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Il)1aH JIeKITUN
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Heaens - BBeAeHue




YT0 TaKoe OMoOMHpOpMAaTHKA

MexancumnanHapHas Hayka: buonorus, uHbopmaTuKa,
CTaTUCTUKA

XpaHeHue, aHan3 U HTepRpeTaLms 6UOIOrNMYECKNX
JNLaHHbIX

[aHHble: nocnepoBatensHoctn IHK, PHK, 6enkos, Bo
0+ IT

CTPYKTYPbl, 3KCMPECCHS FEHOB

Pe3ynbTaT: HOBbIE 3HAHMSA O reHax, 6benkax, opraHmamMax MEXANCUUNNNHAPHAaA HaYyKa




ITouemMmy 6e3 KOMIIBIOTEpPA HE 00OUTHUCH

3,1Mapan =20 TbIC. 4 20

nap oCHOBaHWUM B 6eNoK-KoANPYHOLLLNX OYKBbI «andaBuTa» aMMHOKUCAOT B benKax
reHoMe 4yeJioBeKa reHoB OHK: A, T,G, C

O61BEM AdHHbIX CEKBEHUPOBaHUA CJIMLLKOM BEJIUK A4 PYYHOIo aHaJiu3a.



IleHTpa/IbHAaA JOrMa U JaHHBIE

OHK TpaHCcKpunuus PHK TpaHcAaumA benok
reHoMm, GenBank - TPaHCKPUMTOM - npoteom, UniProt

ILna Ka)ka0ro ypoBHsA eCTb CBOU A, aHHble, 6a3bl U MeTOoAbl aHaUu3a.



KpaTtkasa ucropusa

1970 HupaMaH v ByHLW: anroput™m BblpaBHMBAHUSA NOCAe0BaTENIbHOCTEN
1977 CaHrep: cekBeHnpoBaHue [JHK

1981 CMUT 1 YoTepMaH: N0OKaJsibHOE BblpaBHMBAHME

1990 BLAST: ObICTpbI MOUCK CXOACTBA

1990-2003 [MpoeKT «[eHoM YyenoBeKa»

2005 u panee CekBeHMpOBaHUe HOBOro nokoneHus (NGS)



OCHOBHEIE 3a/IaUH

XpaHEHMe U NOUCK
basbl AaHHbIX 1 AOCTYM K HUM

CTpyKTypa U PyHKUUA 6eNKoB

MpeackasaHue CTPYKTYPbl, PYHKLMOHANbHAS
aHHoTaUus

AHanus TIOCJle,D,OBaTe.ﬂbHOCTeﬁ
BbipaBHMBaHWE, MOUCK FrEHOB 1 BapMAHTOB

f[eHOMMKa U TPAHCKPUNTOMMUKA
O6paboTka aaHHbIX NGS, akcnpeccus reHoB



IIpuMeHeHHue B MeJUITIHEe

IOuarHocTuka
Monck MyTaumit Npu HacieACTBEHHbIX 60ne3HsX

NepcoHanusnpoBaHHasa MeauLMHA
JleyeHune c y4€TOM reHoTHNA

OHKOreHOMMKa
Mpodnnb MyTaumn onyxoam

dapmMaKoreHoMMKa
Mop6op 403 1 NpenapaTos



[IpuMeHeHH e B MUKPOOHOJJIOTHH

NpeHTndpukauusa
OnpepenexHune snaos no 16S pPHK 1 reHomy

YCTOMYUBOCTb K aHTUOUOTUKAM
[Tonck reHoB PE3NCTEHTHOCTU

nnpemMmunonorus
OT1cneXxmBaHue BCMbILWEK NO reHOMaM
BO3Oyautenen

MeTtareHoOMMKa
AHann3 MUKPOBHbBIX COOOLLECTB



IIpuMeHeHHe B reHeTHKe

NMonynsAuMoHHaA reHeTUKa GWAS
HOaHHble 1000 Genomes n gnomAD [MoncK BapmMaHTOB, CBA3aHHbLIX C MPU3HaKaMM
dunoreHeTUKa AHHOTaLI,Mﬂ BapuUaHTOB

PeKOHCTpyKUMa poacTea 1 3BOOLMN OueHka BanaHmsa SNP u INDEL
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OCHOBHBIE pecypcChl H 0a3bI

Pecypc Ha3Ha4yeHue

NCBI GenBank HykneotuaHble nocienoBaTelbHOCTHU
Ensembl [eHOMbI N X aHHOTaUMS

UniProt benkun un nx pyHKumm

1000 Genomes, gnomAD [eHeTn4ecKkne BapmaLmnm YenoBeka

PDB TpéXMepHble CTPYKTYpbl 6e/IKOB
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CTpyKTypa Kypca

feHOM

cbopkKa, aHHOTauuS,
PLINK

Linux [laHHble Python

cepBep, KOMaHAbI FASTA, FASTQ, NGS ckpuntbl n U

OueHKa: 2 npoMeXXyTo4Hble atTectauum no 10 6annoB, UToroebin sKk3ameH 40 6annos.
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HUTOoTH K KOHTPOJIBHBIC BOIIPOCHI

Yto nsyyaet bmonHdpopmaTtmka?
HasoBuTte Tpn 061aCcTU NPUMEHEHUS
Kakue 6a3bl JaHHbIX Bbl 3HaeTe?

[MpaKTuKa: O6CY)K,EI,€HM€ npnmMmepos MNpMMEHEHNA

1-20

cTp. - [1] Lesk
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