBienuem I'T onxosormueckme 3adosieBaHus
paccMaTpuMBalOTCd KaK TeHeTHYeCKHe, I03TOMY B
AMATHOCTHYECKOM H TepamneBTHYEeCKOM ILJIAaHE BechbMa
AKTYaJbHBIM SIBJISIETCSI HCII0JIb30BAHUE
paccMAaTPpUBAaeMbIX TEXHOJOIMM cekBeHHpoBaHus. K
HACTOSAIIIIEMY BpPeMEHH HU3BEeCTHO 00JbIOE  YHCJIO0
OHKOIeHOB _ (0ojiee  400) m  cympeccopoB _ OIIYXOJIEH.
Cl0:KHOCTH aHAJIM3a TeHOMA IPH paKe 3aKJII4aeTcs B
oM, 4YT0 80-90% MyTanmmi He HACJEACTBEHHOIO
XapaKTepa, OAHAKO J0CTATOYHO MYTAIMM B OAHOM KONMH
reHa IJis TOro, 4ro0bl KJeTKa cTajia pakoBoil. Takue
JTOMMHAHTHBbIE OHKOreHbl 00ycjaBauBawT a0 90% Bcex
PaKoBbIX 3a00jieBaHuM. OcCTajIbHAA YAaCTh NPUXOJAUTCHA HA
MYTAallMM B TEeHAX-CyIpeccopax, OAHAKO B 3TOM CJiyvae
MYTHPOBATH J0JKHbI 00€ KON I'eHA-CyNpeccopa M TaKue
MYTAIUA MOTYT NepeaaBaTbCcs M0 HACJIEICTBY.




OHKOreHbI U TeHbI CYIPEeCcCopPbI

OHKOreHbl KOHTPOJUPYKT B HOPMAJBHOU KJIETKE
KJCTOYHBbIM IHUKJ MU anonro3 M CBA3AHbI C (paKToOpaMu

pocra u anonTo3a, TPAHCAYKTOPAMH u
TPAHCKPUNITUOHHBIMHA (akTopamu u MYyTalUH
COCOOCTBYIOT PaKoBOMY mepepoxkaeHuro. C apyrou

CTOPOHBI T€HbI CYNPECCOPbI ONMyXoJiell OTBETCTBEHHbI 32
0JIOKHPOBKY HEKOHTPOJHMPYEMOIr0 KJIETOYHOI0 PoOCTa H
JAeJIeHMs, 3aMYCKAKT aNoNTo3 WJIN 3ANMIIAIT T'€HOM OT
IOBPEKIACHU M. Yka3aHHbl€e reHbI-CYIPeCcCopPbI B
pe3yjabrare Ju00 MyTanui, Ju00 JSNHUTeHETHYECKHX
U3MEHEHMH (HAnmpuMep, MeTHJIMPOBAHHME) MOIYT TeEpPSThb
CBOU (pYHKIIUH.




I'T oHKOJOrHMYeCKHUX 3200J1eBAHUN

IIo oueHkaM Ui 3JI0KAYECTBEHHOM TPaHchopManUM KJIETKH B
3aBUCMMOCTH OT THIA paka HeoOxonumo or 3 a0 12 myramui.
Hexkoropsie myramun (TPS53, KRAS wu psig apyrux) BbISBJISIIOTCS B
psaae omyxoJei, a HekoTopble TKaHecnenupuunbl (RB1). Texnosnorus
BbICOKOIIPOU3BOANTEIbHOIO CEeKBEHUPOBAHHUSI IO3BOJISIET
NMPOAHAJU3MPOBATHL BCE€ MYTAIIMHA T€HOMA ONYXO0JIEBOH KJIETKH B OJIHOM
CeKBEHUPOBAHUM _ IK30Ma. XOTH ONMYXO0JHM 4YaCTO TeHETHYECKH
reTeporeHHbl 0Jiarogapsi MHOITOKPATHOMY INPOYTEHUIO T€HOMA JaKe
peaKne BAPUAHTHI MOT'YT ObITH HAEHTH(PULIHUPOBAHBI.

OTMeTHM HEKOTOpPbIe 0COOCHHOCTH U OTPAHUYECHUSA MPH AHAJIU3E
PAKOBBIX T€HOMOB: orpanuyeHHoe kojaumdectso /IHK B Oumomnrare,
HEKPOTHU3AlUA ONyX0JeH U TNpPUMEeCH HOPMAJBHBIX KJICTOK,
pasjiM4yHble  KJOHbI  ONYXO0JHM, a  TaKxke  Heo0X0AUMOCTh
OJJHOBPEMEHHOI'0 CCKBCHUPOBAHUS TE€HOMA MANMEHTAa, OIMYXO0JH M
pedepeHcHoro.



