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OCHOBHBbIE ACTIEKTHbI:

NcTopuga npeauKTUBHOW nepcoHann3npoBaHHOMU
meanumHbl (I1MNM) B npouecce pacwmMdpoBKM reHoma
YyenioBeka.

[[eHeTndeckmn  nacnopt - (I'T1). Cocrasngwowune
reHeTM4eCcKoro NPeankKTUBHOro TECTUPOBaHUA.

HoBble  HanpaBneHus [TTM: dbapmakoreHoMumKa,

TOKCUKOreHOMMUKa, HYTpUreHomuKa, CNopTUBHaH
reHoMuKa, reHoOM1Ka cTapeHus n apyrue.
HepocTatowas/ucyesatolias HacneagyemocTb.

B0O3MOXHblE€ MPUYUNHDI.

UTo MOrytT gaTtb KOHKPETHOMY 4YerioBeKy WuccriegoBaHud
reHoB?

[Tooxogobl B peweHun npobnem U NepcrnekTuBb
BHeapeHusa M.

HoBble anarHoCcTU4Yeckne MeToabl.



CIHATAEMbIE 300POBb#H

Q

Buemunasn
cpeaa

70%

LIECTb OCHOBHbIX ®AKTOPOB,

ENA, PEXXUM NMUTAHUA, DUSUHECKASA AKTUBHOCTbB, CTPECC BPEJHBIE
NMPUBBbIYKN, SKOJIOIUA, JIEKAPCTBA

“but remember throughout that no external cause is efficient without a
predisposition of the body itself. Otherwise, external causes which affect one will
affect all” Galen, 55 y. BC.». H1 oanH BHELLUHUI dbakTop He Bbi3biBaeT 3aboneBaHun 6e3
HanMuns COOTBETCTBYIOLLEN €My npeapacrnofnioXeHHOCTU opraHuama. B npoTuBHOM

cny4vyae BHELUHME MPUYNHLI, Nopaxatowmne ogHoro, nopaxanun 6ol Bcex» [aneH, 55 net
no PX.
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C reHeTUYeCcKou TOYKU 3peHna 3aboneBaHunA
MOXHO pa3aenmnTb
Ha 3 rpynnbl:

1. XpomocomHble

2.MOHOreHHble

3.MynbtudakTopuanbHble (M®P3)(6onesHu,
NPUYNHOM KOTOPbIX ABAAIOTCA KaK BHELLHUE
daKTopbl, TaK U UHAUBUAYANbHbIE, TEHETUYECKHU
obycnosneHHble 0COOEeHHOCTU YeNnoBeKa)
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OT ’rEHETUKU B TEHOMUKY

Nenemu4veckuu nonumopgusm (SNP, VCN)

BbicokoaghgphekmueHblie MemoObl MOJIEKYIISIPHO-2eHemu4ecKo20
aHasiu3a (MoJIHo2eHOMHbIU CKPUHUH2, npozpecc Mmemodos
CEeK8eHUpPOB8aHUs1, anu2eHemMu4YecKuUue U 3KCrpeccUuoHHbIe npogusiu)

FrEHOMHAAS (MOJIEKYIJISIPHAS]) MEOULIUHA

dapmakoreHoMmKa
KapgmoreHomMmuka

HyTpureHomMmuKa
[ eHOMUKa cTapeHuns
CnopTnBHasa reHoMumKa



TeopeTnyeckana mopenb pnsnyeckoun
pabotocnocobHocTu (Tucker & Collins, BJSM, 2012)
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T’EHETUHMECKUWE HOBOCTU B TrEPOHTOJIOIMMA

. HakonnenHne wmyTtaumMm B reHoMe MWUTOXOHOAPUN OOBACHAET pasHuuy B
NPOAOITKUTENBHOCTU KU3HU MYXYMH U KEHLWWH. BbiCOKas reteponnasmus
MTOHK. BbicOokasi KOHKOpAAHTHOCTL reTteponnasmMmun BHYTpu cembk (Franceschi,
2014, Sochi).

. CBobOogHble pagukanbl He 4ABMSATCA (akTopamMn cTapeHus, obnagatoT
NPOTMBOOMNYXONEBbIM OENCTBUEM, aHTUOKCUOAAHTbI CTUMYNUPYIOT POCT ONyXOsn
npu pake nerkux (Sayin et al., 2014).

. GWAS aHann3 — 28 reHoB u 150 SNP - npeackasaHue OONroXmTtenbctBa C
BepoATHOCTbIO > 70% (Sebastiani et al., 2012).

. donroxutenun (CToneTHne) NMeIT peaknme npoTekTuBHble MyTaumm (Suh, 2014,
Sochi). BeisiBneHo 25 Takmx BapnaHTOB.

