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Variant Effect Predictor @

€ VEP for Human GRCh37

If you are looking for VEP for Human GRCh37, please go to GRCh37 website &.

Species: - Human (Homo sapiens) V4

Assembly: GRCh38.p7

Name for this job (optional):

Either paste data:

Vz,

Examples: Ensembl default, VCF, Variant identifiers, HGVS notations,
NB: pileup format no longer supported

Or upload file: Choose File I No file chosen

Or provide file URL:

Ensembl transcripts

®

Transcript database to use:

Gencode basic transcripts

RefSeq transcripts

©O O O

Ensembl and RefSeq transcripts

Identifiers and frequency data Additional identifiers for genes, transcripts and variants; frequency data
Extra options e.g. SIFT, PolyPhen and regulatory data

Filtering options Pre-filter results by frequency or consequence type



See below a diagram showing the location of each display term relative to the transcript structure:
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+ NMD transcript coding sequence variant

* non-coding exon / transcript



* SO term

transcript_ablation
splice_acceptor_variant

splice_donor_variant

I stop_gained
I frameshift_variant

I stop_lost

start_lost

I transcript_amplification

inframe_insertion

I inframe_deletion

missense_variant

I protein_altering_variant

incomplete_terminal_codon_variant

I splice_region_variant

stop_retained_variant

synonymous_variant

I coding_sequence_variant

SO description

A feature ablation whereby the deleted region includes a
transcript feature

A splice variant that changes the 2 base region at the 3' end of
an intron

A splice variant that changes the 2 base region at the 5' end of
an intron

A sequence variant whereby at least one base of a codon is
changed, resulting in a premature stop codon, leading to a
shortened transcript

A sequence variant which causes a disruption of the
translational reading frame, because the number of nucleotides
inserted or deleted is not a multiple of three

A sequence variant where at least one base of the terminator
codon (stop) is changed, resulting in an elongated transcript

A codon variant that changes at least one base of the canonical
start codo

A feature amplification of a region containing a transcript

An inframe non synonymous variant that inserts bases into in
the coding sequenc

SO accession
S0:0001893 %

S0O:0001574 7

S0:000157517

S0:0001587 &7

S0:0001589&7

S0O:0001578¢¢

S0:0002012¢7

S0:0001889r7

S0:0001821 &7

An inframe non synonymous variant that deletes bases from the S0O:0001822g¢

rndinn cannianes

A sequence variant, that changes one or more bases, resulting
in a different amino acid sequence but where the length is
preserved

A sequence_variant which is predicted to change the protein
encoded in the coding sequence

A sequence variant in which a change has occurred within the
region of the splice site, either within 1-3 bases of the exon or 3-
8 bases of the intron

A sequence variant where at least one base of the final codon
of an incompletely annotated transcript is changed

A sequence variant where at least one base in the terminator
codon is changed, but the terminator remains

A sequence variant where there is no resulting change to the
encoded amino acid

A sequence variant that changes the coding sequence

S0:0001583

S0:0001818g

S0:0001630&

S0:0001626

S0:0001567 &

S0:0001819g¢

S0:0001580g

Display term
Transcript ablation

Splice acceptor
variant

Splice donor variant

Stop gained

Frameshift variant

Stop lost
Start lost

Transcript
amplification

Inframe insertion

Inframe deletion

Missense variant

Protein altering
variant

Splice region
variant

Incomplete terminal
codon variant

Stop retained
variant

Synonymous
variant

Coding sequence
variant

IMPACT



I coding_sequence_variant
I mature_miRNA_variant

5_prime_UTR_variant
3_prime_UTR_variant

intron_variant
NMD_transcript_variant

non_coding_transcript_variant

upstream_gene_variant
downstream_gene_variant
TFBS_ablation
TFBS_amplification
TF_binding_site_variant

regulatory_region_ablation

feature_elongation
regulatory_region_variant

feature_truncation

intergenic_variant

I regulatory_region_amplification

non_coding_transcript_exon_variant

A sequence variant that changes the coding sequence

A transcript variant located with the sequence of the mature
miRNA

A UTR variant of the 5' UTR
A UTR variant of the 3' UTR

A sequence variant that changes non-coding exon sequence in
a non-coding transcript

A transcript variant occurring within an intron
A variant in a transcript that is the target of NMD

A transcript variant of a non coding RNA gene
A sequence variant located 5' of a gene
A sequence variant located 3' of a gene

A feature ablation whereby the deleted region includes a
transcription factor binding site

