SNP ve GENETIK

SNP’lerin Olusumu ve Genetikteki Yeri
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TP53 tumor protein p53 [ Homo sapiens (human) ]
Gene ID: 7157, updated on 12-Nov-2024

— Summary 21?71 Genomic regions, transcripts, and products
Expression
Official Symbol TP53 provided by HGNC
Official Full Name tumor protein p53 provided by HGNC Bibliography
Primary source HGNC:HGNC:11998 Phenotypes
See related Ensembl:ENSG00000141510 MIM:191170; AllianceGenome:HGNC:11998 Variation

Gene type protein coding
RefSeq status REVIEWED
Organism Homo sapiens
Lineage Eukaryota; Metazoa; Chordata; Craniata; Vertebrata; Euteleostomi; Mammalia; Eutheria; Euarchontoglires; Primates; Haplorrhini; Catarrhini; Hominidae; Homo
Also known as P53; BCC7; LFS1; BMFS5; TRP53

Summary This gene encodes a tumor suppressor protein containing transcriptional activation, DNA binding, and oligomerization domains. The encoded protein responds to
diverse cellular stresses to regulate expression of target genes, thereby inducing cell cycle arrest, apoptosis, senescence, DNA repair, or changes in metabolism.
Mutations in this gene are associated with a variety of human cancers, including hereditary cancers such as Li-Fraumeni syndrome. Alternative splicing of this
gene and the use of alternate promoters result in multiple transcript variants and isoforms. Additional isoforms have also been shown to result from the use of
alternate translation initiation codons from identical transcript variants (PMIDs: 12032546, 20937277). [provided by RefSeq, Dec 2016

Expression Ubiquitous expression in spleen (RPKM 13.2), lymph node (RPKM 13.1) and 25 other tissues See more
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Genome Browsers

Location: 17p13.1 See TP53 in Genome Data Viewer

Genome Data Viewer

Exon count: 13 Variation Viewer (GRCh37.p13)

Annotation release Status Assembly Chr Location Variation Viewer (GRCh38)
RS_2024_08 current GRCh38.p14 (GCF_000001405.40) 17 NC_000017.11 (7668421..7687490, complement) 1000 Genomes Browser (GRCh37.p13)
RS_2024 08 current T2T-CHM13v2.0 (GCF _009914755.1) 17 NC_060941.1 (7572544..7591594, complement) Ensembl

RS_2024_09 previous assembly GRCh37.p13 (GCF_000001405.25) 17 NC_000017.10 (7571739..7590808, complement) UCSC

Chromosome 17 - NC_000017.11
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Single Nucleotide Variation
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SNP

Tek Nukleotid Polimorfizmi
TTGT CGGTAAGC CCAGTC.

e TTGTGCGGTAAGCTCCAGTC,

. |ki insan arasinda benzerlik

%99.9 olmasina ragmen SNP TTGTACGGTAAGCCCCAGTC/
30 - 300 milyon vardir. TTGTGCGGTAAGCCCCAGTC,
- Her SNP ayrica SNV'dir. A/G CIT
Haplotyp 1

Haplotyp2  GTT
Haplotyp3 ~ ACT
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Meme Kanserinde TP53 (RS1042522) Polimorfizmi

) Yil 2016, Cilt: 2 Say: 1, 28 - 31, 31.01.2016
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RIS m Kaynak GO

Nihal Uren @ Tugcan Korak * , Duygu Altinok @ Emel
, Zafer Cantlrk @ Zafer Utkan @ Ali Sazc1 @

il @ Bahadir Guallioglu @ Turgay Simse

https://doi.org/10.30934/kusbed.358489

® Cited By: !