. Mytauma A673T GnokupyeT canT pecTpukuum amunougHoro 6enka (APP) —
npegoxpaHsaeT oT 6onesHn Anburenmepa (Johnsson et al., 2012).

. Mukpo-PHK — kak npeaunkTopbl 6-HK Anburenmepa (Akst, 2013).

. MyTaLI,I/II/I C O6pa3OBaHI/IeM KPYNHOAOUCNEPCHbIX Tpanys1 JIMNONpoTenHOB HU3KOW
MJIOTHOCTU, NPENATCTBYHOT PAa3BUTUNHO aTEPOCKIIEPO3a.

. Mytaumn mutoxoHgpuanobHon [AHK, cHwkawwme ypoBeHb 3HEepreTUyeckoro
oOMeHa KNeTKW, YANNHSOT XXU3Hb.

. Mytaumn peuentopoB ansa WHcynuHoBoro PoctoBoro ®aktopa (IGF) -
YBENMNUYNBAIOT NPOJOIPKUTENBHOCTb XXU3HU Y XXEHLLMH.



HeT oOWwmx pyHKUMOHANbHbLIX BApUaHTOB
FOXO3, accoumnpoBaHHbIX CO CTapeHneM
(Suh, 2014, Sochi)
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. Digestive system disease

@ Cardiovascular disease
() Metabolic disease
() Immune system disease
() Nervous system disease
@ Liver enzyme measurement
, (O Uipid or lipoprotein measurement
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() Inflammatory marker measurement
() Hematological measurement

() Body measurement

. Cardiovascular measurement

@ Other measurement

() Response to drug
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UTOIM NOJIHOFrEHOMHOI'O CKPUHUHIA

GWAS — mowHbIN 1 yxe de facto ctaHgapTHbIN MeTo naeHTndunkauum
annenen, KOHTPOSIMPYHOLWLMX CIOXHble npu3Hakn Metogq GWAS
NO3BONAKOT CYLLLECTBEHHO YrIyOUTb NOHMMaHWe naToreHesa
3aboneBaHus.

Hanwnyne obwmpHoro (okono 1000 obpasuos) baHka HK 605bHbIX C
OANHAKOBbIM KIMMHUYECKMM ANarHO30M 1 TaKOW e No pasMepy rpynnbl
MapPHOro KOHTPOSIA (MO TUNY Cry4Yan-KOHTPOJb).

Pa3paboTaHbl nakeTbl NporpamMmm Ans oueHkn pesynbtatoB GWAS —
Genome wide Rapid Association using Mixed Model and Regression
(GRAMMAR - GS) H0.C.Aynb4eHko 2010.

['eHeTn4yeckoe npodunmpoBaHUe CTaHOBUTCS CTaHOapPTHOM
npoueaypon npeackasaHma puckos MO3.

[[eHOMHbIE NPOdUIIN OOBACHSAIOT TONLKO HEDONLLLOE YBENUYEHME pUCKa
bonesHn (5-10% gucnepcun pocta, 1-7% gucnepcum nMnuaoB KPOBM).

eHeTUYeCcKoe TeCcTMpOBaHMe No3BoNsieT onpeaenuTb rpynny pucka
YyenoBeKka no 3aboneBaHusiM , HO He NO3BoOJIsieT AaBaTb
uHaAuBMAyanbHble MPOrHo3bli B OTHOLIEHUU ero oyayuimx
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BKINAOQ HACJNIEACTBEHHOCTU B
KOJIMMECTBEHHbIE NMPU3HAKU U B HEKOTOPbDIE
M®P3

PocTt — 80-85%

Macca Tena — 70-80%

LiBeT rna3s, KoXxu, Bonoc — 95-
99%

dopma yweun — 98%
CaxapHbin guabet — 60%
ApTtepunanbHoe gaBneHue — 40-45%
YpoBeHb nunupoB — 60-80%
BblHOCNMBOCTL — 65%
bbicTpoTta — 80%

MHTennekt — 70%

lpedckazamenbHas eesluduHa 2eHemMuU4YeCcKUX mecmoe
He MoXxem rpeebicumb 8€eJIU4UHBLI Hacriedyemocmu!!!



«NCHESAKLWAA» HACITEAYEMOCTb M®3
MISSING HERITABILITY of COMMON DISEASES

'Mnote3a «common diseases — common variants” (4acTble ©0OJie3Hn —4acTble
nonumopcunambl») [axe nocrie BHeApeHUs MeToAa MOSIHOFeHOMHOro
CKkpuHuHra - GWAS He noaTBepaunacb. YCTaHOBIEHHble reHeTUu4Yeckue
dakTopbl OTBETCTBEHHbI TONbLKO 3a 5 — 10% Bapunauuun cheHotnna mHorux M 3.