A feature amplification of a region containing a transcription
factor binding site

A sequence variant located within a transcription factor binding
site

A feature ablation whereby the deleted region includes a
regulatory region

A feature amplification of a region containing a regulatory region

A sequence variant located within a regulatory region
A sequence variant located within a regulatory region

A sequence variant that causes the reduction of a genomic
feature, with regard to the reference sequence

A sequence variant located in the intergenic region, between
genes

S0:00015807

S0O:00016207

S0O:00016237
S0:0001624 7
S0O:0001792¢7

S0:0001627 7

S0:0001621 &7

S0O:0001619&7

S0:0001631 &7

S0:0001632¢7

S0:0001892¢7

S0O:0001892¢7

S0:0001782¢7

S0O:0001894 7

S0:0001891 7

S0:0001907 &#
S0O:0001566 =

S0O:0001906 &

S0:0001628 7

Coding sequence

variant

Mature miRNA
variant

5 prime UTR variant
3 prime UTR variant

Non coding
transcript exon
variant

Intron variant

NMD transcript
variant

Non coding
transcript variant

Upstream gene
variant

Downstream gene

variant
TFBS ablation

TFBS amplification

TF binding site
variant

Regulatory region

ablation

Regulatory region

amplification

Feature elongation
Regulatory region

variant

Feature truncation

Intergenic variant

MODIFIER




Variant Effect Predictor results @

Job details

Summary statistics =

Category Count Consequences (all)
Variants processed 6
Variants filtered out 0

Novel / existing variants 1(16.7) /5 (83.3) ‘
Overlapped genes 5

Overlapped transcripts 28 —(r

Overlapped regulatory features -

Coding consequences

synonymous_variant: 44%
® frameshift_variant: 33%
® stop_gained: 22%

non_coding_transcript_variant: 20%
intron_variant: 16%
splice_acceptor_variant: 14%
splice_donor_variant: 12%
NMD_transcript_variant: 8%
synonymous_variant: 8%
non_coding_transcript_exon_variant
frameshift_variant: 6%

stop_gained: 4%

Others



Hesults preview

© Navigation Q Filters 4 Download

Page: 1o0f 1 | Show: All variants Uploaded variant is defined All: VCF VEP TXT
BioMart: Variantsg’ Genes g’

Show/hide columns

Uploaded  Location Allele  Consequence Impact Symbol  Gene Feature  Feature Biotype
variant = type
1:202724482- A | frameshift_variant HIGH KDM5B ENSGO00000117139 Transcript ENST00000235790 protein_coding
202724483
1:202724482- GG | synonymous_variant LOW KDM5B ENSG00000117139 Transcript ENST00000235790 protein_coding
202724483
1:202724482- A | frameshift_variant HIGH KDM5B ENSG00000117139 Transcript ENST00000367264 protein_coding
202724483
1:202724482- GG | synonymous_variant LOW KDM5B ENSG00000117139 Transcript ENST00000367264 protein_coding

202724483



ExAC



ExAC Browser Beta About Downloads Terms Contact Jobs FAQ
Interested in working on the development of this resource? Apply here.
ExAC Browser (Beta) | Exome Aggregation Consortium
Search for a gene or variant or region
Examples - Gene: PCSK9, Transcript: ENST00000407236, Variant: 22-46615880-T-C, Multi-allelic variant: rs1800234, Region: 22:46615715-46615880

About EXAC

The Exome Aggregation Consortium (ExAC) is a coalition of investigators seeking to aggregate and
harmonize exome sequencing data from a wide variety of large-scale sequencing projects, and to make
summary data available for the wider scientific community.

The data set provided on this website spans 60,706 unrelated individuals sequenced as part of various
disease-specific and population genetic studies. The EXAC Principal Investigators and groups that have
contributed data to the current release are listed here.

All data here are released under a Fort Lauderdale Agreement for the benefit of the wider biomedical
community - see the terms of use here.

