Carleiic DEterminants ofi Orofacial Shape
ean elatlonshlp 10, Cleft Llp/PaIate

\ Fornznelo Pardon iR
University: offNorth Carolina

enedikt Hallgrimsson//Mange Manyama
University of; Calgary / BUCHS (Tanzania)

Ophir Klein

University of California San Francisco

Seth'Weinberg / Mary Marazita
University of Pittsburgh

P



& Specific Aims

IETERTIRENoen of heritable midfacial
NONPHGIMENICariation among 8 mouse strains

nerphometric phenotypes using the mouse
Collaborative Cross > Instant mouse models

8. Carry out GWAS of four homologous human
midfacial morphometric phenotypes in Tanzanian
children. Connect with Weinberg/Marazita project
and test association of confirmed loci in USA
EUR, USA Hispanic/Latino, (Asian) populations
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Project Collection Sites
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summary of Enrollment

Status Enrollment
Tanzania 5/09 Open 5690
Denver 5/19/10 Open 472

San Francisco 7/27/10 Closed 3/28/12 251
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Planned GWAS for Orofacial Shape Parameters
In Tanzania (Bantu)




Planned GWAS for Orofacial Shape Parameters
In. Tanzania (Bantu)

Replication stage; n=2500




Planned GWAS for Orofacial Shape Parameters

EUR & Hispanic extension stage; n=500, 1000

% VARIATION EXPLAINED BY QIL
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Progress on Aim 3

Redirection of Aim 3 officially approved by FB
Steernng Committee, FB SLG, FB CSOC
Permission to apply to CIDR given by NIDCR
Application to CIBDR for Aim 3 genotyping with
llltmina 2.5M array; approved by CIDR review
and CIDR BOG

Tanzanian GWAS approved by NIDCR at this time
Reguest to CIDR to change to lllumina 2.5+tExome
array; approved by CIDR and NIDCR

Worked w/ CIDR/U Wash to randomize platemaps
DNASs sent to CIDR for genomewide genotyping
Test array run, problem samples reported
Problem samples resolved or being replaced now






summary of Tanzania Enrollment

‘ Target 1000 2500 2500 6000
Enrolled 979 2680 2031 5690



summary of Tanzania DNAs

Problems
Subjects enrolled 5690

Salivas received in Spritz lab 3664
Salivas prepped to DNA 3664

DNAs that passed QC 3651 (99.65%)
Failures subjected to wgPCR 9

Resolution

All 13 wgPCR

4 successful




Stimmary of CIDR TestArray Outcomes

Samples approved
Salivas submitted

Unexpected duplicates

Poor genotyping performance

Sex switches

Problems

Resolution

5/5 true duplicates;
24 (x2) unresolved

2 WgPCR

32 data entry errors









,JL-J“ 0 Reduce Future Problems

ASSigneach participant FaceBase ID number,
WIth lapel to & .)E—) 0N consent, sample tube,
ENngage teachersto ci ECK consent signatures
and’ - ]
4. Carefully
. Add ZD ! L






http://jetphotos.net/viewphoto.php?id=7098883&nseq=107�
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