NMPUYUHDBI:
-Manas BefiuvdMHa pucka HebnaronpuaTHbIX anneneu (OR 1.1-1.5);
-metoa GWAS He ynaBnuBaetT SNP ¢ yactoton meHee 0,5%;

-He YYUTbIBAKTCS reH - reHHble B3anmogencrTeus (acpcpekr 3I'II/ICTa3a);
-3anMUreHeTM4eCcKkue U3MeHeHUs reHoma;

-He oueHuBaeTcs BKknaa B natonoruto CNV (1-50 M6);

-He y4YnTbiBaloTCA BHereHHble SNP, accounnpoBaHHbie ¢ MP3;
-HeaooLeHMBaeTCcs posib noBpexaarwero addekra 3Kk30reHHbIX pakTopoB.

Bo3MOXHO, 4To AnA pa3HbiXx M®P3 npuyuHbI ucyesarwuwen HacneacTBeHHOCTU
oyayTt pasHbimu. lNMpupoaa MP3 okasanacb CrioXHee, 4eM npeanonarasnocs.
OHa He cBoguTCcA TONbKO K MyTaumam [OHK, HO U K anumMyTaumsam, K CNOXHbIM
B3anmopgenctBuamM Tuna ©Oenok—6enok, OHK-06enok, cnoxHaa wuepapxus
Onornorn4yeckux ypoBHeu opraHmsauuu.



M®D3 - npoayKT B3anMOO4ENCTBUS FreHETUYECKUX,
CP€eOoBbIX N 3ANUreHeTU4YeCcKnx oakTopos

1 Epigenetics and Chronic Diseases: An Overview 15

Fig. 1.5 Chronic disease
results from the interaction of

genetic, environmental, and _
epigenetic factors DNA methylation

Histone methylation
and acetylation

Imprinting
Epigenetics

Small non
coding RNA

* Chromatin
" structure

., F. Bronner, R.O.C. Oreffo, “Springer”, 2011

Epigenetic Aspects of Chronic Diseases by H.I. Roach




'nctorpamma akcnpeccuun hsa-mir-185 oo
M NOcCIe Harpy3ku y CnopTcCMeHOB rpeouos

Comparison details for hsa-mir-185 N3meHeHus IKCnpeccnn BbIABIIEHO AJ1A
hsa-mir-185, KOTOPbIN cBsA3aH C
perynsaumen reHos:

2000 2000

PPARG - Perynsuuu reHoB, CBA3aHHbIX C

: £ aKKyMynsiLmei Xupa (cuHTE3
3 1500 1500 . TpUrnMuepnaoB), AndpdpepeHUpoBKOM
2 8 obatore anunoLmMToB " M1O6NacToB,
§ 1000 1060 g YYBCTBUTENbHOCTbBIO K VIHCYINHY,
< < aKTUBHOCTbIO ocTeobnacToB 7

OCTEeOKNacToB (perynsuus pocTa).
500 500
VEGFA - WHaoyumpyeT  aHrmoreHes,
BaCKyrnoreHes, CTUMYNUPYET POCT KIIETOK
QHOOTENUS U UX MUrpauuo, UHrMbupyet
anonTos.

onXpressRNA_003.9...
onXpressRMA_012.R

onXpressRNA_014.R...
onxXpresskRNA_001.9...
onXpresskRNA_004.9...
onxXpresskRNA_002.9...
onXpresskRNA_015.R...
onXpressRMA_013.R

http://www.microrna.org/microrna/getTargets.do?
Obpasupi~ ~ ”ph”enot?lpe” - matureName=hsa-miR-185&0organism=9606



HekoTopbie npo6nembl MHTepnpeTaLun pe3ynbTaToB acCoLMaTUBHbIX
uccnenoBaHWUiM U TPAHCIALMKM X B NPaKTUYECKYH0 MeaULIMHY

1.HeoaHO3HAYHOCTb NOMYYEHHbIX pPe3ynbTaToB AN Pa3HbIX
nonynaunMn U 3THUYECKMX rpynn.

2.MHorne HebnaronpuATHbIe (PUCKOBBbIE) annenu (reHOTUMbI) LWMPOKO
pacnpocTpaHeHbl B nonynsauusx.

3.Kak npaBuno, pernctpupyotca HebonbLlLMe BeTMYMHbI NOKa3aTenen
OTHOLUEHUA LWAHCOB (OTHOCUTENbLHOrO PUCKa).

