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Gene Annotation Location Summary 

MDM4 MDM4 regulator of p53 1q32.1 Binds the p53 tumor suppressor protein and inhibit its activity and have been shown to be overexpressed 
in a variety of human cancers. 

ATXN7 Ataxin 7 3p14.1 The encoded protein is a component of the SPT3/TAF9/GCN5 acetyltransferase (STAGA) and TBP-free TAF-
containing (TFTC) chromatin remodeling complexes, and it thus plays a role in transcriptional regulation. 

TGFBR2 Transforming growth 
factor beta receptor 2 

3p24.1 Mutations in this gene have been associated with Marfan Syndrome, Loeys-Deitz Aortic Aneurysm 
Syndrome, and the development of various types of tumors. 

LRBA LPS responsive beige-like 
anchor protein 

4q31.3 Implicated in renal and colon cancer. 

AHRR Aryl-hydrocarbon 
receptor repressor 

5p15.33 Involved in regulation of cell growth and differentiation. 

TERT Telomerase reverse 
transcriptase 

5p15.33 Telomerase expression plays a role in cellular senescence resulting in progressive shortening of telomeres. 
Deregulation of telomerase expression in somatic cells may be involved in oncogenesis. 

HSPA4 Heat shock protein family 
A (Hsp70) member 4 

5q31.1 HSPA4 (Heat Shock Protein Family A (Hsp70) Member 4) is a protein coding gene involved in hypertension 
and cancer. 

EBF1 EBF transcription factor 1 5q33.3 Gene ontology annotations related to this gene include DNA-binding transcription factor activity and C2H2 
zinc finger domain binding.  

CDKAL1 CDK5 regulatory subunit 
associated protein 1 like 1 

6p22.3 The protein encoded by this gene is a member of the methylthiotransferase family. Genome-wide 
association studies have linked single nucleotide polymorphisms in an intron of this gene with 
susceptibility to type 2 diabetes. 

SMOC2 SPARC related modular 
calcium binding 2 

6q27 The encoded protein may serve as a target for controlling angiogenesis in tumor growth and myocardial 
ischemia. 

LINC00536 Long intergenic non-
protein coding RNA 536 

8q23.3 Implicated in bladder and breast cancer and orthostatic intolerance. 

FAM208B 
(TASOR2) 

Transcription activation 
suppressor family 
member 2 

10p15.1 Transcription Activation Suppressor Family Member 2 is a Protein Coding gene. 

FGFR2 Fibroblast growth factor 
receptor 2 

10q26.13 The extracellular portion of the protein interacts with fibroblast growth factors, setting in motion a cascade 
of downstream signals, ultimately influencing mitogenesis and differentiation. 

LSP1 Lymphocyte specific 
protein 1 

11p15.5 Its rs3817198 T>C polymorphism contributes to increased breast cancer risk. 

TBX3 T-box 3 12q24.21 T-box genes encode transcription factors involved in the regulation of developmental processes. Identified 
for genome-wide significant associations with blood pressure in several ethnic groups. 

RPS27P25 Ribosomal protein S27 
pseudogene 25 

12q24.31 Pseudogene of unknown function. 

RIN3 Ras and Rab interactor 3 14q32.12 The protein encoded by this gene is a member of the RIN family of Ras interaction-interference proteins, 
which are binding partners to the RAB5 small GTPases. 

RBFOX1 RNA binding fox-1 
homolog 1 

16p13.3 Associated with blood pressure and cancer. 

CDYL2 Chromodomain Y like 2 16q23.2 Gene ontology annotations related to this gene include methylated histone binding. 
ATAD5 ATPase family AAA 

domain containing 5 
17q11.2 Involved in a RAD9A-related damage checkpoint, a pathway that is important in determining whether DNA 

damage is compatible with cell survival or whether it requires cell elimination by apoptosis. 
AQP4-AS1 AQP4 antisense RNA 1 18q11.2 AQP4-AS1 was identified as gene whose expression levels may contribute to the pleiotropy of complex 

traits involved in cardiovascular health and blood pressure regulation. 
SETBP1 SET binding protein 1 18q12.3 The encoded protein has been shown to bind the SET nuclear oncogene which is involved in DNA 

replication. 
ELL Elongation factor for RNA 

polymerase II 
19p13.11 ELL is elongation factor component of the super elongation complex (SEC), a complex required to increase 

the catalytic rate of RNA polymerase II transcription by suppressing transient pausing by the polymerase 
at multiple sites along the DNA. 

GIPR Gastric inhibitory 
polypeptide receptor 

19q13.32 This gene encodes a G-protein coupled receptor for gastric inhibitory polypeptide (GIP), which was 
originally identified as an activity in gut extracts that inhibited gastric acid secretion and gastrin release, 
but subsequently was demonstrated to stimulate insulin release in the presence of elevated glucose. 
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