Oz
Amag: TP53 geni temel olarak DNA tamiri, apoptozis, hucre yaslanmasi ve hucre dongu
kontrolunde gérev alan en onemli tumor baskilayici genlerden biridir. TPS53 rs10425
(Arg72pPro) polimorfizmi tumor baskilama sirasinda P53 protein yapisinda degisiklige ned

olan bir polimorfizrndir. Bu verilere dayanarak, bu calismanin amaci TP53 rsl0425

polimorfizmi ve meme kanseri riski arasindaki iliskiyi arastirmaktir.

Yontem: TP53 rs1042522 polimorfizmi icin 508 meme kanserli kadin hastadan ve 367 sagl

iddindoan aalinan narifariv veanloaarrdan DINA i70le adilaral PCR-REI P vAntami ila nanntinlar
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rs1042522 [Homo sapiens]

SNV

G>A,C,T  [Show Flanks]
17:7676154 (GRCh38)
17:7579472 (GRCh37)
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...more
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rs60388830 has merged into rs1042522 [Homo sapiens]
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Assembly: | GRCh38.p14 (GCF_000001405.40) v | = Chr 17 (NC_000017.11) v

{{ NC_000017.11: 7,676,108 - 7,676,209
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o CAGCCTCTGGCATTCTGGGAGCTTCATCTGGACCTGGGTCTTCAGTGAACCATTGTTCAATATCGTCC

