a Human Genetic Disorders (OMIM)

2.0

Top 200 Cell Type Genes

15

Fold Enrichment

/1.5 Fold Enrichment (p = 1.8 x 10%°)

0 1000 2000 3000 4000 5000

Cell Type Rank

b «
cu
2 2 23
3 O 50
= 9]
w9 ,9F ¢ g 2¢
ZTL0L = w0 o
n $oLoET w o2el
LY aZ0ec o oaodn
nSlcSs2wE=9 o SOoge
2085222088, fo2ccs
© — nwe
355855820 88uun2852358%8
2ce9885e5alcyg35880023 e
268828 gncoE2838Y050:20%
ScheErmL5Eo0emU0Ne =503
<O0OUWLOLMOHOUWAEMFZZZ00VNZa
[ 1]
[ 3
[ ]
{ ]
L
4
]
L ]
(]
o
{ ]
o
{ [ ]
@
@
o
o
{ ]
o
] ]
([
NS
0.05 10° 107

Human Genetic Disorders (OMIM)

Epidermolysis Bullosa
Pachyonychia Congenita
Ichthyosis

Skin Disorders

Cardiomyopathy T
Muscular Dystrophy
Myopathy

Nemaline Myopathy
Arthrogryposis
Myasthenic Syndrome

Atrial Septal Defect Heart / Muscle

Disorders
Tetralogy of Fallot
Long QT
Ventricular Septal Defect
Short QT
Atrial Fibrillation
Brugada -

Epiphyseal Dysplasia
Intervertebral Disc Disease
Osteoarthritis

Skeletal System
Achondrogenesis Disorders
Stickler Syndrome
Osteogenesis Imperfecta
Chondrodysplasia
Elliptocytosis
Porphyria
Spherocytosis
Malaria Red Blood Cell /
Anemia Platelet Disorders
Bleeding Disorder
Bernard-Soulier Syn.
Heinz Body Anemias
Exudative Vitreoretinopathy 7] Blood Vessel
Hemangioma Disorders
Immunodeficiency
Lupus
HIV Susceptibility

C1q Deficiency Immune System

ScID Disorders
Multiple Sclerosis
FCAS
Dejerine-Sottas Syn.
CMT

Lipodystrophy

Complement Component

Heterotaxy

Sick Sinus Other /
Glycine Encephalopathy | Metabolic
Multiple Pterygium Syn. Disorders
Neuroblastoma

Fucosyltransferase Def

Griscelli Syndrome

Ehlers-Danlos Syndrome

Cutis Laxa

C GWAS Phenotypes (NHGRI)
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Chondrocytes
Osteoblasts
Endothelial Cells
Smooth Muscle Cells
Cardiomyocytes
Simple Epithelia
Enterocytes
Erythrocytes
Platelets
Macrophages
Microglia
GABAergic Neurons

Paneth Cells
B Cells

Adipocytes
Podocytes
T Cells

NK Cells
Astrocytes

GWAS Phenotypes (NHGRI)

Rheumatoid Arthritis

Lupus

Inflammatory Bowel Disease

Type 1 Diabetes

Celiac Disease

Multiple Sclerosis

Crohn's Disease

Type 1 Diabetes Autoantibodies
] Systemic sclerosis

[ Chronic Lymphocytic Leukemia ]

Autoimmune
Diseases

Other Immune
Phenotypes

@ 1gG Glycosylation
[ ] IgA Nephropathy
C-Reactive Protein
Mean Corpuscular Volume
Red Blood Cell Traits Red Blood Cell /
Mean Corpuscular Hemoglobin | Platelet Traits
Mean Platelet Volume
[ ] Electrocardiographic Traits
o QT Interval
[ ] Coronary Heart Disease
(1] Coronary Artery Disease
[ ] @® Metabolite Levels
[ ] Metabolic Traits
@ Obesity-Related Traits
[ ] Obesity (early onset extreme)
[ ] HDL Cholesterol
{ ] Lp-PLA2 Activity and Mass
Visceral Fat
QRS Duration in Tripanosoma cruzi Seropositivity
Age-Related Macular Degeneration
Colorectal Cancer
o0 Alzheimer's Disease
[ ] Primary Biliary Cirrhosis
] Prostate Cancer

Heart /Cardiac
Phenotypes

Metabolic
Traits

Other
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