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$2 million allocation from 
state FY17 

Genomic analysis of 10,000 
citizens over five years 

Return of clinical data 
Research database and 

biobank 





 Population 
Cohort 

 Affected 
Cohort 

DNA/Tissue Bank 
Genomic Database 

Medical Records (i2b2) 

Genotyping array 
Variant analysis 
Return of results of actionable variants 
Genetic counseling 
Supportive care 

Whole genome sequencing 
Variant analysis 
Return of results of pathogenic variants 
Genetic counseling 
Supportive care 



ACMG Secondary Findings 
Type Genes 

Tumor Predisposition  
Breast/ovarian, Li-Fraumeni, Peutz-Jeghers, Lynch, Polyposis, Von Hippel-
Lindau, MEN1/2, Medullary thyroid cancer, PTEN hamartoma syndrome, 
Retinoblastoma, Paraganglioma/pheochromocytoma, Tuberous sclerosis 
complex, WT1-related Wilms’ tumor, NF2 

BRCA1/2, TP53, STK11, MLH1, MSH2, 
MSH6, PMS2, APC, MUTYH, BMPR1A, 
SMAD4, VHL, MEN1 RET, PTEN, RB1, 
SDHD, SDHAF2, SDHC, SDHB, TSC1, 
TSC2, WT1, NF2 

Connective Tissue Dysplasia 
Ehlers-Danlos vascular type, Marfan, Loeys-Dietz, Familial aortic 
aneurysms and dissections 

COL3A1, FBN1, TGFBR1, TGFBR2, 
SMAD3, ACTA2, MYH11 

Cardiac 
Hypertrophic cardiomyopathy, dilated cardiomyopathy, Arrhythmia 

MYBPC3, MYH7, TNNT2, TNNI3, TPM1, 
MYL3, ACTC1, PRKAG2, GLA, MYL2, 
LMNA, RYR2, PKP2, DSP, DSC2, 
TMEM43, DSG2, KCNQ1, KCNH2, 
SCN5A 

Metabolic  
Hypercholesterolemia, Wilson disease, Ornithine transcarbamylase 
deficiency 

LDLR, APOB, PCSK9, ATP7B, OTC 

Pharmacogenetic 
Malignant Hyperthermia 

 
RYR1, CACNA1S 



10/1/2016 9/30/2017
11/1/2016 12/1/2016 1/1/2017 2/1/2017 3/1/2017 4/1/2017 5/1/2017 6/1/2017 7/1/2017 8/1/2017 9/1/2017

10/8/2016

First Retreat

1/28/2017

Second Retreat

1/25/2017 - 3/15/2017

IRB Protocol

3/15/2017 - 6/15/2017

Pilot in Birmingham

6/15/2017 - 8/15/2017

Expand to UAB Sites

10/8/2016 - 1/28/2017

Working Group Planning

8/15/2017 - 9/30/2017

Train Additional Sites

Timeline FY17 
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FY17 AGHI Participants by Age 
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On the Horizon for FY18 

• Expand enrollment to include Selma, 
Montgomery, Huntsville, Tuscaloosa 

• Enroll additional participants to mirror state 
population of Alabama 

• Utilize the UAB MD Learning Channel and 
www.aghi.org to distribute a series of videos 
and podcasts focusing on genomic medicine  

• Continue community engagement research 
to gain feedback from diverse voices across 
the state 

• Continue to develop biobank and AGHI data 
to support precision medicine research for 
years to come 



Working groups leading defined areas of 
responsibility for the Alabama Genomic Heath 

Initiative 

Charged with overall responsibility and 
accountability for conducting the Alabama 

Genomic Health Initiative 

Supervision of the Alabama Genomic Health 
Initiative to ensure maximum value to 

participants, the research community, and state of 
Alabama 

Oversight 
Committee 

Principal 
Investigators 

Bioethics 
Data and 

Bioinformatics 
Education Genomics 

Participant 
and Provider 
Engagement 

• Genotyping 
• Sequencing 
• Return of 

results 

• Recruitment 
• Engagement 
• Outreach 

• Ethical, legal 
and social 
implications 

• Informed 
Consent 

• Data 
Management 

• DNA Preparation 
• Biobanking 
• Research Support 

• Participant education 
• Genetic counseling 
• Communication of 

results to participants 
and providers 

Mariko Nakano 
Tom May 

Jim Cimino 
Jeff Edberg 

Kelly East 
Ashley Cannon 

Greg Cooper 
Anna Hurst 

Mona Fouad 
William Curry 

Sara Knight 



Some Lessons and Issues 

Adding Value 

• Ancestry 

• Carrier Status 

• Pharmacogenetics 

1 

Concerns 

• Diversity 

• Clinical vs. Research 

• Numbers 
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Impact 

• Awareness 

• Education 

• National Model 

3 



Contact Information 

www.aghi.org 

 

@uabprecisionmed 

 

 

Renie Moss, Program Director 

Alabama Genomic Health Initiative 

(205) 934-9525 

aghi@uab.edu 
 

http://www.aghi.org/