GGTGCAGGGGCCGCCG GTAGGAGCTGCTGGTGCAGGGGCCACGEZ
.| N
ACCACGTCCCCGGCGGC "ATCCTCGACGACCACGTCCCCGGTGCCCCC . CGTCGGAGACCGTAAGACCCTCGAAGTAGACCTGGACCCAGAAGTCACTTGGTAACAAGTTATAGCAGG
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Clinical, dbSNP bl56 v2 | L L OO
SGGG/GEE6/GE6666  rsS67725245 M CC/C/CY rs1567556432 TILLFILT R CTGETECAGGEECCAC.. rs2151042609 TGRACC/AT  rs759728549 W T/R/C
TSI CAGBBECCAGGAGEEE.. rs1597374735 W TT/TTT rs2151042416 DI GGG/GG rs2073481527 |
- . GCTGGTECAGEEGCCE.. rsSE9312782 W C/A/G/T rs2151042122 Bl A/G/T rsISE7556784 NN CC/C  rs2151042543 W A/C/G/T rs2073481789 T
; CAGGGECCAGBAGER rs876658527 W G/A/C/T rs730552018 GGEEEG/GE6E6/666..  rsiS97374742 W T/R/C/G  rsiSG7SSE7S2 W C/A/G/T  rsi44386518 EE G/A/C/T rs1195793509 M CATT/CATTCATT
I GGAGGGGECTEE/G rs21561841113 GTETAGGAGCTGCTEE.. rs2151041561 BN CC/C  rsiOGO501210 B C/R/G/T  rsiS97374797 B A/C/G/T  rs2073479616 B G/A/C/T rs587752609 M ATT/ATTATT rs261741775 H
6 rsiSE7556270 GBECCECCEE/G6 rs1567556454 IS GGGG/GGG/GE666  rs775195978 MW A/G/T  rs2151042010 B A/C/G/T rs2151042192 Wl T/R/C/G  rs10GE504166 H T/C rs1555526750 W TT/- rs1567557616
51555526635 CAGGBECCBOC/C  rs1SSS526673 NN C/A/G/T rs878254066 GG/AC  rs1SE7556615 WM C/A/G/T rs1555526721 B T/A/C/G  rsi460793472 B T/A/C rs587782776 B G/RA/C/T rs1SE552674C WNNEE TT/TTT  rsS87781460 EE G/A/C/
36/ AGGEECABEG.. rs2161041055 NN GG/G  rs375099397 EE T/RA/C/G rs1131691014 -/C rs746214615 B C/R/G/T rs1S65526723 WM G/A/C/T  rs2151042257 W C/A/G/T  rs1442824382 WM T/C/G rs1567556914 M TT/TTT rs1597375038
re1064793279 DI GGGG/GEE/GEE66  rs2151041219 W A/C/G/T rs730552014 66/CA rs786203912 W T/C rs372201428 W G/A/C/T  rsiS97374828 EE C/R/G/T rs2151042631 Il G/-  rsiSE7S56923 EE T/A/C r515003
rs1131691010 NN CGC/C  rsi59737443S B G/A/C  rs2151041434 B C/A/G/T  rsS6275308 A/C  rs756233241 EE G/A/C/T rs876655902 W C/A/G/T rs1237722021 Bl C/A/G rs1G65526742 WM A/G  rsiS67556930 W C/A/T r5159;
rs1597374343 M CC/C rs1060501204 B G/A  rs7530S5009 W G/A/C/T rs587752423 M C rs1565526709 W G/A/C/T rs749289195 B T/G rs574256227 WM T/R/C  rsS76E58483 WM C/A/G/T  rs786201148 B A/C/G/T  rst
rs775615332 BN A/G/T  rs534447939 B G/A/C/T rs2151041421 B /GG rs1042522 W G/A/C/T rs2073476532 W G/A/C/T rs1597374520 W G/A/C rs2151042536 W /R rs2151042721 B A/G/T rs587780728 B C/A/G/T
97374264 B G/A/C rs372397095 B C/A/G/T rs2073472370 BN G/A/gl He701 B G/A/T rs1555526711 B C/R/G/T rs1064794615 B C/A/G/T  rsiSE7556956 W T/TT rs587
rs2073465513 MW G/A/C/T  rsiSE7SS63S6 WM G/A rs786201577 M 0 LE7CSE576 W G/A/C rs1057523702 Wl T/A/C/G \
T rs587751307 W C/A/G/T rs587751532 M ) 726203513 W A/G/T rs774656101 B T/A/C
C/- rs55754907 W C/A/G/T rs2151041544 Hs1567556594 I G/A/C/T rs2151042795 B G/A
B T/A/C/G rs201717599 B G/A/C/T rs1567 rs370502517 W A/G/T
>7 Bl G/A rs1555526664 B G/A/C 39 W G/A/C/T
rs587782148 W C/T rs1597374412 W T/A/C/G 554065 B G/A/C
s rs2073470533 B T/TT
C/R/B/T
Live RefSNPs, dbSNP bl56 v2 e oo LO0
SGG6/GE6G/G66666  rs867725245 EEEEN CC/C/CCC rs1567556432 TR CTGETECAGGEECCAC.. rs2151042609 TGRACC/AT  rs759728549 W T/R/C
TP CAGBBECCAGBAGEEE.. rs1597374735 W TT/TTT rs2151042239 M A/- rs2151042416 DI GGG/GG rs2073481527 |
