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Low risk SNPs

rs3740845 (F209K a synonymouSNP located in exon 4 involvingGatoT substitutionwith no
change in the amino acid PhenyalaniAezery low risk igssigned to this SNiRat is predictedio be
benign.Population diversity data from dbShéveals that he minor allele T hasfeequency 0#4.4%
in Chinese, 7.0% in Japanese and 1St#Saharan African populations. This SNP igemtesented
in the European populatian

5D. SNPs in mouse Mogat?

ns. It Was of interest to
in mouse, of

We analyzed the Mogat2 coding SNPs in mouse and compared tha
see if any coding SNPs were conserved between the two spéGi

which 4 are coding synonymous SNPable 13)There are no ng8ynon ding"SNPs
reported in mouse. We do not see any conservation of caeig y e 2 species.

Tablel3: Mogat2 coding S

y i

dB SNP ID Coding SNP type Exon Base change AA residue
rs38799659 Synonymous 6 > \ H305H
rs49447803 Synonymous 3 3 Al14A
rs38715549 Synonymous 2 9> T44T
rs31907456 Synonymous 8 L15L

6. Other genetic alteratio

6A Mutations

Sources of inform enetic Association databa<genetics home referenc&nsembl
OMIM, Acevievwds

hawacteristics oMogat2 targeted knock out mouse mutants:

Normal phenotype when fed a lovat diet (Yen et al, 2009)

1 When fed with a high fat diethese mice are protected against developing obesity,
glucose intolerance, hypercholesterolemia and fatty livers (Yen et al, 2009).

1 Delayed gastric emptying following oral triglyceride ingestion. (Okawa et al, 2009
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http://www.sanger.ac.uk/perl/genetics/CGP/cosmic?action=gene&ln=MOGAT2
http://geneticassociationdb.nih.gov/cgi-bin/index.cgi
http://ghr.nlm.nih.gov/
http://www.ensembl.org/Homo_sapiens/Transcript/ProteinSummary?db=core;g=ENSG00000166391;r=11:75428888-75442660;t=ENST00000198801
http://www.ncbi.nlm.nih.gov/entrez/dispomim.cgi?id=610270
http://www.ncbi.nlm.nih.gov/IEB/Research/Acembly/av.cgi?exdb=AceView&db=36a&term=MOGAT2&submit=Go
http://variome.net/
http://pmd.ddbj.nig.ac.jp/
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Graphical alignment of protein isofors of human MOGAT?2
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: NCHllastp
MOGAT2.aAprOCanonical transcript

ed by Yen and Farese,
¢KS pQ OF LIISR

represented by a complete cDNA for the coding seque
2003). The predicted transcription start site (TSS) 4

coincides with the predicted TSS. This transcrip Obp with three ESTs mapping to the

UTR region (BP262479.1, DA922421.1, BP is of MOGAT2 canonical transcripts in
orthologs, we found this UTR region being ted in chimp and partially

represented in Rhesusonkey. Unlike the tran QGAW/aApr07, the NCBI transcript

at transcription starts from the start codon
» identical; however, becauséeof bet
tw> 6S KI @S O2yaARSNBR (KS

ATG. The proteins encoded by both
SOARSYOS F2NJ S

TRANOO0O00039544 25

ASTD €ncodes a protein of @28#%CG2). This transcript is

TRAN00000039544
' as wellas evidence for a 5° cap and a validated poly A region.

described in A

canonjcal e start codon lies in canonical exon 2. The start codon for this variant
ne at position 83 of the canonical isoform, following whae is a

ith the canonical protein. A large part of exon TRAN0O0000039544 non
O2RAY 3 R NBLINSa&aSydGa GKS pQ! cwo

Aceview describes a MOGAT?2 transcript, dApr07, the start codon of which overlaps with
TRANO00000039544 252aa. The pmoteciphered for dApr07 is partial (134aa). A single capped
clone is described for the UTR region of this transcript. The available protein sequence of dApr07
completely overlaps with TRANOOO0O0O039544 252aa. The transcription start site
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In addition tothe spliced transcripts of MOGATZ2, Aceview also reports an unspliced transcript that

maps to a region spanning 200bps upstream an#d downstream of exon 6. The EST clones that

map to this transcript arexpressed largely in the colon and small intestif®ne of the relevant

protein expression databases (listed in sources of information) record any information on MOGAT?2.
Another source of tissue expression is by determining the origin of EST clones that map to a gene.

We performed a BLAST analysish# splice variants dflOGATZgainst EST daj@bas@sable 9).

Using EST data, we have tried to determine if there is tissue specific exp lon of any of the splice

g NRAFyGa 2F ahD! ¢nd ¢Kdza ¢S F2d SRé&AlBadsS 27F

transcript with respect to its nowanonical or alternate exons. Based 5 we determined
that TRANOOOO0039545 284aaassiblyexpressed from thetomagh(A 8, AW8W630). The
validating clones fofRANO0000039544 252aa originateahi th 637398),
trachea (DB233093) and small intestine (BP27138&).finding Ts for the

TRANO0000039544 252abso corroborates the junctio
unspliced transcript is lgely supported by clones fr
(AK000245, AW841567he canonical transcript OGAT2NE supported by a full length cDNA

clone from the intestineAY157608)Table9 su rz ' pecific expression of the
canonical transcript as well as the splice vaggants @f M T2dbased on EST clone data.

Table 9: Tissue expressiin of E a g to MOGAT? transcripts
Transcript NCBI (EST/cDNA) Aceview Unique EST/cDNA sourg
TRANO00000039542| Li [ [ ag Small intestine (4), Small intestine

a (1),| Intestine (1)
(canonical)

TRANOO0000039 all intestine (6), Stomach (7), Liver (3),| Liver, trachea
2P (3), Muscle (1), Skin | Trachea (3), Colon (2),

pa (2), Teratocarcinoma (] Small Intestine (1),

), Breast (1), FLP cDNA Heart (1), Skin (1),

y (2, uncharacterized tissues) | Breast (1),

Stomach (9), Small Intestine (5), | Stomach (2) Stomach, Small intesting
Liver (3), Colon (1), Muscle (1),
Teratocarcinoma (1), FLP cDNA
library (2, uncharacterized tissues)

Unspliced transcript| Colon (2), small intestine Colon (2), small Colon, small intestine
intestine
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Splice site &
Enhancer (3)

Monsense (1) Missense (5) Splice site
©)
Predicted Predicted
truncated damaged
protein protein
(3 SNPs)

\ Based oritp data of dbSNP build 130

nal SNPs based on SNP analysis and organization in HdeSNP.
the coding or the-ooding regions of the gene. Coding SNPs are further

out the structurdunction and frequencies of all 151 SNPs can be found in section |
of the appendix.
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Strand Life Sciences (Strand) is a technologyinnovation
company that has pioneered the practice of Scientific
Intelligence in health sciences. Leveraging its
unmatched interdisciplinary scientific expertise with its
decision enabling technologies, Strand empowers
biomedical and research scientists gan deep insights
from raw data. Strand offers products and services in
the areas of omics-based technologies, drug discovery,
predictive  systems modeling and knowledge

management. m
Seven of the top ten pharmaceutical companies, three

of the top six biotechn ology companies, and numerous

academic institutions across the globe, are part of

Strand's esteemed customer profile. Strand is a ONe
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