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Buibepute NKOBOW MHTEpecHbIV reH U3 reHOMa Yes0BekKa.
OH MOXKeT KoamposaTb MPHK nan ntobyto KOHKpEeTHYo
Hekoaupytowyro PHK.

[Tosie3Hble CCbIIKM A1 MOUCKA:
https://www.omim.org/
https://www.genecards.org/
https://www.proteinatlas.org/



https://www.omim.org/
https://www.genecards.org/
https://www.proteinatlas.org/

[Ins BbINONHEHUS 3a4aHNs nepenanTe Ha canT https://genome.ucsc.edu/
3aTteM — B pa3gen Genomes
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Our tools

B Genome Browser
interactively visualize genomic data

m BLAT

rapidly align sequences to the genome

m Table Browser
download data from the Genome Browser database

B Variant Annotation Integrator
get functional effect predictions for variant calls

m Data Integrator
combine data sources from the Genome Browser database

m Genome Browser in a Box (GBiB)
run the Genome Browser on your laptop or server

B |n-Silico PCR

rapidly align PCR primer pairs to the genome

m LiftOver

convert genome coordinates between assemblies

B Track Hubs

import and view external data tracks

m REST API

returns data in JSON format
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Browse/Select Species

AR SPECIES

Rat Zebrafish

Fruitfly

Worm

alin
Enter Species or common name

REPRESENTED SPECIES

Yeast

Find Positj

uman Assembly

| Dec. 2013 (GRCh38/hg38)

@eTtion/Search Term
|Enter position, gene symbol or search terms I
Current position: chrX:15,560,138-15,602,945 £

Human Human Genome Browser - hg38 assembly view sequences ]
Q Chimp
Bonobo
Gorilla UCSC Genome Browser assembly ID: hg38
Sequencing/Assembly provider ID: Genome Reference Consortium Human GRCh38.p12
Orangutan (GCA_000001405.27)
Gibbon Assembly date: Dec. 2013 initial release; Dec. 2017 patch release 12

Green monkey

Crab-eating macaque

. Rhesus
Baboon (anubis)

Bahoon (hamadryas)

Assembly accession: GCA_000001405.27

NCBI Genome ID: 51 (Homo sapiens (human))

NCBI Assembly ID: 5800238 (GRCh38.p12, GCA_000001405.27)
BioProject ID: PRINA31257

Homo sapiens
(Graphic courtesy of CBSE)

Search the assembly:

Proboscis monkey —

1) BbibupaeM yenoseka — Human
2) Bepcusa reHoMa venoseka — GRCh38/hg38
3) B pa3aen Position/Search Term BBOAMM Ha3BaHWE CBOEro reHa
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UCSC Genome Browser on Human Dec. 2013 (GRCh38/hg38) Assembly
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DK30Hbl NHTPOHI
Ha)xnmaeM Ha Ha3BaHWe reHa u nonagaeM Ha CcTpaHuuy ero noapobHoro
onucaHus; gasnee BbINosHseM 3aaaHue 1
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2)
3)
4)
5)
6)
7)

8)

3aaaHue 1

YKaxkute nonHoe Ha3eaHue Bawero reHa (none — Description) u ero
KOOpAWHATHI.

OnuwunTe PyHKUnKM Bawero reHa, onmpascb Ha MHPOPMaLUMIO 13 Nons
RefSeq Summary.

KakoBa A/iMHa reHa B HyKneoTmaax?

CKONbKO 3K30HOB B reHe?

[ne B KNeTKe nokanusyetcs npoaykT reHa? (Pasgen Comments and
Description Text from UniProtKB, none - SUBCELLULAR LOCATION).

B Kakmx TKaHSIX NMpenMyLLecTBEHHO 3KCnpeccmpyeTcs 3ToT reH? (Pasaen
RNA-Seq Expression Data from GTEX).

CywectByeT nn 3D cTpykTypa ansa npoaykta Bawero reHa? (Pa3aen Protein
Domain and Structure Information).