IIpoekThl B OHKOJIOTMH

HOPBETUSI: IEJb ITPOEKTA
CEKBEHUPOBAHUE HOPMAJBHBIX U
OIIYXOJIEBBIX TKAHEN KAXKIOI'O

OHKOJIOIT'MYECKOI'O IMTAIIMEHTA B CTPAHE.
MHOJYUYUJI HOAAEPKKY ITPABUTEJIBCTBA.
HAYAJIO: 2000 MTAIIMEHTOB BOCEMb TUIIOB
PAKOB.

[IPOEKT EC IT-FUTURE OF MEDICINE

OBFLEJJUHEHUE T’EHOMUKH
TPAHCKPUIITOMMUKM, MMPOTEOMUKM,
METABOJIOMUKHU JJS1 CO3JAHUS OBHIUX
MPEJCKAIIATEJIBbHBIX MOJEJEMN,

INPUT'OAHbLIX JJIA BCEX OHKOJIOI'TYECKHUX
ITAIIMEHTOB B EBPOIIE



YCNYTU NO TEHETUYECKOMY TECTUPOBAHUIO




I'EHOM - B UHTEPHET

JIlupekTop aHajguTH4YecKoro arenrcrsa Digital
Bazaar Many CnopHbl (Manu Sporny)
BocnoJib30Bajca B ¢gepase 2011 r. cepeucom GitHub
ISl TOT0, YTOOBI BBLJIIOKUTH B OTKPBITOM JA0CTYIIE JAJIs
BCeX MOJb30BaTEJIeH MHTEPHET PacInPpPoOBKY CBOEIro
reaoma. g mojyyeHusi 3TOM HHEPOPMAIMU OH
BOCIIOJIB30BAJICH YCJyraMu KOMIIAHHH, KOTOpas 3a
CPABHUTEJIBHO HeOOJbINYH IUIATY AaHAJU3UPYET
oOpasell CJIOHBbI, BbICHLIACMbIN Ha ee ajJpec B
CIEINAIBHOM JIACTUKOBOM KOHTEHHEpe. B

pe3yjJbrare  4YeJOBEK  IoJy4aer — MH(pOpMAIHUIO
npumepso o 1 000 000 OHILI.



I'eHeTHUYECKOE TECTHPOBAHME MO 3aKka3y mo 3aka3y (Direct to
consumer testing) nposoaurcs 1 Yactoix Md3
OCHOBHLIMHU (pUpMAMM :
23andme, deCODEme, Navigenetics, Pathway Genomics,
Gene Essence
CTOMMOCTb JIMYHOIO reHeTUYECKOro TeCTUPOBaAHMUA
HenocpeacTBEHHO ANA NoTpebutena oTanyaeTca B passINUHbIX
KOMMaHUAX:
23andMe's BbinonHAeT aHanu3 3a 3995 u asnaerca Hambonee
AewesBou. Y Navigenics, Kotopasa ncnosb3syet MMKpobuouunobl
Affymetrix, croumoctb aHanusa 2 500S, B To Bpema KaK
nporpamma Decode Genetics, Kotopasa ncnonabsyer lllumina's

Human 1M BeadChips ctrout 985S.

rnonotire it Aant vosrenmal
\23andMe genetics just got personal.

JUHJA ABEM Linda Avey ocHoBateas 23andMe
YaCTHOU MeAMIIUHCKON KOMIMAHUMU.



ENONH®OPMATUKA

CoBpemenHas OuoumHpopmaruka (bW) Bo3HuKkiIa B
koHIe 70-x rogoB XX Beka ¢ mosiBjieHueM 3(PeKTHUBHBIX
MeToaoB pacuu@pposku HII THK.

BaskHoil Bexoil B craHoBJeHMM M pasBuTuu BU craa
IIpoexT reHom 4esioBeka, ¢ 3toro spemMmesu bM nepecrasa
OBbITH TOJIBKO BCIIOMOTaTeJibHbIM HHCTPpyMeHTOM. B 1987 1.
obopmuiicss GeneBank (xkossieknust HIT). Ilpu nepexone k
aHAJIM3y TMOJHBIX TIE€HOMOB KOMIIBIOTEPHbIE METOAbI
HUHPOPMAUOHHOI0 AHAJIM3A CTAJH HIPATh HACTOJIbKO
BAKHYK) POJIb, YTO 3JTH HUCCICAOBAHUA BbLUIWINCH B
CAMOCTOATE/IbHOE HAYYHOE HANIPABJICHUE.