Qinn 11n far Anir mailina liet far fithira ralaaea annnilincamante hara

Recent News
August 8, 2016

- CNV calls are now available on the EXAC
browser

March 14, 2016

- Version 0.3.1 EXAC data and browser (beta) is
released! (Release notes)

January 13, 2015
- Version 0.3 EXAC data and browser (beta) is



Gene: KMT2A

KMT2A  lysine (K)-specific Transcripts + Constraint Expected Observed Constraint
methyltransferase 2A from ExAC no. variants
Number of variants 1865 (Including filtered: 2022)
Number of CNVs 65 (Including filtered: 81) Synonymous 505.6 466
UCSC Browser 11:118307205-118397539 ('
GeneCards KMT2A (£ Missense 1242.6 764
OMIM KMT2A (£ -
Other LoF 115.7 4 (.. =1.00

External References ~

CNV 10.5 65 z=-2.47

Gene summary
(Coverage shown for canonical transcript: ENST00000534358)

Mean coverage 68.95

Display: [ =Ta ="ANH - ZT () Include UTRs in plot Coverage metric: [AVCTETs -0 (16 (116 [TE1 Y6\ 4
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NIV I e e N S = ) Include filtered (non-PASS) variants ~ Invert (highlight rare variants)

Export table to CSV

1 denotes a consequence that is for a non-canonical transcript

Allel Allel Number of
Variant 4 Chrom « Position « Consequence % Filter # Annotation v Flags ele s ele s umber o 4 Allele Frequency 5
Count Number Homozygotes

11:118360506 G / T 11 118360506 c.4480-1G>T PASS  splice . 1 120924 0 0.000008270 W TI[[]]
acceptor

11:118366413 A/ G 11 118366413 ¢.5364-2A>G PASS  splice 1 115724 0 0.000008641 W I[1[]]
acceptor

11:118378325 G / C 11 118378325 c.10835+1G>C  PASS  splice donor 2 119598 0 0.00001672 M I[I1[]]

(rs141515578)

11:118380662 G / C 11 118380662 c.10901-1G>C  PASS  splice 1 116456 0 0.000008587 W I[[[]]

acceptor



alalalalalalalalalalalalalalalalalalalalalalalalalaa

Gene: ATAD3C

ATAD3C

Number of variants
Number of CNVs
UCSC Browser
GeneCards

Other

Variant

11386091 C/ T
11387445 T/ TA
11387453 C /T
11387503 G/ A
11387769 AG/ A
11387774 TC/T
11389783 TC/T
11389839 TC/T
11389857 G/ T
11390845 CAG / C
11391169 A/ C
11391177 C/CT
11391206 AAT / A
11391209 G/ GCA
11391231 CG/C
11391263 GC /G
11391702 TTGAC/ T
11392560 TGTGA/ T
11394555 G / GGACC
11394593 CG /C
11396174 G/ A
11396183 A/ ATGCC
11397996 C /T

11403771 C/ CCTCTCTCCCCA
11403820 C / A (rs111835061)

11403848C/T

ATPase family, AAA domain
containing 3C

640 (Including filtered: 853)
N/A

1:1385069-1405538 ('
ATAD3C (&

Transcripts ~

External References ~

¢ Chrom ~ Position - Consequence ¢ Filter ¢ Annotation
1 1386091 p.GIn10Ter PASS stop gained
1 1387445 p.Arg33ThrfsTer87 PASS frameshift
1 1387453 p.GIn35Ter PASS stop gained
1 1387503 c.152+1G>A PASS splice donor
1 1387769 p.Gly60AspfsTer6 PASS frameshift
1 1387774 p.Arg62ValfsTer4 PASS frameshift
1 1389783 p.Thr95LeufsTer14 PASS frameshift
1 1389839 p.Arg114AlafsTer45 PASS frameshift
1 1389857 p.Glu118Ter PASS stop gained
1 1390845 p.Ser129ProfsTer17 PASS frameshift
1 1391169 c.439-2A>C PASS splice acceptor
1 1391177 p.Glu150GlyfsTer73 PASS frameshift
1 1391206 p.Met159AspfsTer63 PASS frameshift
1 1391209 p.Thr160GInfsTer43 PASS frameshift
1 1391231 p.Gly168AlafsTer34 PASS frameshift
1 1391263 p.Pro178HisfsTer24 PASS frameshift
1 1391702 p.Asp222GlyfsTer28 PASS frameshift
1 1392560 C.741+4_741+7delAGTG PASS splice donor
1 1394555 p.Leu254ArgfsTer63 PASS frameshift
1 1394593 p.Gly266AlafsTer9 PASS frameshift
1 1396174 p.Trp286Ter PASS stop gained
1 1396183 p.lle292LeufsTer25 PASS frameshift
1 1397996 p.GIn333Ter PASS stop gained
1 1403771 p.Tyr367SerfsTer12 PASS frameshift
1 1403820 p.Cys382Ter PASS stop gained
1 1403848 p.GIn392Ter PASS stop gained