AccoummnpoBaH nn reH ¢ KakuMn-To 3abonesaHnsmn (Pasgen Comments
and Description Text from UniProtKB)?



Ob6paTnTe BHUMaHME Ha TPEK KOHCEPBAaTUBHOCTU
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rReferehce As iy Fax Patch Sequence Alignments
Reference ﬁssemb 14 Alternate Hap 10!’99? Sequence Alignments

ATt Haplotypes
Chromosome Bands Localized by FISH Mapping Clones
Chromosome EBand 1p32.3
GENCODE v32 Comprehensive Transcript Set (only Basic displaved by default)
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%, ME_¥, NP_® or YF_%) - Annotation Release NCBI HOomo =apiens Updated Annotation Re1ease 189,208196985 (2819-089-18)
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FCSK9
1incRNA RHA-Seq reads expression abundances
Adipose
Adrenal
Brain
Brain_R
Breast
colon
Foreskin_R
Heart
MLF_r 1
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Kidney
L iver
Lung
LymphMNode
Owary
Flacenta_R
Frostate
SkeletalMuscle
Testes
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WhiteBloodCe 1]
1incRHA and TUCP transcripts

C/0 and H/ACA Box snoRNAS, scaRNAs, and microRNAsS from snoRNABase and miRBase

Transfer RMA Gehes Identified with TRNASCan-SE [¥H
OMIM Al1elic Wariants

OMIM Alleles
Gene Expression in 53 Tissues from GTEX RNRA-sSeq of S555 samples (578 donors)

FCSK9
mu
188 H3K27AC Mark (Often Found Near Regulatord Elements) on 7 cell lines from ENCODE
Lavered H3IK27A
- L e
DHase I Hypersensitivity Feak Clusters from ENCODE (S5 ceTT tupes)
DNase Cgisters I - [ [} L [ L) C - _—

88 _ 196 vertebrates Basewise Conservation by FPhyloPf




3aaaHue 2

1) EcTb nn B BawemMm reHe y4actkn KOHCEpBaTUBHOCTU?
2) C yeM OHM accounmpoBaHbl (3K30HbI, MHTPOHbI, HE accouMaunn)?



CnpsaybTe BCe TPeKU
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UCSC Genome Browser on Human Dec. 2013 (GRCh38/hg38) Assembly
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< [2.0 > labels up or down to reorder tracks. Dragiracks lef®or right to new position. Press "?" for keyboard shortcuts. < [2.0 >
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3aaaHue 3

1) Ectb nin B Bawem reHe nosTopbl? (Tpek Repeat Masker)
2) CKONbKO M Kakme Knaccbl NOBTOPOB Bil BuanTe?

SINE [
LINE

LTE B
DHA
Simp e |
Low Comp Texitd
Zatellite
EMA
other
Unknown




Jlon. 3agaHue

MoxeTe AoMOo/THUTL OTBEThI HA BOMPOCHI U3 APYrMX UCTOYHUKOB (apyrue
6a3bl gaHHbIX (HanpuMep, genecards, unu nobole gpyrue), nybnmkaumm,
yuyebHuky, ...).

He 3abbiBanTe yka3biBaTb UCTOYHMUK MHDOPMaLMK!



Ecnu anga BbibpaHHoro Bamn reHa oyeHb Mano nHoopMaummn —
BblbepuTe Apyrow.

[na He 6enok-KoaupYOLLMX reHOB CKopee BCero He byner
HUKaKon MHdopMaLmMn AN OTBETOB Ha 3aaaHue N91 nn.5-7.
Huuero cTpawwHoro, npu atoM y PHK MoxeT 6bITb 04eHb
MHTepecHasd PYHKLUMS.

N9 3ayeTa HeobxoaAMMO BbINOMHUTL 3adaHusa NONO 1-3.

NEOQNAVH — 6 anpens (!11)



