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Chromosome 2, locus rs780094

GCKR : GCKR encodes glucokinase (hexokinase 4) regulator, which inhibits hepatic glucokinase activity. The product of this gene therefore plays a key role in glucose homeostasis. rs780094 is located in intro 16 of the GCKR gene and is in strong linkage disequilibrium (r2=0.931), in Caucasians, with a common non-synonymous SNP (P446L, rs1260326) associated with glucokinase activity in vitro1,2. The GCKR gene is known for its pleiotropic effect.3 GCKR variants have been associated with multiple metabolic alterations, including blood lipid concentrations,4,5 type 2 diabetes and fasting glucose concentrations,6 inflammatory markers and diseases),7,8 circulating amino acids,9 liver enzymes,10 serum urate,11 serum albumin12 as well as renal function.13,14  

FNDC4 encodes fibronectin type III domain containing protein 4. It belongs to the fibronectin family of glycoproteins, which play a role in extracellular matrix. 

IFT172 encodes intraflagellar transport 172 homolog. The gene product is involved in genesis and maintenance of primary cilia.15 There is no known direct link with calcium homeostasis. 

KRTCAP3 encodes keratinocyte associated protein 3. Little is known about the function of this gene. There is no known direct link with calcium homeostasis. 

NRBP1 encodes nuclear receptor binding protein 1. This is a tumor suppressor gene.16

FTHL3P encodes ferritin, heavy polypeptide 1 pseudogene 3. 

PPM1G encodes protein phosphatase, Mg2+/Mn2+ dependent, 1G, a member of the PP2C family of Ser/Thr protein phosphatases involved in cell stress response pathways. This enzyme could regulate cell cycle progression. There is no known direct link with calcium homeostasis.

SNX17 encodes sorting nexin 17, involved in intracellular trafficking. SNX17 has been identified as a β1-integrin-tail-binding protein that promotes the recycling of β1-integrins to the cell surface.17. There is no known direct link with calcium homeostasis.

EIF2B4 encodes eukaryotic translation initiation factor 2B, subunit 4 delta, 67kDa, involved in protein synthesis. Mutations in this gene are responsible for Vanishing white matter disease (OMIM #603896), an autosomal recessive transmitted leukoencephalopathy.18 There is no known direct link with calcium homeostasis.

GTF3C2 encodes general transcription factor IIIC, polypeptide 2, beta. There is no known direct link with calcium homeostasis.

ZNF513 encodes zinc finger protein 513. This gene, expressed in the retina, is involved in autosomal-recessive retinitis pigmentosa.19 There is no known direct link with calcium homeostasis.

MPV17 encodes MpV17 mitochondrial inner membrane protein, implicated in the metabolism of reactive oxygen species. This gene is responsible for the hepatocerebral form of mitochondrial DNA depletion syndrome (MDDS) (OMIM#256810), characterized by early progressive liver failure, ataxia, hypotonia, dystonia, systemic infections, poor weight gain, short stature and psychomotor regression.20,21

UCN encodes urocortin, a member of the sauvagine/corticotropin-releasing factor/urotensin I family. Urocortins are members of the corticotrophin-releasing factor (CRF) family of peptides and they have vasodilatory properties by modulating vascular smooth muscle cells.22 Urocortin appears to be involved in osteoclasts’ differentiation and influence bone resorption.23 

TRIM54 encodes tripartite motif-containing protein 54. This gene is also called MURF for muscle-specific RING finger protein. The gene product is believe to play a role in microtubule stability in striated muscles.24

DNAJC5G encodes DnaJ (Hsp40) homolog, subfamily C, member 5 gamma, which belongs to proteins interacting selectively with a heat shock protein.25,26 There is no known direct link with calcium homeostasis. 

C2orf16 encodes chromosome 2 open reading frame 16. Nothing is known about this transcript.

ZNF512 encodes zink finger protein 512. Zinc finger-containing proteins are involved in a variety of processes, including DNA recognition, RNA packaging, transcriptional activation, regulation of apoptosis, protein folding and assembly, and lipid binding. Little is known on this specific gene. There is no known direct link with calcium homeostasis. 

CCDC121 encodes coiled-coil domain containing 121. Little is known on this specific gene. There is no known direct link with calcium homeostasis. 

GPN1 encodes GNP-loop GTPase 1, a guanosine triphosphatase enzyme that interacts with RNA polymerase II.27 There is no known direct link with calcium homeostasis. 

SUPT7L encodes suppressor of Ty 7 (S. cerevisiae)-like, a protein of the human STAGA complex, which modifies chromatin. There is no known direct link with calcium homeostasis.

SLC4A1AP encodes solute carrier family 4 (anion exchanger), member 1, adaptor protein, expressed in the collecting tubule in mouse.28 There is no known direct link with calcium homeostasis.
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