MexXPpaKkynbTeTCKUN Kypc «BMonHpopmaTnka»
dakynbTeT 6UOUHKeHepUn n buonHbopmatTkm MMy
BecHa 2026

Nekuyma 10, yacts 2

[lpeacKka3aHme reHos

C.A.CnnpuH no cnanaam A.A.MupoHoBa
22 anpena 2026



[lpeackasaHme reHoB
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Buante reH?

gatctaccactgctaaggggaagtcatctaaattcttttgttaaatgtaccatccttcca
gatacaagtaggaaaagtcgccagaagacaagagctgtagggaaaaccaccaaccctatce
Ttcaaccacactatggatgagcaagtctgttccagcatttctccaagatgaggtgagtgg
cagtgtgatgagtgtttatagtggagactttggcaatctggaagttaaaggaaatattca
gtttgcaattgaatatgtggagtcactgaaggagttgcatgtttttgtggcccagtgtaa
ggacttagcagcagcggatgtaaaaaaacagcgttcagacccatatgtaaaggcctattt
gctaccagacaaaggcaaaatgggcaagaagaaaacactcgtagtgaagaaaaccttgaa
tcctgtgtataacgaaatactgcggtataaaattgaaaaacaaatcttaaagacacagaa
attgaacctgtccatttggcatcgggatacatttaagcgcaatagtttcctaggggaggt
ggaacttgatttggaaacatgggactgggataacaaacagataaacaattgagatggtac
cctctgaagcggaagacagcaccagttgecccttgaagcagaaaacagaggtgaaatgaaa
ctagctctccagtatgtcccagagccagtccctggtaaaaagecttecctacaactggagaa
gtgcacatctgggtgaaggaatgcctttgatgtatgatgggttcaggcctgaagatctga
tggaagcctgtgtagagcttactgtctgggaccattacaaattaaccaaccaatttttgg
gaggtcttcgtattggctttggaacaggtaaaagttatgggactga



... 2 OH 3/1ecb ecTb!

gatctaccactgctaaggggaagtcatctaaattcttttgttaaatgtaccatccttcca
gatacaagtaggaaaagtcgccagaagacaagagctgtagggaaaaccaccaaccctatc
Ttcaaccacactatggatgagcaagtctgttccagcatttctccaagatgaggtgagtgg
cagtgtgatgagtgtttatagtggagactttggcaatctggaagttaaaggaaatattca
gtttgcaattgaatatgtggagtcactgaaggagttgcatgtttttgtggcccagtgtaa
ggacttagcagcagcggatgtaaaaaaacagcgttcagacccatatgtaaaggcctattt
gctaccagacaaaggcaaaatgggcaagaagaaaacactcgtagtgaagaaaaccttgaa
tcctgtgtataacgaaatactgcggtataaaattgaaaaacaaatcttaaagacacagaa
attgaacctgtccatttggcatcgggatacatttaagcgcaatagtttcctaggggaggt
ggaacttgatttggaaacatgggactgggataacaaacagataaacaattgagatggtac
cctctgaagcggaagacagcaccagttgcccttgaagcagaaaacagaggtgaaatgaaa
ctagctctccagtatgtcccagagccagtccctggtaaaaagcttcctacaactggagaa
gtgcacatctgggtgaaggaatgcctttgatgtatgatgggttcaggecctgaagatctga
tggaagcctgtgtagagcttactgtctgggaccattacaaattaaccaaccaatttttgg
gaggtcttcgtattggctttggaacaggtaaaagttatgggactga



PamMmKM cCHNTbIBaAHUA

PamKkon cunTbiBaHMA Ha3blBaeTcA pa3bueHune nocnegosatesnibHocTu HK Ha KOAOHBI.
Kaxaoun nocnepgosatenbHocTu AHK cooTBeTCTBYET WWECTb pPa3HbIX PaMOK.

. atggtattatatggacaa ..
. atg gta tta aat gga cat ga .. paMKa 1

. Met-Val-Leu-Asn-Gly-His

. a tgg tat taa atg gac atg a .. paMKa 2
Trp-Tyr-Stp-Met-Asp-Met

. at ggt att ata agg aca tga .. paMKa 3
Gly-Ile-Ile-Arg-Thr-Stp

+ TPU PAaMKW Ha KOMI'II'IEMEHTapHOlZ Luenn



OTKpbITaa pamka cymntbiBaHMa (ORF)

OTKpbITaa pamMmKa CYUMTbIBAHUA — MOC/1e[0BaTe/IbHOCTb
KOJOHOB OT CTapT-KOAOHA A0 CTON-KOAOHA, 6e3 cTon-Koa0HOB
mexxay Hummn. CokpauleHume: ORF = Open Reading Frame

[MpocTenwmnini BapuaHT npeacKka3aHuA reHa (y npokapuor):
MaKcumanbHasn (T.e. Hepacwupsiemas) ORF, ecnm oHa gMHHee 3a4aHHOTo

nopora (ckaxkem, 100 KoaoHOB)

P(ORF>100)=P (He cmon)"'=(1-23/64)"=0.0082



[Tpobnembl ¢ makcnmanbHom ORF

* He ntoboun KogoH ATG — cTapT-KogoH. [laxKe ecnm mbl
yraganun pamky, rae Hacrtoauwee Havyano CDS?