Crapran u3 Poccuu B cepe tesiemenuuuasl UNIM 3anycTust 001a4Hy0
mIaTGopMy AJsi JUCTAHIUOHHOU THATHOCTUKH OHKOJIOTHYECKUX
3a0osieBanui Digital Pathology. CepBuc 0bL1 MOAK/JIIOYEH B KIMHUKAX
BeaukoOpuranuu, 'epmanuu, HopBeruu, Uexuu u YKpanHbl.

UNIM paspabdorana cepBuC, KOTOPbIH IMO3BOJISIET MALMEHTY M3 JIIO00H
TOYKH Poccuu OTIPaBUTHL OHMONCUIHBIA MATEPHUAJ HA OHKOJOTHYECKYIO
TMATHOCTUKY B JlabopaTtopuio. Komnanust padoraer Ha 6ase jjadoparopuun
®I'bY @®HKII JAI'OM wm. dvmutpus PoraueBa. Digital Pathology
NpeAcTaBjaseT co00il  00JaYyHyH miIaropMy I MeIUIMHCKHX
CIENUAJUCTOB B 00J1aCTM  OHKOJIOTMH, KOTOpasi  MO3BOJISET
KOHCYJILTHPOBATh  NMANMEHTOB W  AHAJU3HPOBATH  Pe3yJbTaThbl
JTUATHOCTUKHM HE3aBHCHMO OT MeCTOHAXOxJAeHHusi Bpadeil. Pa3spadorka
MO3BOJIAET MCIOJb30BATH TEXHOJOTUM TeJeMeIUuIMHbI st 0OpbObI ¢
npoodeMamMu OIINO0YHOM MOCTAHOBKH JTUATHO30B B
OHKO0JIOTHH. (OTBETCTBEHHOCTh 32 KOPPEKTHOCTH JHATHO3a HeCceT Bpay,
BbiaoIuil 3akiadeHre nmanueHty. UNIM HeceT OTBETCTBEHHOCTH 32
TEXHUYECKYI0 COCTABJIANINYI0. /[eHbI'H 32 KOHCYJbTAIMIO MMOJYyYaeT Ta
Jadoparopus, KoTopasi KOHCYJabTHPYeT Keiic, UNIM mosrydaer areHTCKHUM
MPOLEHT.



Hoi — 6-j1eTHHII MAJIBYMK, KOTOPbIA CTPAAaeT
3200J1€BAHUEM, HA3BAHUS JUIS KOTOPOI'0 NMPOCTO HET.

B ssuBape 2015 . nporpamMmmMucTsl U3 TOPOHTO HAYAIH
TectupoBarh cucremy (MatchMaker Exchange) nmo oomeny
reHeTU4YeCKou MHpopManuer Mexxay 00JIbHUAMU U
APYrUMU MEIUIUHCKUMU OPraHU3ANMAMM U IMOKaA ee
[JIABHASA 1eJIb — HAJIAXKUBAHUE B3AMMOACHCTBUE MEKIY
MEAUKAMM Pa3JINYHbIX CTPaH, KOTOPbIE 3AaHUMAIOTCH
npoodJeMoil peAKNX reHeTHYECKUX MYTAllMil B OJITHOM-
C¢IMHCTBECHHOM I'CHE.

NMatchrnhaker BEeEexchamge

Genomic discowery throuagh the exxchangse of phenotypic & genotypic profiles




Pa3padoTyvKy CYUTAKOT, YTO HAWJITYYIIMM PellleHueM SABJISIeTC
CO3JJaHMEM KOMIIBIOTEPHOM CeTH, JaHHbIe B KOTOPOM OYAYT
NCLHEHTPAJIU30BAHBL. Y KAaXKI0U OPraHU3aluu, UMEKUIeil J0CTYIl B TAKYI0
ceTh, OyAyT pa3jiM4YHbIe aPXUBBI JAHHBIX U YPOBHH A0CTYIIA, YTO PEIIUT
npoojeMy XpaHeHUs YaCTHOM HHGOpPMAIIMH.

