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® Introduction to Genetic association studies
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" Revealing genetic subtypes of obesity
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" Parent-of-origin modifies genetic effects
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Identity-By-Descent (IBD) segments = inherited from a common ancestor
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Women’s Genome Health Study
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Parental-side inference 8
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a 80 genes for which the lead association was with a binary trait

1000

Variant effect on trait (odds ratio)
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Genes with an odds ratio >100:
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Gene Most associated binary trait
CHD2 Chronic lymphocytic leukemia of B-cell type
COL1A1 Bone disorder
ENG Hereditary hemorrhagic telangiectasia
MEN1 Hyperparathyroidism
NF1 Benign neoplasm of peripheral nerves
NFKBIE  Chronic lymphocytic leukemia of B-cell type
PKD2 Cystic kidney disease
SERPINC1 Coagulation defects
UMOD Chronic kidney disease
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Gene Most associated quantitative trait
ACTN1 Platelet count
ALB Albumin
ALPL Alkaline phosphatase
BRAF Neutrophil count
CALR Platelet count
CNNM1 Aspartate aminotransferase
CST3 Cystatin C
CTBS Peak expiratory flow
FGFR3 Height
HBB Mean corpuscular volume
NOTCH1 Lymphocyte count
SLC4A1 Reticulocyte percentage
XPO1 Lymphocyte count
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POE beta estimates of rs77708343 on height
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