 Kpome ATG, y baKTepui BCTpeYatoTca Apyrme ctapT-KoaoHbI
(yaLe Bcero GTG)

* [lopor Ha annHy npomnssoneH. [pn HU3KOM nopore
Habupaem MHOro NNLWHEro, NP BbICOKOM — TEPAEM reHbl
KOPOTKMX 6enKoB.

atg agc aag tct gtt cca atg ttt
ctc caa gat gag gtg agt tgt atg
cat gaa atg tac tca acc taa tga



[1ononHUTEeNbHbIE COODPAXKEHUS

* KoAoHbI NCMONb3YOTCA C Pa3HOM YaCTOTOM
* Y MHOrMx NnpokapuoTt B 5’-HeKkoaupytowen obnactu (T.e. nepes crapT-
KOAOHOM) UMeeTCA A0MNONHUTENbHbIA CUTHAN — NOCNeA0BaTe/IbHOCTb

LLlarHa — JanbrapHo (SD-nocnepoBaTenbHOCTD).
Ho SD-nocnenoBaTe/IbHOCTb BbIPOXAEHHAsA, U HE BO BCEX reHaxX OHa ecTb.

cnencep CTapT
tgttacgt atg gcc
« 103 -



BepoATHOCTHaA Moae b

Kaxxgon ORF npunuwiem BepoAaTHOCTb
P([a,b]=gene) Toro, 4TO OHa KOAUPYET HACTOALLNN
benok.

YyTewm:

— XapakKTep 1crnonb3oBaHMs KOOOHOB.

— Hann4yme n kadyectBo SD-nocrengoBaTenibHOCTMN.
— OnnHy pamku.

— Tun cTon-KogoHa.

— YTt0-HNMOYOb eLle.



BepoATHOCTHaA Moae b

 BeposaTHOCTb, YTO pparMeHT nopoxaeH moaenoto CDS
prob(x[a,b]|M)

 BepoAaTHOCTb, YTO pparMeHT NOPOoXaeH Cny4YyanHoOU
MoOenbto
prob(x[a,b]|R)

« Jlocapugbm omHoweHus1 npasdornodobusi:

prob(x[ab]|M )
prob (x[ab]|R)

L(x[a,blisCDS)=log

Ecnun L BblWwe nopora, npeackasbiaem CDS



RayecTBO Npeacka3aHuA

Ha camom pgene

[NpenckasaHue
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OTKyaa bpaTb TO, YTO KHA CAMOM AENeN?

 Hapo untatb 6enok (N-koHeL)
(N-koHel — Havyano; C-koHel, — koHell )
— Paspes3aHue + xpomartorpadus

— Macc-cnekTpomeTpus
Yyumbieaem ripouyeccuHa berika — N-KOHey 3perio2o berika He
gcea0a coomeemcmayem repebiM KoOoHam CDS!

 PubocomHoe npodunupoBanHue. Tam, roge ectb
pnbocomMbl — Tam KoampyroLad obnacTb.

3KCI19pI/I MEHTAJIbHbIX AdHHbLIX Mallo.

CpaBHuTesNbHbIU aHaANN3?



YTO Mbl 3HaemM O NPOTEOME KULLIEYHOM Ma oYK ?

Escherichia coli — camasa nsyyeHHana 6akrepua

Characterized Function inferred
experimentally by similarity only

“Conserved

Hypothetical hypothetic all"

NCBI
m‘{moﬁ




JYKapMOTbl: CNAANUCUHT

HK NMpomoTtop TepMMHETop (nonu-A)

TpaHcKkpunyus

IK30H
Mpe-MPHK S
CnnalicuHe

MPHK _\ = aaaaaaaaa

TpaHc1ayus ‘

ddddddddd

é
<

S

enoK



[lpeacKka3aHWe reHOB B 3yKapuoTax

[1noxas HOBOCTb — CMNauCUHI
XopoLuasi HOBOCTb — CMNJ/TauCUHTI onpeaensaeTca camtamu crnmancuHra

3K30H WHMpOH OK30H

..gactg| GTaagt .. .. w. w .. .. A .. cCttcttcAG |acaa .