TV EI T GCTGGTBCAGGEECCE..  rs2151941895 WM T/A/C  rsiSSS526721 M T/R/C/G rsISE7556754 NN CC/C  rs2151042543 W A/C/G/T rs2B73481789 T
; CAGGGBCCAGBAGEEG..  rs876658527 EE G/A/C/T rs730552018 GGEEGE/GEE6E/666..  rs1597374742 WM T/R/C/G  rs1S67SS6752 N C/R/G/T  rs14438651S EE G/A/C/T rs1195793509 M CATT/CATTCATT
I GGRGGGGGCTEE/G rs2151041118 GTGTAGGAGCTGCTEE.. rs2151041561 BN CC/C  rsiOGO501210 B C/R/G/T  rsiS97374797 WM A/C/G/T  rs2073479616 W G/A/C/T rs587752609 M ATT/ATTATT rs1298869436
6 rsiSE7556270 GBECCECCEE/GE rs1567556454 I GGGG/GEG/GEE66  rs775195978 MW A/G/T  rs2151042010 W A/C/G/T  rs2151942190 B T/A/C  rsiS97374825 W C/A/G/T rs1565526750 M TT/- rs1567557016
51555526635 CAGGBECCBOC/C  rs1S55526673 NN C/A/G/T rs2073473809 -/C rs756233241 B G/A/C/T rs1565526723 B G/A/C/T  rs2151042257 W C/A/G/T  rs1442824352 B T/C/G rs1SG5526745 WEEER TT/TTT  rsS87781460 EE G/A/C/
36/AGGEGCABEG.. rs2161041055 NI GG/G  rs375099397 B T/A/C/G rs875854066 GG/AC  rs1SE7556615 WM C/A/G/T rs2151042101 B G/A/C/T  rs749289195 W T/G  rsS87782776 W G/A/C/T rsISE7556014 M TT/TTT  rs201741775 N
re1064793279 DI GGGG/GEG/GEE66  rs2151041215 W A/C/G/T rs1131691014 -/C rs746214615 B C/R/G/T rs2151042122 W R/G/T  rsiS97374520 WM G/R/C  rs2151042456 WM C/A/G/T  rsS76E58483 W C/A/G/T  rs7S6201148 M A/C/G/T  rst
re1131691010 NN CGC/C  rsiS97374438 EE G/A/C rs730552014 GG/CA rs8E9312782 W C/A/G/T rs372201428 W G/A/C/T  rs2151842325 B R/C/G/T  rs2151042536 BM C/R  rs2151042721 B A/G/T rs587780728 WM C/A/G/T
rs1597374343 NNNNN CC/C  rs21510411S5 BN G/A/C/T  rs2151041350 B T/R/C/G  rsSS7782423 HE CfG rs786203912 B T/C rs876655902 B C/A/G/T rs1237722021 Bl C/A/G rs2151042567 B G/A/C  rs2151042795 BN G/A rs2151043017 B C
rs775515332 B R/G/T  rs534447939 B G/A/C/T rs2151041329 WM T/C/G  rsS87781832 WM G/A/C  rs1$67556576 N G/A/C rs1565526709 B G/A/C/T rs2151042192 Bl T/R/C/G  rs10GB504166 H T/C rs2151042555 B T/R/C/G  rsiSE7556923 HE T/A/C rs1597375038
‘A/C/T  rsS49892645 WM G/R/C/T  rs2151041152 W T/A/G rs21561041344 B G/R/C  rs2151041540 B C/A/T  Ps796203513 BE A/G/T  rs2073476832 B G/A/C/T rs1460793472 EE T/A/C rs574255227 W T/R/C rs1057523702 B T/A/C/G r518003
371243 BE T/R/C/G  rs2151041011 B C/G/T rs2073471231 Wl C/-  rs2151041434 B C/R/G/T  rsS6275305 N GJA/C rs869054324 W C/- rs2151042303 B G/A/C/T  rs2151042523 B T/A/C rs774656101 B T/A/C rs215104
W T/A/C/G  rs587751307 EE C/A/G/T rs1060501204 Bl G/A  rs7530S5009 WM G/RA/C/T  rs2151041554 W A/GAT | rs2151041797 B C/A/G/T  rs2073477248 B T/R/C/G rs2151042631 Wl G/-  rs2151042504 W T/R/C/G r£1593
rs2151040523 W G/A/C/T  rsiS97374412 W T/A/C/G rs1235781676 W G/A/C/T rs1042522 W G/A/C/T rs1555526711 MM C/R/G/T rs215104261S Bl G/R/C  rsiSE7S56930 EE C/A/T rs587
T rs2073468813 HW G/A/C/T  rsISE7S56386 N G/A rs2151041421 B G/GG rs5E7782769 MW G/A/C/T rs2151042639 Wl A/C/G/T  rs2151942879 W A/G/T \
C/- rs2073469226 Wl G/R/C/T  rs2151041167 W A/C/G/T rs2151041455 W A/G/T rs1555526701 W G/A/T rs1565526742 W A/G rs370502517 W A/G/T
C/R/G/T rs55754907 W C/A/G/T rs2073472370 W G/A/C/T rs879854065 Wl G/A/C rs1064794612 Wl C/A/G/T  rs2151842912 B T/A/C
>7 B G/A rs201717599 W G/A/C/T rs2151041496 B G/A/C 1567556594 W G/A/C/T rs1567556956 W T/TT



