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BBEAEHWE




BCTYNNEHWE

BMeCTO peakLunn Ha OKPYXatoLlyto cpefy — YenoBek
cpefy usmeHset

Cnencreue: U3MeHeHue cpefbl, N3MeHeHne
eCTeCTBeHHOro 0T6opa



N3MEHEHWE CPEADI

Peakunn Ha N3MEeHeHWe cpefbl:

1. ADanTUBHbIN OTBET Ha MCKYCCTBEHHYIO Cpeay

2. Peakuma Ha cTpeccoBble haKTOPbl ECTECTBEHHOM
cpeabl



OTBOP

OT60|Z) 10 Ky/ibmypHbIM HG8blIKOM NHTEHCUBHEE
ecmecmeeHH020 0T6opa.

[Toyemy?

- Pe3kun pocT yenoseyeckou Nonynaumm
- POCT yncna muweHeun ans mytaunm
- PocT 06bekTOB A/1s 0T60Opa

- KynbTypHble HaBblKM PACNPOCTPAHAOTCA 6biCTpee
reHeTUYeCKnX MyTaLum



MOCTAHOBKA 3AAAYN




CUTHANDbI CENEKLLNN

O)ujaem naMmeHeHuns B adanTBHOM OTBETE Ha
VICKYCCTBEHHYIO cpeay

XOTUM YyBUAETb 3TO B CMIHA/Iax CenekLmm



BbIAB/TEHWE CUTHANOB

OCHOBHOW MeTO[ BbIABEHNA CUTHAMNOB:

- CpaBHEeHWe YacToT reHeTUYeCKX MapKepoB C
rMNOTETUYECKMMI YaCTOTaMK

JTO Henpamasa oueHka



LE/b

[TpON3BECTUN NPAMYIO OLLeHKY:

- HenocpeacTBeHHOe CPAaBHEHNE APEBHUX U
COBPEMEHHbIX MOMHOT@HOMHbIX JAHHbIX

[lpeBHME AaHHble: 4=2 TbIC. A0 H.3., Nepuoa Hanbornee
MOLLHOW CMEHbl 06pa3a XN3Hu
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METOAbl N MATEPWUATNbI




MATEPWUAIbI

[TONHOreHOMHble AaHHble:

- 26 reHomoB bpoH3oBoro seka (Allentoft et al. Nature
2015)

- 503 reHoma 13 npoekta 1000 Genomes (TONbKO
eBponenckas nonynauus)

ba3bl JaHHbIX KNUHKUYecKnx SNP:

« Clinvar
- HGMD

PernoHbl HK:

- Ensembl
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METO/AbI

SNP B reHOMax — TonbkKO KnuHuyeckme SNP —
[pynnupoBKa No pernoHam

CTaTUCTUYECKM 3HAUYNMbIE M3MEHEHWSA YaCcTOT CUITHANOB
cenekuun:

- DAVID (https://david.ncifcrf.gov/)
- Gorilla (http://cbl-gorilla.cs.technion.ac.il/)

B kauecTBe KpuTepusa AOCTOBEPHOCTM UCMOMb3YyeTCs
nonpaska Benjamini
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PE3V/N1bTATbI




APEBHWE TEHOMbI

Ta6bnuua 1: peBHMe reHoMmbl:

Term Count  Benjamini
Valine, leucine and isoleucine degradation 16 2.61E-04
Pathways in cancer 53 3.46E-04
Lysosome 26 5.91E-04
Arrhythmogenic right ventricular cardiomyopathy (ARVC) 19 0.001889
Hypertrophic cardiomyopathy (HCM) 20 0.002187
Dilated cardiomyopathy 20 0.005609
Melanoma 17 0.005373
Arginine and proline metabolism 14 0.007624
Bladder cancer 12 0.010578
Endometrial cancer 13 0.018424
Glycosaminoglycan degradation 8 0.019528
Chronic myeloid leukemia 16 0.018602
Focal adhesion 31 0.018314
Non-small cell lung cancer 13 0.018734
Butanoate metabolism 10 0.018689
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APEBHWE TEHOMbI

[pynmnbl, aCCOLUNPOBAHHbIE C N3MEHEHHbIMU
CbI/I3I/IOJ'IOFI/IL«IeCKI/IMI/I COCTOAHMAMMN:

- MeTabonuueckue nytu
- CepaeyHble NaTonornm

- OHKOMornyeckne 3abonesaHuna



APEBHWE TEHOMBI. MPUYUNHDI

- MeTabonuuyeckume nyTu:
N3meHeHus gueTbl (nepexod K hepmepcTay,
KybTUBUPOBAHME pacTeHUN)

- CepaeyHble natonorun,
OHKOonornyeckne 3aboneBaHus:
MpOoABAAIOTCA B CTapUeCKoM BO3pacTe, MyTaLun He
NCKMNOYANNCh B NPOLLEeCcce eCTeCTBEHHOMO 0THopa



COBPEMEHHbBIE TEHOMbI

Tabnuua 2: CoBpeMeHHble reHOMbI:

Term Count  Benjamini
Complement and coagulation cascades 14 0.0016883525
Metabolism of xenobiotics by cytochrome P450 13 9.82E-04
Steroid hormone biosynthesis 11 0.0016510707
Drug metabolism 11 0.0170423769
Retinol metabolism 10 0.0205796331
Arachidonic acid metabolism 10 0.0225436483
Neuroactive ligand-receptor interaction 24 0.0285184795
Graft-versus-host disease 8 0.0327591045
Cytokine-cytokine receptor interaction 23 0.0649641239
Autoimmune thyroid disease 8 0.1188033413
Natural killer cell mediated cytotoxicity 13 0.2288878647

0.2627509851
0.2695195308
0.3724118835
0.3599105024

Allograft rejection

Androgen and estrogen metabolism
Ascorbate and aldarate metabolism
Type | diabetes mellitus
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COBPEMEHHbBIE TEHOMbI

[pynnbl, acCOUMMPOBAHHbIE C N3MEHEHHbIMU
df)l/l3l/lOﬂO|'l/lbleCKl/|Ml/l COCTOAHUAMN:

- lpouecchl, CBSiI3aHHble C UMMYHHOW CUCTEMOW
- Cuctema HemTpanusauum KCeHobNOTUKOB

- MeTabonuam nuNnaoB
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COBEPEMEHHbIE TEHOMbI. MPUYNHDbI

+ IMMyHHas cncrema:
Bo3gencteme (hakTOpOB reorpaduyeckn co BCEro
MUPA, MeANKAMEHTD

- HenTpanusauus KCeEHOHBNOTUKOB:
KonnyectBo KCEHOHMOTUKOB CUIbHO BO3POC/IO

+ MeTabonusm nMNnaoBs:
/I3MeHeHns B AneTe, MeaANKaMeHTbl

Bce Tpu npouecca CBsi3aHbl C CO3AaHNEM YeTOBEKOM
NCKYCCTBEHHOW Cpefbl

20



3AKNIOYEHWNE




3AK/TIOYEHWUE

- BbiABNEHHbIE BUONOrNYECKMe NPOLLECChl He
nepecekarTcs.
B 060ux cnyyasx u3MeHeHnsa B AMETe, HO Pa3NmnyHble
meTabonuueckne nyTu.

- MpsaMble JOKa3aTeNbCTBA HeAABHEro 0TOOPA Ha
nonynauny Yyenoseka

+ BbisBUIW CUbHbIE CUTHAMbl CeNeKLmnm

22



BonrPoCbI?
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