JOHOpPHbIU AKUenmopHsbIU
caum caum
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[lpeacKka3aHWe reHOB B 3yKapuoTax

Mogenb y4nTbiBaEeT:

— CanTtbl cnnancuHra

— PacnpeneneHnne anvH MHTPOHOB
— PacnpeneneHune annH ak3oHoOB
—YacToTy ncnonb3oBaHns KOQOHOB

O6y4yeHne mogenu (nogbop napameTpoB):
— Nwem n3BecTHble reHbl (BLAST)

- Orlpep,enﬂeM Ha HUX YaCTOTbl KOAOHOB 1 pacnpeagerneHmne giinH NHTPOHOB U
9K30HOB



[lpeacKka3aHWe reHOB B 3yKapuoTax

MpobGnema: npeackasaHne cnuMBaeT U pasdensieT reHbi

Ha camomMm pene

IR | NN Nl |
R — , , —,—,— >
#

1 B Il I Bl | B

npeackasaHue
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[lpeacKka3aHWe reHOB B 3yKapuoTax

Nnoxme HOBOCTM:
— CrnriancuHr ObiBaeT ansTepHaTMBEH

— pepakTupoBaHue PHK

caauugc gcauuc caaccqg
guuaacgAAcguaagAguuggc

tttgCcctalAgctgce
R LI°9 v-~-1T - __
gtttgTcctalgetgce caauugcUUgcauucUcaaccg



[lpeacKka3aHWe reHOB B 3yKapuoTax

Xopowasa HOBOCTb.:

— MOXHO cekBeHupoBaTtb 3penyto PHK, BbIpOBHATL €€ Ha
reHOM W y3HaTb, rde 3K30HbI

lpoumeHus
RNA-seq

eHOM

Ho:
* MHOrMe reHbl 3KCNPeCccUpyrTCA O4YeHb peaKko n cnabo
* WN3peaKa akcnpeccupyroTca cnydamHblie pparmeHTbl reHOMa



[lpeacKka3aHWe reHOB B 3yKapuoTax

Hapno ucnonb3oBaTb BClo MHGOpMaLmIO:

— Y4YeCTb CalTbl CrflancuHra

— YYECTb YaCTOTbl KOAOHOB

— CpaBHMBATb C reHoOMaMu BNMU3KNUX opraHN3MoB

— ncnonb3oBaTtb pe3yrneratel RNA-Seq (ecnu oHM OOCTYNHbI)



RaK 3TO BbITNAANT

UCSC Genome Browser on Human (GRCh38/hg38)

Move | <<z << < > > > |ZoOomin|15x 3x 10x Base | Zoomout| 15x 3x 10x 100x

Multi-region | chr7:155,698,986-155,819,072 120,087 bp. |geme. chromosome range, search terms, help pages, see examp\| Search

Examples

|chr? 3.3 [ ]

Scale 50 kb | hgas
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Reference Assembly Alternate Haplotype Sequence Alignments
GENCODE V47 (10 items filtered out)
RBM33 <K e 1 B — e SHH
ENSG00000296779
ENSGO0000294825 M
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MNCBI RefSeq genes, curated subset (NM_*. NR_*, NP_* or YP_") - Annotation F{elease NCBI RefSeq GCF_000001405.40-RS_2024 08 (2024-08-27)

FBM33/NM_053043.3 <} 1 I - H-+4-—-1 i | — SHH/NM_001210462.2 f-—————H
SHH/NM_000193.4 mll-———}—————§

SHH/NR_132318.2 M

SHH/NR_182319.2 Mo

MAME Select Plus Clinical: Representative transcript from RefSeq & GENCODE
RBM33 bt I i 1 HeAt1 -t } — SHH m— e
Human mRMAs from GenBank
Human mRNAs —}ill H i 1 HEl——H —i HE H—a—H—1—
Gene Expression in 54- tissues from GTEx RNA-seq of 17382 samples. 948 donors (V8, Aug 2019)
1| MR AT AT S
ENCODE Candidate Cis-Regulatory Elements (cCREs) combined from all cell types
ENCODE cCREs | | 1 |
Lavered HaKz7A H3K27Ac Mark (Often Found Near Regulatory Elements) on 7 cell lines from ENCODE
ayert 3kz7Ac
g A A
atmg Elements by Rej atMask
RepeatMasker | |0 | 1 0 [I| (NONDNN (0 | | [0 (pmin 0w 1111 |||Iﬁe TN i | RN [ yow oo e I

https://genome-euro.ucsc.edu/
https://www.ensembl.org/
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