0 Welcome to the Reference SNP (rs) Report
All alleles are reported in the Forward orientation. Click on the Variant Details tab for details on Genomic Placement, Gene, and Amino Acid
changes. HGVS names are in the HGVS tab.

Reference SNP (rs) Report )
Nokta Mutasyonu Lbownoad @ O B ©

Current Build 156
Released September 21, 2022

Homo sapiens Clinical Signific orted in ClinVar

chrl7:7676154 (GRCh38.p14) @ Gene : Consequence TP53: Missense Variant

G>A/G>C/G>T Publications 390 citations

SNV Single Nucleotide Variation M‘

G=0.382621 (101276/264690, TOPMED) Genomic View See rs on genome
G=0.331835 (83136/250534, GhomAD_exome)
G=0.373457 (52281/139992, GhomAD) (+ 23 more)

Alleles
Variation

Frequency

A)S 8 Frequency Varla.nt | Cl!nlcal HGVS Submissions History Publications Flanks
Details Significance
ALFA Allele Frequency
The ALFA project provide aggregate allele frequency from dbGaP. More information is available on the project page including descriptions, data access, and terms of

use.

Release Version: 20231103111315

Search:
Population Group © Sample Size Ref Allele Alt Allele Ref HMOZ Alt HMOZ HTRZ HWEP
Total Global 105516 G=0.285663 §=0'714337’ Lttt 0.094659 0.523333 0.382008 32
European Sub 90388 G=0.26336 C=0.73664, T=0.00000 0.073439 0.54671 0.379851 11

African Sub 2988 G=0.6854 C=0.3146, T=0.0000 0.523427 0.15261 0.323963 32
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ACCCTCTTTTCTTATCATTGACATTTAAACTCTGGGGCAGGTCCTCGCGTAGAACGCGGCT
GCCACTTCCCCTGCCGAGCGGCGGTGAGAAGTGTGGGAACCGGCGCTGCCAGGCTCACCT
a.py CCTCCGCTCCCAGGTAACCGCCCGGGCTCCGGCCCCGGCCCGGCTCGGGEGCCCGCGGGGEC
CCAGCGACTGCTGTCCCCAAATCAAAGCCCGCCCCAAGTGGCCCCGGGGCTTGATTTTTGC
from Bio import Entrez GAGGCATACAAAGATGGAAGCGAGTTACTGAGGGAGGGATAGGAAGGGGGGTGGAGGAGGC
LHpors Q5 TGCCGAGTGTGCTCTTCTGCAAAAGTAGCAAAATGTTCCACTCCTAAGAGTGGACTTCCAC
GAGCTGGGAGTAGGGGGCGGGAGTCTGCTGCTGCTGTCTGCTAAAGCCACTCGCGACCGCC
SR g T B S IR IR IR LR RS SRR - - GG TGGGGACGCACTTTGCATCCAGACCTCCTCTGCATCGCAGTTCACGACATCCACGC
Entrez.api_key LR R R R T CCGTACCCGCGCCTGGAGCGCTTAAAGACACCCTGCCGCGGGTCGGGCGAGGTGCAGCAC

desktop path = os.path. oin(os.path.o ser("~"), "Desktop")

fetch snp Tastal(gene name):

¥ SNP"lerl bulmak icin arama vap

search_handle = Entrez. rchidb="snp", term=gene_name, retmax=10)




 https://www.ncbi.nlm.nih.gov/snp/
» https://pmc.ncbi.nlm.nih.gov/articles/PMC1235544/

« https://pmc.ncbi.nlm.nih.gov/articles/PMC24792/
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