Constraint
from ExAC

Synonymous

Missense

CNV

~ Flags 4 Allele Count

1
1
1

Expected
no. variants

87.6
178.0
14.8

nan

4 Allele Number

114078
118504
118460
114472
121228
121228
67648

92736

92176

111912
118728
119124
119860
119902
120004
120132
13308

121098
82698

95316

113124
115046
59712

114454
117398
114526

Observed

185

nan

Number of Homozygotes

O O O O O O O O O O O O O O O O O O O o o o o o o o

Constraint

pLl =0.00

Z =nan

¢ Allele Frequency ¢

0.000008766
0.000008439
0.000008442

0.00001747

0.000008249
0.000008249

0.00001478
0.00002157
0.00001085

0.000008936

0.00001685

0.000008395

0.00005840
0.00005838

0.000008333
0.000008324

0.00007514
0.00001652
0.00001209
0.00003147
0.00002652

0.000008692

0.00001675

0.000008737
0.000008518
0.000008732

I
RN
1
RN
1
LI
I
| RN



Variant: 11:118366413 A/ G

Filter Status PASS

dbSNP  Not found in dbSNP CErEER IR STE
Allele Frequency 8.641e-06
Allele Count 1/115724 Site Quality Metrics

UCSC 11-118366413-A-GZ
Clinvar Click to search for variant in Clinvar &'

Annotations Population Frequencies
This variant falls on 4 transcripts in 1 genes:
Allele Allele Number of Allele
. Population - $ $ $
spllce acceptor Count Number Homozygotes Frequency
Transcr]pts - European (Non- 1 65284 0 1.532e-05
* KMT2A Finnish)
African 0 10340 0 0
(27 This list may not include additional transcripts in the same gene that the variant does .
East Asian 0 8632 0 0
not overlap.
European (Finnish) 0 6614 0 0
Latino 0 11506 0 0
Other 0 846 0 0
South Asian 0 12502 0 0
Total 1 115724 0 8.641e-06



Read Data

This interactive IGV.js visualization shows reads that went into calling this variant.
(7] These are reassembled reads produced by GATK HaplotypeCaller --bamOutput so they accurately represent what HaplotypeCaller was seeing when it called this variant.

(11:118,366,373118,366,453 | Q. = g1 bp Be®

118,366,375 118,366,380 118,366,385 118,366,390 118,366,395 118,366,400 118,366,405 118,366,410 118366415 118366420 118366425 118,366,430 118366435 118366440 118366445 118366450 118366455 1183
| | | | | | | | | | | | | | | | |
ITGTAGOAGTTCAATAAATGCTTGTTGAATCAATTATTTTCAGCAOTOOGATOTTAOCAAAOOOAGTGGTTOCAGOTTGAOTTOAGC['].

°
HO

(gencode v19]




Variants

NI VT e e SIS ) Include filtered (non-PASS) variants " Invert (highlight rare variants)
Export table to CSV
Variant % Chrom « Position « Consequence % Filter # Annotation ¥ Flags & Allele Count & Allele Number # Number of Homozygotes & Allele Frequency s
9:127661644 C/ T 9 127661644 p.Thr425Thr PASS  synonymous 1 20962 0 0.00004771  WIIT[T]
9:127661645 G / A (rs634710) 9 127661645 p.Thrd25Met PASS  missense 8852 21338 1854 |
9:127661653 C / T 9 127661653 p.Leud22Leu PASS  synonymous 5 21062 0 0.0002374 I

(rs192663298)



Gene: ZNF788

ZNF788 zinc finger family member 788 Transcripts ~ Constraint Expected Observed Constraint
Number of variants 570 (Including filtered: 678) from ExAC no. variants no. variants Metric
Number of CNVs 5 (Including filtered: 11)
UCSC Browser 19:12203078-12248050 (£ Synonymous 6.9 7 z=-0.02
GeneCards ZNF788 (£
Other External References ~ Missense 16.3 13 z=0.29

LoF 3.2 2 pLI = 0.05
CNV 2.0 5 z=-0.54

Gene summary
(Coverage shown for canonical transcript: ENST00000596883)

Mean coverage 19.97

Display: oY= A= ZTM (| Include UTRs in plot Coverage metric:
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Ensembl



Login/Register

BLAST/BLAT | BioMart | Tools | Downloads | Help & Documentation | Blog | Mirrors B - search Human...