4. TpyaHoOOBACHMMA ODuonornyeckas 3Ha4MMOCTb BbISIBIEHHbIX
accouLuauun.

U3 doknada Kyuyep A.H., 2014 (nro6e3Ho npedocmaesieHHO20 agMmopom)



bones3Hb — pe3ynbTaT KOH(PNUKTa MeXAay
NPOU3oLeALWNM B NPOLLSIOM
OTOOPOM MO reHeTU4YeCKMM MapKepam W
TpeboBaHMAMU CEerogHALHEro AHA
(HeCnoCOOHOCTL HalUX reHOB
«COOTBETCTBOBATb» COBPEMEHHOMY

CTUITIO XKU3HM)
[lysbipes B.I1., Ky4ep A.H., 2011

U3 doknada Kyuyep A.H., 2014 (nro6e3Ho npedocmaesieHHO20 agMmopom)



Annu. Rev. Nutr. 2013. 33:289-317

nv"_ua o6ecneqMBae'r HOTPEGHOCTM B Evolutionary Perspectives

on the Obesity Epidemic:

The Annual Review of Nutrition is online at 3HepI'VI M U B NUTaTeJIbHbIX %dapti\;c\,/zyhla d:‘] ptive, and
http://nutr.annualreviews.org e
Be NECTBaX John R. Speakman
O)KMPEHME NMoTpebHOCTL B 3HEprum
e e e o : ‘== == = [PU aKTUBHOM OOpase
KU3HU
EEEmEas e WA AENAENSSEERy T ST SsSa At AN ERAEEEE l.-.-....-..... mEasssmaImsssaEms LR LR L L2 1] noTpeGHoch B 3Hepr““

Oeprua unu notpebnenme HyTPHEHTOB

MPY HU3KOW aKTUBHOCTHU

——" *__ S| *_ _ . TpeboBaHuAK

KPUTUYECKOMY YPOBHIO

Eon E3 H b nuTaTenbHBIX BelleCTB

B C D E

Yn0Tpe6neHHa;| nuillia Onsa yaosrieTBOpeHus Cnpoca Ha SHeprmrw
Yn0Tpe6neHHa;| nuilla Onsa noJyiy4veHmMsa KpUuTU4ecCcKoro yposBHSA NUTaTelNlbHBIX BellecTB
N YnoTtpebGrneHHas nuuia, NpeBbIillallas cnpoca Ha 3HEProHOCUTENuU

A - AKTUBHBIN 06Pa3 XU3HU, XOpoLLee Ka4eCTBO efbl

B - Hu3kas akTUBHOCTb, OCTaTOYHOE NOTPebieHne aHepPrum — He[OCTaToOK NUTaTeNbHbLIX BELLeCTB
C - Epa ¢ ocTaToYHbIM KONMYECTBOM NUTaTeNbHbIX BELECTB — U30bITOK 3HepPrum

D - AKTUBHbIN 00pa3 XWU3HW, HO NI0X0e Ka4eCTBO NPOAYKTOB — HEAOCTATOK NUTATENbHbLIX BELWeCTB

E - Ena c nocratoyHbl

M KONM4eCTBOM NUTaTeNbHbIX BELWECTB - U30bITOK JHeprumn

U3 doknada Kyyep A.H., 2014 (nro6e3Ho npedocmaesieHHO20 agMmopom)



Pe3tlome:

1.Tvn gueTbl oKa3blBan BNUsHUE Ha hopMMpoBaHMe reHeTU4eCcKon cneuncnyHoCTH
nonynAuum.

2.B coBpeMeHHbIX nonynAuMuaX Xxapakrep NMTaHUA CyLWeCcTBEHHO OTNMYaeTcs OT
TPaAULUOHHOrO.

3.B coBpeMeHHbIX nonynauuax pacnpocTpaHeHbl «00Ne3Hn LMBUNN3aLmmny.

Bonpocoil:

1.MoxeT N1 XMMMYeCK1M coCTaB aAueThI (T.e. NUTaHWe) onpeaenaTb 6banaHc mexay 340POBbLEM U
OonesHb?

2.0nocpenyroTcs (M ecnm «[ay, TO «Kak») 3TM NPOLECChI reHeTUYeCKn?

Bo3MoXHble MexaHU3Mbl 06YCNOBNEHHOCTM:
1.MoTpedHOCTM B HYyTPUEHTaX MOTYT ObITb AeTEPMUHUPOBAHbI FEHETUYECKM.
2.HyTpreHTbI MOTyT BAUATbL Ha (PYHKLIMOHMPOBAHMWE reHOB.

HyTpureHomuka ctpemutcs obecneumTb reHETUYECKOe NMOHUMaHWE TOro, Kak 00bIYHbIN
XMMUYECKUIA COCTaB AueThl (T.e. NUTaHUA) onpeaenseT 6anaHc Mexay 340POBLEM U
OonesHbLI0 NOCPEACTBOM U3MEHEHMA IKCNPECCUM UMK CTPYKTYPbI MHANBUAYANBLHOIO
reHeTMYeCcKoro cocTasa.

