Homocystinuria-megaloblastic anemia

Cri du Chat syndrome

Hirschsprung disease

Severe combined immunodeficiency

Malignant hyperthermia
susceptibility 6

Endometrial carcinoma

Schizophrenia

Wiagner syndrome

Cortisol resistance

Autosomal dominant deafness
Bronchial asthma

Myelodysplasia (MDS)
Susceptibility to allergy and asthma

Autosomal recessive retinitis pigmentosa
Diastrophic dysplasia

Susceptibility to obesity
Susceptibility to nocturnal asthma

Atrial septal defect
Craniosynostosis, type 2

Leukotriene C4 synthase deficiency

Hereditary I Lymphedema

B Sequencing Targets

and Associated
Diseases

Attention-deficit hyperactivity disorder
Craniometaphyseal dysplasia
Leigh syndrome

Salt-resistant hypertension

Complement component 6-9 deficiency

Ketoacidosis due to SCOT deficiency
Laron dwarfism

Chondrocalcinosis with early onset osteoarthritis

Combined pituitary hormone deficiency

Klippel-Feil syndrome
Megaloblastic anemia
Spinal muscular atrophy
Basel cell carcinoma

Colorectal cancer
Recessive cutis laxa

Corneal dystrophies

Familial Eosinophilia

Hereditary Capillary Hemangioma
Plasmodium falciparum parasitemia intensity
Schi i/susceptibility/

Acute myelogenous leukemia (AML)

GM2-gangliosidosis, AB variant
Startle disease

Treacher Collins syndrome

Limb-girdle muscular dystrophy

Factor XII deficiency

Carnitine deficiency

Myeloid malignancy

Neurogenic arthrogryposis multiplex congenita

Acute promyelocytic leukemia
Cockayne syndrome-1
Complex I deficiency

Tuberous Sclerosis

Hb H mental retardation syndrome Polycystic kidney disease
Familial Mediterranean fever
Carbohydrate Deficient Glycoprotein synd: Rut Taybi synd
T cell lymphoma
Acute Myeloid leukemia Liddle's syndrome
Myxoid Liposarcoma

Cylindromatosis (Turban tumour)

Acute Myeloid leukemia

Aldolase A deficiency
Richrner-Hanhart syndrome

Chronic Granulomatous disease

Peutz-Jeghers syndrome

Diabetes mellitus

Mannosidosis

Central core disease

Malignant hyperthermia
Polio susceptibility

Xeroderma pigmentosum, D
Cockayne’s syndrome
DNA ligase I deficiency

Batten disease

Blau syndrome

Phoshorylase Kinase Beta deficiency
Towns-Brocks syndrome

Crohn's disease

CETP deficiency

Bardet-Biedl Syndrome

Breast and Prostate cancer
Marner's Cataract
Spinocerebellar Ataxia
Morquio syndrome A
APRT deficiency

Breast and Prostate cancer
Fanconi anemia

Mullerian duct syndrome
Lymphoid leukemia

Atherosclerosis

Familial hypercholesterolemia
Familial Hemiplegic Migraine
CADASIL
Immunodeficiency, HLA (II)
Multiple epiphysial dysplasia
Pseudoachondroplasia

Hemolytic anemia
C ital Nephrotic S

5

.

Maple syrup urine disease
Hyperlipoproteinemia (IIIb, II)
Myotonic dystrophy
Hypogonadism

Glutaricacidurea, IIB

_ [
1
JOINT GENOME INSTITUTE