Human (GRCh38.p7) v Location: 19:10,351,942-10,352,942 @ R'CUEWIHIERE LR X]

Variant displays

i~ Explore this variant rs34536443 snp
= Genomic context

t - Genes and regulation Most severe consequence Missense variant | See all predicted consequences
Flanking sequence
i Population genetics Alleles G/C | Ancestral: G | Ambiguity code: S | MAF: 0.01 (C)
|
Phenotype data Location Chromosome 19:10352442 (forward strand) | View in location tab
{~ Sample genotypes
i~ Linkage disequilibrium Co-located variant HGMD-PUBLIC CM070300
i~ Phylogenetic context . €
Evid tat X ®
L Gitations vidence status @ wJ DR X
Clinical significance @ +
HGVS names This variant has 20 HGVS names - Show

ﬁ Custom tracks Synonyms This variant has 2 synonyms - Hide =
e Clinvar RCV000126195&
4 Export data

e Uniprot VAR 041874

=< Share this page Genotyping chips This variant has assays on 4 chips - Show
[+ Bookmark this page Original source Variants (including SNPs and indels) imported from dbSNP (release 147) | View in dbSNP &

About this variant This variant overlaps 15 transcripts, 1 regulatory feature, has 2505 sample genotypes, is associated with 2 phenotypes and is mentioned
in 29 citations.

Description from SNPedia Description not available [More information from SNPedia]&?




Population genetics @

1000 Genomes Project Phase 3 allele frequencies

» C:0% » C:3% » C:1%
G: 100%
G: 99% G: 100% G: 98% G:97% G: 99%

Sub-populations Sub-populations Sub-populations Sub-populations Sub-populations

1000 Genomes Project Phase 3 (32) =

Show W.\[E} entries

Show/hide columns

Population Allele: frequency (count) Genotype: frequency (count)

ALL G:0.990 (4957)  C:0.010 (51) GIG: 0.980 (2453)  CIG: 0.020 (51)

AFR (::0.998 (1320)  C:0.002 (2) GIG: 0.997 (659) CIG:0.003 (2)
ACB G:0.995 (191) C: 0.005 (1) GIG: 0.990 (95) CIG:0.010 (1)
ASW G:0.992 (121) C:0.008 (1) GIG: 0.984 (60) CIG:0.016 (1)
ESN G:1.000 (198) GIG: 1.000 (99)

GWD G: 1.000 (226) GIG: 1.000 (113)
LWK G:1.000 (198) GIG: 1.000 (99)
MSL G:1.000 (170) GIG: 1.000 (85)
YRI G:1.000 (216) GIG: 1.000 (108)

AMR (:: 0.980 (680) C: 0.020 (14) G1G: 0.960 (333) CIG: 0.040 (14)
CLM G:0.979 (184) C:0.021 (4) GIG: 0.957 (90) CIG: 0.043 (4)
MXL G:0.984 (126) C:0.016 (2) GIG: 0.969 (62) CIG: 0.031 (2)
PEL G:0.988 (168) C:0.012 (2) GIG: 0.976 (83) CIG:0.024 (2)
PUR G:0.971 (202) C:0.029 (6) GIG: 0.942 (98) CIG: 0.058 (6)

EAS +1.000 (1008) 1G: 1.000 (504)



rs34536443 snp

Most severe consequence
Alleles

Location

Co-located variant
Evidence status @
Clinical significance @
HGVS names

Synonyms

Genotyping chips
Original source

About this variant

Description from SNPedia

Phenotype Data @

Significant association(s)

Show/hide columns

Phenotype,
disease and trait

ClinVar: phenotype ClinVarz

not specified

RHEUMATOID
ARTHRITIS

Source(s)

NHGRI-EBI
GWAS cataloggr

Missense variant | See all predicted consequences

Chromosome 19:10352442 (forward strand) | View in location tab
HGMD-PUBLIC CM070300

®"ETDEE™
+

This variant has 20 HGVS names - Show

This variant has 2 synonyms - Hide [
e Clinvar RCV000126195&

e Uniprot VAR 041874/

This variant has assays on 4 chips - Show

Variants (including SNPs and indels) imported from dbSNP (release 147) | View in dbSNP &7

This variant overlaps 15 transcripts, 1 regulatory feature, has 2505 sample genotypes, is associated with 2 phenotypes and is mentioned

in 29 citations.

Description not available [More information from SNPedia]&?