Nutritional genomics: the next frontier in the

?ostgenomic era
im Kaput and Raymond L. Rodriguez
Physiol. Genomics 16:166-177, 2004. doi1:10.1152/physiolgenomics.00107.2003

U3 doknada Kyyep A.H., 2014 (nro6e3Ho npedocmaesieHHO20 agMmopom)



He monbko nompebHOCMb 8 MaKpO- U MUKPO-HYMpUeHmax Moxem onpeodensimbCs
2eHemuy4eckuMu ghakmopamu, HO HympueHmbI MO2ym e/usimb Ha (hYHKYUOHUPOBaHUE 2eHO8

FTO
rs9939609
[etw, )
noTpednexune Bapocnbe:
BUTaMUHa D XapakTep AveTbl
Bhicokoe Cpenn3eMHOMOpCKas
HeOCTaTOK HopMa notpebnexune xupa, nMeta
HU3KOE - KNneTyaTku
Annensb A: , eHoTMna AA: MpuaepxuBaercs B He npugepxuBaetca B
MoBbIweH puck ﬁggﬁg: nfo'cl:;T NOBbILEH PUCK MUTaHUM - nUTaHUU — reHoTun TT:
OXMpeHus passutua C2 HeT pucka C[12 noBbiweH puck CA2

Fen PLINY (perilipin 1)

Smith et al., 2008; Ortega-Azorin et al., 2012; Stemburgo et al., 2013; Lourenco et al., 2014; Smith et al., 2008
U3 doknada Kyuyep A.H., 2014 (nro6e3Ho npedocmassieHHO20 agémopomM)



[lepcneKkTuBLI U NYTU BbiIXoaa

CosnaHune
penpe3eHTaTUBHbIX
OTeYeCTBEHHbIX 6aHKOB
NHK-gaHHbIX MO HO30510MNAM

Ncnonb3oBaHue
reHeTU4YEeCKMUX ceteun and
OLIEHKMN COYETaHHbIX
naToriornm

MaccoBble
NONMTHOreHOMHbIEe
nccrnenoBaHus

-~ -

dopmmpoBaHue HabopoBs reHOB-
KaHAMAATOB ANA Kaxkaoro M3

+

[MPMMEHEHNE NHTErPUPOBAHHOIO
noacyeTa pucka (KoadpdpuumeHThl
nogobusa (LR), metoa 6anno.)

- =

Co3gaHne «mopgernu 3aboneBaHUA» Ha OCHOBE KOMMIEKCa TeHeTUYecKuX,
BMOXMMUYECKUX, UMMYHOMNOINYECKNX U OU3NONOMMYECKMX NapaMeTpoB C LENbHo
NPOrHo3a pucka n paspaboTkm mep NpounakTMKn naTtonorum




Kputepum otoopa reHoB:

. [MonoxntenbHaa accoumaLma y4acTka reHoma (reHa) ¢ NpmM3HaKom;

. [MoBTOpAKOLWMECA B MUCCAEA0BAHMAX, BbINOJHEHHbIX MO TUMY «reH-
KaHAMAAT» W  MONHOrEHOMHbIE aACCOUMATUBHbIE UccneaoBaHUA. [ ONXKHbI
NOBTOPATLCA KAK MUHUMYM B AIBYX UCCEA0BaHUAX;

. [MoBTOpAKOLWMECA B HE3ABUCUMbIX MONHOTEHOMHbIX aCCOLUMATUBHbIX
nccnegoBaHmAx (He meHee 3);

. PyHKUMOHANbHAA 3HAYMMOCTb. [TPOAYKT NpeanosiaraeMoro reHa Ao/XKeH
ObITb 334€MCTBOBAH B U3BECTHbIX METADONNYECKUX NYTAX, BEAYLLUUX K MPU3HAKY;
. OaHOpoOAHOCTL pe3ynbTaToB. Bo Bcex wuccneaoBaHuA Ao0/KHa  ObiTb

NMOKa3aHa NoN0XMTEIbHAA accoumauma y4yacTka reHoma (reHa) ¢ NPMU3HaKoOM .

nmomoe O.C. , lnomoe A.C., Bawykoea E.C., Tapkoeckasi N.B. , CaHnkTt-lletepOypr, 12.12.2012



NMocTpoeHne moaenu npeackasaHuUda npu3dHaka Ha OCHOBe
reHeTUYeCKMX MapkepoB C NOMOLWbLIO MeToaa NMUHENHON
perpeccum

[lonycTuMm, y Hac ecTb nepemeHHas Y, 3HauyeHnA KOTOPOM Mbl XOTUM
NpeacKasbiBaTb U MepemeHHble X.=(X;... X,), OT KOTOpbIX (KaK Mbl
npeanonaraem) 3aBMCUT nepemeHHas. Torga AMHENHaa Moaenb Ana
nepemeHHon Y byaeTt umeTtb BUA, —

Y :,Bo +Zﬁixi :,Bo +:81)(1 "‘,Bzxz +---"‘:ann

roe B, 9To cooTBeTCTBYIOWME KOIPPUUMEHTbI MPU NEPEMEHHDIX X; .

