Possible List of Genetic Disorders to Use for Study of Genetic Services Access
Determination:

CARDIOVASCULAR SYSTEM DEFECTS
Common truncus

Transposition of great arteries
Tetralogy of Fallot

Ventricular septal defect

Atrial septal defect

Endocardial cushion defect
Pulmonary valve atresia and stenosis
Tricuspid valve atresia/stenosis
Ebstein anomaly

Aortic valve stenosis

Hypoplastic left heart syndrome
Patent ductus arteriosus
Coarctation of aorta

Pulmonary artery anomalies

RESPIRATORY SYSTEM DEFECTS
Lung agenesis/hypoplasia

ALIMENTARY TRACT DEFECTS

Cleft palate without cleft lip

Cleft lip

Choanal atresia

Esophageal atresia/tracheosophageal fistula
Rectal, anal, large intestinal atresia/stenosis
Pyloric stenosis

Hirschsprung disease

Biliary atresia

GENITOURINARY TRACT DEFECTS
Renal agenesis/hypoplasia
Bladder exstrophy

Obstructive genitourinary defect
Hypospadias and epispadias

MUSCULOSKELETAL DEFECTS
Reduction deformity, upper limbs
Reduction deformity, lower limbs
Abdominal wall defects
Developmental dysplasia of the hip
Club foot

Diaphragmatic hernia



CHROMOSOMAL DEFECTS
Patau syndrome (trisomy 13)
Down syndrome (trisomy 21)
Edward syndrome (trisomy 18)

ENDOCRINE, METABOLIC OR IMMUNE DISORDERS
Adrenogenital syndrome

Cystic fibrosis

Hypothyroidism

Immune deficiency disease

Inborn errors of metabolism

BLOOD DISORDERS
Coagulation defects
Constitutional aplastic anemia
Hereditary hemolytic anemia
Leukemia



