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www.ensemble.org

Ensemble’s latest human genome “assembly”	



GRCh38.p13	statistics Human	chromosomes

İnsan	genomunda	arama	penceresi



GRCh38.p12	statistics



Click for further
information

İnsan	karyotip	görüntüsü



Diğer	kromozomları	seçin

Protein	coding genes
Non coding genes (RNA	genes)
Pseudogenes



İnsan	1.	kromozom	görüntüsü	ve	bilgileri

Synteny regions for comparison between organisms’	chromosomes



Synteny regions compared

Select	organism

Select	chromosome

Human	chromosome 2	
Syntenic regions on	chimps chromosomes 2A,	2B



www.genenames.org
HGNC		(Human	Genome	Organization	Gene	Nomenclature	Committee)

Inquiry for gene	names and symbols



Gen	isim	ve	sembollerini	sorgulama
örnek:	histon	genleri

Histone genes listing

www.genenames.org



Histon	genleri	

Given below enlarged
Histone cluster 1	
H1	gene	family member a

Symbol:	HIST1H1A	
Kromozom	lokusu:	6p22.2

Click for details



HIST1H1A

Click to go to Ensemble link

Click sequence



Chromosome location in	between red bars
The below window in	red rectangle shows the region in	detail with neighboring sequneces/genes

Red thin line is	enlarged to show the gene	of	interest in	detail.

HIST1H1A

HIST1H1A	gene	sequence is	reached by clicking the gene	row



HIST1H1A	geni	haritası

Gene	page
Transcripts,	exons,	cDNA and proteins can	be	reached



HIST1H1A bilgi	sayfası

43	orthologues



HIST1H1A orthologues

Scroll down to see other organisms

İlgilendiğiniz	türlerle	ilgili	seçim	yapabilir



HIST1H1A human – primate orthologues

See organisms in	a	phylogenetic tree
(choose the node including the organisms that you want

Align DNA/protein	sequences



HIST1H1A Gene	tree

Click the node human and chimps are seperated

Wasabi shows you peptides



HIST1H1A human – chimp peptide sequence compared

Enlarge

Hold and scroll



HIST1H1A insan	– şempanze		DNA/protein	dizilerini	hizalamak	(diğer	bir	seçenek)

Click first
Select	cDNA or protein	in	the popup window



HIST1H1A cDNA comparison

Bu	bilgilere	dikkat	!	Peptide length,	%	identity

Scroll page down to see the rest



Hemoglobin	beta	gene
Check HGNC	for proper name	or symbol
Hemoglobin	subunit	beta;	HBB.	Enter HBB	in	search area

Searching genes in	Ensemble

Click



Click



Hemoglobin	subunit beta	gene

The longest transcript.	Note the information: 147aa;	754	bp



Hemoglobin	beta	altünitesi	geni

!	3	exons,	754	bp,	147	aa Exons

Click to see,	cDNA,	protein
and the sequences



Variation	database



https://www.ncbi.nlm.nih.gov/

SNP	database

Enter	SNP	reference	number
(rs xxxxx)	or	gene	symbol
Check	proper	gene	name	or	symbol	from	
HGNC	or	wikipedia if	available.



www.genenames.org

Get the name	or symbol of	the
gene	you are searching for



Check for SNP	entry	for	insulin	gene.	
First	get	the	gene	symbol	or	name	

Gene	search
63	genes.

90	entries.	9	pages



Select	protein	coding	genes.
Decreased	to	46.



Scroll	down	to	find	insulin.

Symbol	“INS”

Go	back	to	SNP	database.



Select	Homo	sapiens

Total	SNPs	=4162



Select	variation	type
SNPs
(there	are	other	types	as	well)

SNP	numbers	get	decreased

Select	mutation	type	

As	missense	seçelim

Select	pathogenic	SNPs



Human	insulin	gene	
missense	mutations	
that	are	pathogenic.	

Click	for	detailed	information
On	a	certain	SNP



Known	SNP	reference	number	can	be	searched

HBB	gene	sickle	cell	anemia	SNP:	rs334

Click	for	details





Human	genome	GRCh38.p13	assembly:
Number	of	protein	coding	genes?
Number	of	non	coding	genes?
Chromosomes	with	highest	number	of	protein	coding	genes?
Chromosomes	with	lowest	number	of	protein	coding	genes?
Chromosomes	with	highest	number	of	non	coding	genes?
Chromosomes	with	highest	number	of	pseudogenes?

Human	X	chromosome	synteny regions	count	on	chimp,	gorilla	and	orangutan.

Longest	transcript	of		hemoglobin	B	gene	codes	for	how	many	aminoacids?

What	is	the	percent	homology	of	human	and	chimp	beta	hemoglobin	gene	product?
Longest	transcript	of		hemoglobin	A1	gene	in	humans?
Human	hemoglobin	A1	ve A2	identity?

NCBI	SNP	database:
Check	for	the	total	number	of	SNPs	for	hemoglobin	beta	gene?
Mutation	causing	sickle	cell	anemia	is	represented	by	SNP	code	rs334
Determine	major	and	minor	allele	frequncies