3TN KO3 PUUMEHTbI MOXKHO NOSYYMUTb NPU NOATOHKE MOAENM NO AAHHbIM
obyuatouen BbiIbopKkn (Habopy 3HaYeHUM Y N COOTBETCTBYHOLWMM UM
3HAYEHUAM X,).

romoe O.C., Inomoe A.C., Bawykoea E.C., Tapkosckas U.B., CaHkT-NMetepbypr, 12.12.2012



Ha OCHOBEe UcclrieayemMmbiX reHeTU4eCKNX MapKepoB.

Mopenu npeackasanusa UMT, OT, ypoHen XC, XC JIMHM v XC JINOHI1 (Ao 9 reHoB)

I'pynmna u noarpynmnbi o0masn 10 MEHONAY3bI NocJIe MEHOMAY3bI
IMapametpsl / ['ennl e p-value e p-value SR p-value
ko dumenra K03 dunrenTa kod(duruenta
UmMT
CBOOOIHBIN WieH 24.09 <2e-16 23.55 <2e-16 27.03 <2e-16
ZBTB38_2 0.93 0.106 - - 3.20 0.00035
HHIP_1 1.32 0.071 - - 2.02 0.054
LCORL - - - - 3.36 0.003
ADAMTSL3 1 - - - - 3.60 0.00011
ADAMTSL3 2 - - - - -2.89 0.017
JAZF1_2 - - - - -2.37 0.011
IGFBP3_2 1.06 0.089 - - - -
CABLES1 - - - - 2.23 0.013
IFNG 2.06 0.005 1.76 0.023 2.39 0.046
VDR3 - - - - -3.72 0.00011
NEGR1 -1.00 0.083 - - - -
NRXN3 1.30 0.055 - - - -
TFAP2B - - - - -1.58 0.052
CEL_2 -1.18 0.040 - - -2.41 0.021
FAD - - - - - -
APOA_2 - - -1.53 0.079 - -
ABCAl 1 - - - - 3.58 0.032
LIPE - - - - -4.69 0.002
PPARG_2 - - - - 3.49 0.006
CKOPPEKTUPOBAHHBIN
KO3 (UITUEHT IeTepMHUHAITIU O . 043 O . 44
(adjusted R-squared) 0.065
CpeHsIs OmmoOKa, (Kr/mM2) 4.1 3.67 2.8




AUVHAMUKA CTOUMOCTU
CEKBEHNWPOBAHWUA TEHOMA YEJIOBEKA

Cost per Genome

Moore's Law
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Ucnonb3oBaHue nporpammbl UGENE ana ageTtekuuu 3amMeH B

reHe HTR2A (3ameHa A/G B no3nuunmn 47471461 v
nonumopdpuam rs6311 (C/T) B nosmuum 47471478
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MaHenb AN AMarHOCTUKU FEEMO®UNUN A n B*

jon torrent / OaHOBpPEMEHHO aHaNU3npyeTca:
o ' 2 reHa — F8 (26 3Kk30HOB), FI (8

lon AmpliSeq” | 9K30HOB)
Inherited Disease Panel :

Croumoctb uccnepgosaHma 1
I'onAmPUSoq‘lnh«Itedmsoaso.fmel Smplicity yesioBeKa — 35 TbiC py6o’ cemMmbu 13

« Oniy 39 ng of inpunt

3x yenosek — 45 Tbic pyb, 20

Salabilty

oo for

s ¥ opmumo 2eHo8 F8, F9 - naHesb eKaovaem
. " 18zeHos: APC, ATP7B, PAH, GALT, GIB2, HFE,
KRAS, MECP2, MED12, NF1, NF2, NKX25, PKD1,
PKHD1, SERPINA1, SMADA4