Tenepsb 110001 Ye10BEK C PAKOBOH OIYXO0JIbI0 MJIH
JAPYIUM CJI0KHBIM 3200/1IeBAHMEM MOJYYUT paciiu@poBKy
JAHK, cpasHenue ero IHK ¢ ungopmanuen apyrux Jarojaeu,
YTO MO3BOJIUT ONPEACJIUTH JYYIIUA METO/ JeUeHHUs,
KOTOpPOE CTAHET MHANBHAYAJIbHBIM.

Panee rpynna kaHajackux reietukon ¢ 2011 mo 2013 r.
[P NOMOIIHA METOAA TeHETUYEeCKOr0 aHAJIN3a CMOIJIa
UACHTU(PUUHUPOBATH S35 32a00/1eBAHUH, KOTOPbIe KAHAJACKUE
MeIUKHU He MOIJIN pacno3Harh. [lociie Hayama padoThbl
I00aJILHOM CMCTEMBI NMPOILEHT YCNMEMIHbIX CJY4aeB
BO3PACTEeT MHOTOKPATHO, U CJIYYad U3JIe4eHHUS CJIO0KHbIX
It uaeHTHUKAIMY 3200/1eBAHAMA NEPECTAHYT ObITH
PEAKOCTHIO.



OBBEM I'EHETUYECKHUX JAHHBIX OT OAHOI'O
YEJOBEKA COCTABJISIET TETPABAUT

Intel u wenTp wuccaenoBanus paxka umenu Haur npu Operonckom
MEIUUUHCKOM YHHUBEPCHUTETe HAYUHAKWT MCObITAHUA CeTH A
KOH(PUACHIMAJIBHOI0 00MEHA T¢eHOMHbIMHU JTaHHBIMHU, HEOOXOAMMbIMHU IS
noAdOpa HMHIAUBHUAYAJIBHBIX KYPCOB JIEYEHUS B 00J1aCTH OHKOJIOTHH.
KoMnbOTEpHbIE CHCTEMbI MEIUIIMHCKHUX YUYPEKIACHUIN He MPUCTIOCO0/IEHBI
IJIsE 00MeHAa TaKMMH [JAHHBIMH, OCOOCHHO, €CJM Y4YeCTh TPeOOBaHUA
3aKOHOB 0 COOJIIOIEHUN BPpa4eOHOM TaAMHBbI.

Ooaaunbiii cepBuc Collaborative Cancer Cloud, paspatorannbiii B Intel,
HCI0JIb3YeT TEXHOJIOTHIO «10BEPEHHOr0 BhiNoJHeHns» Trusted Execution
Technology, uTo J1aeT BO3MOKHOCTH COXPAHUTH KOHTPOJIb HA/l JAHHBIMH,
OJIHOBPEMEHHO MO03BOJIfAS MOCHLIATH 3aNPOCHI HA NMONCK CXOHbIX T€HOMOB
B apxuBax Japyrux yupexjaenuil. Ilepen anamu3zom  JaHHBIE
AaHOHMMM3UPYIOTCc. B Hauyage Oyaymero roga K CepBHCY [I0JIKHBI
NPUCOEIMHUTHCH ellle IBA EHTPAa UCCJIeI0OBAHUS PaKa.



d®psrucuc Koaauns, /lupexkrop HanuonajabsHoro
NUucturyra 3popoBbs, 2009r.:

«B onTHMAJILHOM BapMaHTE NMEePCOHAJTN3MPOBAHHASA
MeIMIMHA UCII0JIb3yeT HHPOpMALUI0 00 YHHUKAJIBbHOM
reHoMe 4YeJIOBeKAa JIS BbIPaA00TKe CTPATEruu 1o
TMATHOCTHKE, JJEYCHUIO U MPeayNnpe:KIAeHUI0 00J1e3He»

AND THE REVOLUTI r
RSONALIZED MEDICIN




PykoBogutenb mexayHapoaHou nporpammbl «feHom yenoseka» @.
KonnmnH3 Ha3Ban TeKcT, 3anmMcaHHbI U rTeHoOMe YenoBeKa, K A3bIKOM
bora».
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BJIAT'OJAPIO 3A BHUMAHHNE!