Mapped Ontology
Terms Accessions

‘ ] ‘ -

7 terms 7 accessions PMID:24390342¢%) -

Study Clinical

significance

Reported
gene(s)

TYK2

TYK2

LY

Genomic
Locations

¢ View on

Karyotype

p- 5_009-16 'm View on

value:
odds 1.46
ratio:

Karyotype



Genes and regulation @
Gene and Transcript consequences

. " A
Show K} entries Show/hide columns

Gene Transcript (strand) Allele Consequence  Position in Position in Position in Amino Codons SIFT  PolyPhen  Detail
4 (transcript 4 Type 4 transcript CDS protein acid
allele)

ENSG00000105397 ENST00000264818.10(-)  C Missense 3412 (outof3971) 3310 (outof3s64) 1104 (outof1187)  P/A ccciccC (M @EEIED Show
HGNC: TYK2 biotype: protein_coding (G) Vi it [ ][ ] [ ]
ENSG00000105397 ENST00000592137.1 (-) o} [ Non coding 464 (out of 536) - - - - - - Show
HGNC: TYK2 biotype: processed_transcript (G) tr i on [ T]

I Non coding

transcript
ENSG00000105397 ENST00000525621.5 (-) C 3792 (outof 4347) 3310 (outof3564) 1104 (outof 1187)  P/A ccc/igec @D Show
HGNC: TYK2 biotype: protein_coding (G) [ ] [ ] [ ]
ENSG00000105397 ENST00000525976.5 (-) © 51 (out of 495) 52 (out of 194) 18 (out of 64) P/A ccciGcC @D @@XZED  Show
HGNC: TYK2 biotype: protein_coding (@) [ ] ] [ ]
ENSG00000105397 ENST00000529739.1 (-) C [ Non coding 834 (out of 842) - - - - - - Show
HGNC: TYK2 biotype: retained_intron (G) tr i n [ 1
ENSG00000105397 ENST00000524462.5 (-) © 2901 (outof 3456) 2755 (outof 3009) 919 (outof 1002)  P/A ccciaccC (M @K Show
HGNC: TYK2 biotype: protein_coding (G) [ | [ | [ ]
LRG 121 LRG 121t1.1 (+) C Missense 3688 (outof 4248) 3310 (outof3564) 1104 (outof 1187)  P/A ccc/cec @D Show
HGNC: TYK2 biotype: LRG_gene ©) Vi [ ] [ ] [ ]
ENSG00000105397 ENST00000527481.2 (-) c [ 3prime UTR 487 (out of 628) = = S - = = Show
HGNC: TYK2 biotype: nonsense_mediated_decay (G) variant T 1

I NMD transcript

variant
ENSG00000105397 ENST00000529422.1 (-) C I Intron variant - - - - - - - Show
HGNC: TYK2 biotype: processed_transcript @) I Non coding
ENSG00000105397 ENST00000530220.1 (-) C I Intron variant - = = = = = = Show
HGNC: TYK2 biotype: retained_intron (@) I Non coding
variant

ENSG00000105397 ENST00000530560.5 (-) C I Intron variant - - - - - - - Show
HGNC: TYK2 biotype: protein_coding @)
ENSG00000105397 ENST00000524470.1 (-) C Upstream gene - = = = Show
HGNC: TYK2 biotype: retained_intron @)
ENSG00000105397 ENST00000529370.5 (-) C [ Downstream - - - - Show
HCNC: TYK? hintvne: nrotein codina (GQ)




Gene: TYK2 ENsSG00000105397

Description
Synonyms

Location

About this gene

Transcripts

Summary @

Name

CCDS
UniProtKB
RefSeq

LRG

Ensembl version

Other assemblies

tyrosine kinase 2 [Source:HGNC Symbol;Acc:HGNC:12440¢]
IMD35, JTK1

Chromosome 19: 10,350,529-10,380,676 reverse strand.
GRCh38:CM000681.2

This gene has 21 transcripts (splice variants), 55 orthologues, 13 paralogues, is a member of 1 Ensembl protein family and is associated
with 5 phenotypes.

Show transcript table

TYK2g (HGNC Symbol)
This gene is a member of the Human CCDS set: CCDS12236.1 &/
This gene has proteins that correspond to the following UniProtKB identifiers: P29597 &7

Overlapping RefSeq Gene ID 7297 & matches and has similar biotype of protein_coding
LRG 121 provides a stable genomic reference framework for describing sequence variants for this gene
ENSGO00000105397.13

This gene maps to 10,461,205-10,491,352g¢ in GRCh37 coordinates.
View this locus in the GRCh37 archive: ENSG00000105397 &
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LD in Yorubans over a 20kb region
around the LCT SNP
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LD in British people over a 20kb
region around the LCT SNP
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