IAPC €HOMAaTO3HbIVi MONWMO3 TOMCTON KULLIKA
Tamgets Boong of ovar 300 geces s ORed wih » 100 kderted deesces acivdiog ATP7B BoneaHb BunbcoHa — KoHoBanosa
| newomustden, metaboll, Grdivesiuar, nd davacpmontd dismses PAH beHMnKeToHypUS
| Amplicea langh I 126226 39 lawmrage WT to) 1 GALT ranaktosemusi | Tun ( knaccuyeckas ranakTo3eHus, HefOCTaTOYHOCTb ranakTo3o-1-cdocdar ypuanntpaHcdepasbi)
Primerpoolsee 10,000 premar pars In3tubes GJB2 BROKAEHHAHANIOYXOCIE!
UselonAmplseq™ Inharned HFE remoxpomaro3
Inpat INA raquired | 100 par pact 30 ng per DA mpla ! Disease Paned with KRAS DaK TONCTOW KMLLIKM, NErkux, NoKenyA0YHOMN XKereabl, Xen4eBbLIBOAALMX NYTEN, SHAOMETPUS U SUYHUKOB
T 12 hewrs lon 3167 o lon 3167 Chips MECP2 cuHapom Petta
Datases for this paned & MED12 cunapom Onnua-Kasempxma
: wadable ot lachnal ogis NF1 Helipocnbpomartos | Tun
Covarage unilarmity® 25 O oM/ KoLty NF2 HelipocmbpomaTos Il Tun
(OMIM): BpoxAeHHas usonupoBaHHas acrnenus (271400), AedekT mexnpeacepaHon neperopoaku 7 tuna (108900),
On-2arget dazest? BL % | KOHTPYHKanbHbIE MOPokK cepaua (217095), cuHapom runonnasuy nesbix 0TAenoB cepaua 2 Tuna (614435),
Tarpe baes with 20 cowerage | »00% % BPOX/AEHHbIN HE306HbIN rmnoTupeos 5 Tuna (225250), Tetpago ®anno (187500), AedeKT Mexokeny04KoBOA
- = neperopoaku 3 Tuna (614432). , fecbekT MexnpeacepaHON Neperopofkn 7 Tuna, KOHTPYHKanbHble MOpoKW cepaua,
Arerage degth of coverage e | @5 ’ CMHAPOM rMNONNasumn neBbix OTAENOB cepaua 2 TUna, BPOXKAEHHbIN He306HbIN rmnoTupeos 5 Tuna, Tetpaga ®anno,
x l‘& NKX2-5 ecbeKT MexoKeyA04KOBOI Neperopoaku 3 Tuna
e o PKD1 MONMKVNCTO3 NoYek (ayTOCOMHO-[IOMUHAHTHbIW TUN HAcNeAoBaHWS)
PKHD1 NONMKNCTO3 NoYek (ayTOCOMHO-PELIECCMBHBIN TN HacneqoBaHNs)

SERPINA1 _ |XpoHuyeckas o6CTpyKTMBHAS GonesHb Nerkux
SMAD4 lOBEHWSTbHBIV rAMapTOMaTO3HbI NONUNO3 Xeny/Ka U KULIEYHWKA; pasnuyHble hopMbl CIopaanyecknx onyxonemn
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UccneaoBaHue reHOB KapauomMmuonaTtumn
metogaom NGS ceKBeHMpOBaHMﬂ

lon AmpllSeq 'Designer

I' eHbl Kapduomuonamuu
ACTC1

MYBPC3

MYH7

MYL2

MYL3

TNNI3

TNNT2

TPM1

CASQ2

OpHoBpeMeHHbIe aHanu3 9 reHos (6onee 2000 myTaumin)
CTtommocTb uccnegosaHusi scero 1500% (ctapbiMn metogamm — 6ornee
10000% 3a cekBeHupoBaHue 1 reHa)
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"~ WccnepoBaHue reHOB «340pPOBbA» MEeTOLO0M
NGS cekBeHUpoBaHUA

lon AmpliSeq™ Designer
reate custom, ultrahigh-multiplex primer pools for lon semic

Primer design tool to itrahig| m onductor sequenc
/:/
l 2~
Safware 297
o x 0 ‘ . ==
r pocts
4
i — .
i by lon AmpliSeq™ Custom Panels
- 2 © o o r

TecT «reHeTu4Yeckaa nacnopTuUsauma», BKAoYaeT aHann3 387 y4acTKOB B
150-T1 Hanbonee 3HaYMMBbIX FeHaX «NpPeapPacnoNoKeHHOCTU» K bonee 50
yactbim M®3. CTommocTb aHanm3a ot 5 Teica4 pybaen Ha YenoBeka.
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Next Generation Sequencing

Easily Analyze Your Next Generation Sequencing Data with Partek Genomics Suite

Next o wencing enables sccurate auantfication of malecule
rancrptanis raiis o e Genamits Sue (P G5

cing, genatype information at the SKP level is obtained, extanding the analysis further to
specific expression and SNP discavery

Partek GS empowers biologist to anaiyze RNA-Seq, ChIP-Seq, Methyl-Seq and DNA
‘Quality Control > Statistical Analysis > Custaring > Gene Ontalogy and Pathway analysis - with highly interacth
features

Seq easiy by foliowing dedicated workflows within one software, with one familar interface, acrosa: Data import >
3nd intuiive visualizations, dedicated genome brows data analysis reporting
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transcript expression and much mare.

