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“Gene-centric”, “factor-centric”,

and Pathway-based classification,




monogenic (digenic etc.),
oligogenic,
polygenic/multifactorial
(complex), chromosomal, and

mitochondrial
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Huntington discase, Familial
hypercholesterolemia, childhood-
onset genetic epilepsies, Cystic
fibrosis, Sickle cell disease,
Phenylketonuria, Fragile X
syndrome, Turner syndrome,
Duchenne muscular dystrophy,
Surfactant Protein Abnormalities/
dysfunction, Congenital lactic

acidosis
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Infantile-onset mitochondrial
DNA depletion syndromes,
Benign reversible mitochondrial
myopathy, Pearson syndrome,
Barth and Sengers syndromes,
Leigh syndrome, Alpers—
Huttenlocher syndrome, Kearns—
Sayre syndrome, Progressive

external ophthalmoplegia, The
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syndrome of mitochondrial
encephalomyopathy with lactic
acidosis and stroke-like episodes
(MELAS) , Juvenile-onset POLG

syndromcs
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Spina bifida, Achondroplasia,
Angelman syndrome, Cockayne
syndrome, DeGeorge syndrome,
Marfan syndrome, Prader-Willi
syndrome (PWS) , Severe
combined immunodeficiency
(SCID), Waardenburg syndrome
(WS), Werner syndrome
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Williams ~ syndrome, Zellweger
syndrome, osteogenesis
imperfecta, Congenital  hernia
diaphragmatic, Congenital heart
defect, prenatal Noonan
syndrome, Prenatal
atrioventricular ~ septal  defect,
trisomy 21, 13, 18, Retinitis
pigmentosa, Neurofibromatosis
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