2000 rog IPEACKA3ZAHHUA ®. KOJIJIMH3A:

2010 rom — reHerH4yeckKoe TeCTHPOBAHHE, NMPOPUIAKTHYECKHE MEPBHI,
CHILKAIONIME PHUCK 3a00jieBaHUM, W TeHHass Tepamuss a0 25
HACJIEACTBEHHBIX 3a001eBaHU. IIupoxo JTOCTYIIHA
NPEeMMILUVIAHTANMOHHAS  JUATHOCTHUKA, AKTHBHO  O00CY:XKIAKOTCS
OrpaHM4YeHrsi B NpuMeHeHUH AaHHOTo Meroma. B CIIA npuHATHI
3aKOHbI JIJI1 TNPEJOTBPAIEHUS] TeHEeTHYEeCKON JIUCKPUMHHALMM U
coOmonenuss KoHpuaeHnMAAbHOCTH. IIpakTHYeckne nNPUIIOKEHMS
reHOMHUKHM JIOCTYIHHBI He BCeM, OCO0EHHO 3T0 YYBCTBYeTCHA B
Pa3BUBAIOIIMXCS CTPAHAX;

2020 rox — Ha pbIHKE MOSABJISIIOTCH JIEKAPCTBA OT 1Ua0eTa, TMNEePTOHUHA
U JApPYyrux 3a0o0/ieBaHUM, Ppa3padOTaHHbIE Ha OCHOBe TE€HOMHOM
unpopmanuu. PaspabarbiBaercss Tepamus  paka, MPULEJIbHO
HANIPABJIECHHAs HAa CBOMCTBA PAaKOBbIX KJIETOK OIpeJe/IeHHbIX
omyxoJieli. PapMaKOreHOMHMKA CTAHOBUTCS OOIIENPUHATHIM MOIX0A0M
JIJISE CO3aHUSA MHOTMX JiekapcTB. MU3MeHeHHe cmocoda QMAarHOCTUKH
NMCUXUYECKUX 3a00/IeBaHNH, MOABJICHHE HOBbIX CIIOCO00B UX JIeYECHMS,
U3MEHEHHE OTHONICHHS 001eCTBA K TAKUM 3200J1€BAHUAM.




2000 roxn HIPEJICKAZAHHUSA @. KOJIVIMH3A:

2030 rom - omnpenedeHHe  IMOCJEA0BATEIbHOCTH
HYKJICOTH/I0B BCEr0 reHOMA OTAEJbLHOI0 MHAMBHU/AA CTAHET
OOBIYHON Mpoueaypoii, crouMocTh KoTopoii Menee $1000.
KarajorusupoBanbl TreHbl, Y4YaCTBYKIIHE B Ipolecce
crapenusi. IIpoBoasiTcss KIMHMYECKHE HCIBLITAHUS 110
YBEJIHYEHU) MAKCUMAJIBbHON NMPOJOIKUTEJIbHOCTH KU3HH
YyeJIoBeKaA. JlaboparopHbie IKCIIEPUMEHTHI Ha
YeJIOBEYEeCKHUX KJIETKAaX 3aMeHEHbl JKCIEepMMEHTAMHM HAa
KOMIIBIOTEPHBIX MOAEJAX. AKTHBHU3UPYITCS MAaCCOBbIE
JABUKEHHUSI NMPOTUBHUKOB MepeaoBbix TexHosorud B CIIA
U IPYI'UX CTPaHAaX;




2000 rog IPEACKA3ZAHHUA ®. KOJIJIMH3A:

2040 rox — Bce o0menpuHsiTble Mepbl 3IPaBOOXPAHEHUS

OCHOBAHbDI HA reHOMUKE. Onpenensiercsa
MPeaIPacnoJiOKeHHOCTh K 00JbIIAHCTBY 3200/1eBaHUM (e1é
0 POKIEHUA). JlocTynHa 3¢ PpexTUBHASA

npopuiakTHYecKasi MeIUIHHA C Y4eTOM OCOOeHHOCTeH
nHANBUAA. bojie3HH ompeneasilorcsi Ha PaHHUX CTAAMSIX
IyTeEM MOJIEKYJSIPHOIO MOHUTOpUHra. Jljas MHOrumx
3a00J1eBaHUM  JOCTYNIHA TIeHHas Tepanus. 3amMeHa
JIEKAPCTB  NPOAYKTAMHM T€HOB, BbIpadaTbiBaeMbIMH
OpraHM3MoM mNpu orTBere Ha Tepanuw. Cpeanss
MPOAOIKUTEIbHOCTD KU3HM A0CTHUrHET 90 JeT Osarogaps
YIAY4IIeHH IO COUAJTIbHO-I)KOHOMHUYECKHX YCJIOBHIA.
IIpoxoasiT cepbe3Hble 1e0aTbl 0 BO3MOKHOCTHM 4eJIOBEKa
KOHTPOJIMPOBATH COOCTBEHHYIO 3BOJIIOIHUIO.