At the core of Partek GS, annatations are processed eficiently to ensble the correlation of the various data formats and save you time. Try Partek Genomics Suite for your next generation sequencing dst

Specific Applications for Next Generation Sequencing in Partek Genomics Suite

Chip-Seq Analysis
Partsk GS wil identify rogions of the genome where short reads pile up to croate 3 peak representing 3 binding site of the protein of interest from
aligned reads. Once k roggons are defined, these sequences can be searched for motifs. D novo motifs can be discovered snd visualized.
Aternatively, a colectio of known motifs can be screensd to sée what Is commn across the paks based on sequence content. Also, ind
overtapping gene tools within Partek GS will help you overlap your enriched regions o gene annotation for function oroup envichment studies.
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JkcnepTtbl NIH CLUA (2010) Bblaenunun 5
3TanoB BHeApPEeHUS AOCTUXEHUU FTeHOMUKU B
NPaKTU4YEeCKY MeauLnHy

1. 1990 — 2003 — kaTanor CTpykTypbl reHomMma
2. 2004 — 2010 — no3HaHMe buonorum reHoma

3. 2011 — 2020 — noHMaHne ounonormm OoONesHu
(cuctemHasi buonorus)

4., > 2020 — cTaHOBIEHNE HOBOU MeaANLUNHCKOU
HayKu

5. > 2025 — PeBonouna B MeanumHe; peskoe
yny4ylleHne 3apaBooXpaHeHNs



X FTEHOMBI YiKE CEKBEHI/IPOBAHbI
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xenmc Kpaur [1>koH
YOTCOH BEHTEPR HEPY

CToumMocCTb cekBeHmnpoBaHusa reHoma B 2007 - 1 000 000 $;
B 2009 - 50 000 $; B 2012 -7 000 $; B 2015 — 1 000 $%.
HO Aansa KNMHMKU CUKBEHC nHamBuayaribHbIX FeHOMOB

nauuveHToB Hukoraa He sameHut rEHETUYHECKOIO
NMACIMOPTA




BbIBObl

Coo3  mMeauuMHbI M  TEHOMMKM [asl  Ha4yaNo HOBbIM  HamnpaBAEHMUAM:
dbapmMaKoreHoMMKe, HYTPUTEHOMMUKE, KapAMOreHOMMUKE, CNOPTUBHOM TFEeHOMUKE
reHeTUKN JONTONEeTUA U Ap.

MeToAONOrMYECKYI0O  OCHOBY  MOJIEKYNIAPHON  (NPeAuKTUBHOM)  mMeAMUMHbI
COCTaBAAT NpeacTaBneHMa 0  GYHKUMOHA/bHbIX  FE@HETUYECKUX  MOAYAAX,
reHeTUYECKOM NoaMmopdU3Me, reHax «MpPeapacnosioKeHHOCTUY.

OCHOBHble  OT/IMYUTENbHbIE OCOBEHHOCTU MOJNEKYIAPHON MeAULUUHbI — eé
NHAMBUAYANbHOCTb M NPOdPUNAKTUYECKAA HANPABAEHHOCTb.

MpeanktneHas meauuuHa (MM) no3BonAeT YCTaHOBUTb  HACNEACTBEHHYIO
NpeapacnosioXeHHOCTb K TAXe/biM 3abo1eBaHUAM 3340170 0 UX BO3SHUKHOBEHMUS.

[eHeTUYEeCKUN NacCnopT — eCTeCTBEHHbIM NPOAYKT  COBPEMEHHOU TEHETUKU W
MeAuUUNHbI, ero BHeapeHue TpebyeT AeTasibHOM KANMHUYECKOW, HOPUANYECKON U
3TMYECKOM NpopaboTKu.

CpaBHUTENbHbIN  @HANM3  TEeH-TeHHbIX  B3aWMOAEWCTBUMW,  IKCNpeccum WU
aMUreHeTUYeCKUx npoduaen reHoB — KaHAMOATOB B HOPME UM NaATONOMUW,
PEry/IATOPHbIX MEXaHU3MOB N 3PPEKTOB BHELIHEN Cpedbl — OCHOBA CUCTEMHOWM
6uonornm n reHetnkn Me3,

No3yHr MM cerogHsa: «OT uccnegoBaHMii aHaTOMUU TeEHOMA — K PYHKLMOHA/IbHOWM
reHomuke OT aHanM3a reHoma NoKosi — K MOHUMAHUIO AMHAMMYECKOrO reHOMa —
CUCTEMHOM BMOIOTMKN reHoMa.

[NnaBHas 3aJa4a COBPEMEHHON MeAMUMUHbI- BHEAPEHUE AOCTUNKEHUN T[EeHETUKU B
NPAKTUKY 34PaBOOXPAHEHUSA, B KIMHMYECKOE MbILL/IEHNE BCEX BPaYen.



