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Sequencing DNA From the 
Blood of a Pregnant Woman 
Allows the Complete Genome 
Of the Fetus to Be Decoded! 

 
~10% of DNA in Maternal Plasma is From the Fetus 

Science Translational Medicine, December 8, 2010 (61,1-12) 

A New Era in DNA Testing!! 
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Fatty Acid Oxidation Disorders  
            Carnitine/Acylcarnitine Translocase Deficiency (Translocase) 

Carnitine Palmitoyl Transferase Deficiency Type I (CPT-I)2 
3-Hydroxy Long Chain Acyl-CoA Dehydrogenase Deficiency (LCHAD) 
2,4-Dienoyl-CoA Reductase Deficiency2 
Medium Chain Acyl-CoA Dehydrogenase Deficiency (MCAD) 
Multiple Acyl-CoA Dehydrogenase Deficiency (MADD or Glutaric Acidemia-Type II) 
Neonatal Carnitine Palmitoyl Transferase Deficiency-Type II(CPT-II) 
Short Chain Acyl-CoA Dehydrogenase Deficiency (SCAD) 
Short Chain Hydroxy Acyl-CoA Dehydrogenase Deficiency (SCHAD) 
Trifunctional Protein Deficiency (TFP Deficiency) 
Very Long Chain Acyl-CoA Dehydrogenase Deficiency (VLCAD) 
 
 

Organic Acid Disorders 
            3-Hydroxy-3-Methylglutaryl-CoA Lyase Deficiency (HMG) 

Glutaric Acidemia-Type I (GA I) 
Isobutyryl-CoA Dehydrogenase Deficiency 
Isovaleric Acidemia (IVA) 
     Acute onset 
     Chronic 
2-Methylbutryl-CoA Dehydrogenase Deficiency 
3-Methylcrotonyl-CoA Carboxylase Deficiency (3MCC Deficiency) 
3-Methylglutaconyl-CoA Hydratase Deficiency 
Methylmalonic Acidemias 
     Methylmalonyl-CoA Mutase Deficiency 0 
     Methylmalonyl-CoA Mutase Deficiency + 
     Some Adenosylcobalamin Synthesis Defects 
     Maternal Vitamin B12 Deficiency 
Mitochondrial Acetoacetyl-CoA Thiolase Deficiency  
     (3-Ketothiolase Def.) 
Propionic Acidemia (PA) 
     Acute onset 
     Late onset 
Multiple-CoA Carboxylase Deficiency 
Malonic Aciduria 

 

Amino Acid Disorders 
            Argininemia 

Argininosuccinic Aciduria (ASA Lyase Deficiency) 
     Acute onset 
     Late onset 
Carbamoylphosphate Synthetase Deficiency (CPS Def.)2 
Citrullinemia (ASA Synthetase Deficiency) 
     Acute onset 
     Late onset 
Homocystinuria 
Hypermethioninemia 
Hyperammonemia, Hyperornithinemia, Homocitrullinemia  
     Syndrome (HHH)2 
Hyperornithinemia with Gyral Atrophy2 
Maple Syrup Urine Disease (MSUD) 
     Classical MSUD 
     Intermediate MSUD 
5-Oxoprolinuria (pyroglutamic Aciduria)2 
Phenylketonuria (PKU) 
     Classical PKU 
     Hyperphenylalaninemia 
     Biopterin Cofactor Deficiencies (4) 
Tyrosinemia 
Transient Neonatal Tyrosinemia 
     Tyrosinemia Type I (Tyr I)2 
     Tyrosinemia Type II (Tyr II) 
     Tyrosimenia Type III (Tyr III) 
 

 
Other Abnormal Profiles 
            Hyperalimentation 

Liver Disease 
Medium Chain Triglyceride (MCT) Oil Administration 
Presence of EDTA Antigoagulants in blood specimen 
Treatment with Benzoate, Pyvalic Acid, or Valproic Acid 
Carnitine Uptake Deficiency2  
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• Achondroplasia  
• ADPKD1  
• ADPKD2  
• Adrenoleukodystroph  
• Age-related aneuploidies  
• Alpha-thalassemia  
• Alpha-1-antitrypsin  
• Alport disease  
• Amyloid precursor protein (APP) 
mutation  
• ARPKD  
• Becker muscular dystrophy  
• Beta-thalassemia  
• Charcot Marie Tooth disease  
• Chromosomal translocations  
• Congenital adrenal hyperplasia  
• Cystic fibrosis  
• Down syndrome  
• Duchenne muscular dystophy  
• Dystonia  
• Epidermolysis bullosa  
• Familial dysautonomia  
• Fanconi anemia  
• FAP  
• Fragile X syndrome  
• Gaucher disease  
• Hemophilia A and B  
• HLA genotyping  
• HSNF5 mutation  

 

 
• Huntington disease  
• Hypophosphatasia  
• Incontinentia pigmenti  
• Kell disease  
• Klinefelter syndrome  
• LCHAD  
• Lesch Nyhan syndrome  
• Marfan syndrome  
• Multiple epiphysial dysplasia  
• Myotonic dystophy  
• Myotubular myopathy  
• NF1 and NF2  
• Norrie disease  
• Osteogenesis imperfecta  
• OTC deficiency  
• P53 mutations  
• PKU  
• Retinitis pigmentosa  
• SCA6  
• Sickle cell anemia  
• Sonic hedgehog mutations  
• Spinal muscular atrophy (SMA)  
• Tay-Sachs disease  
• Tuberous sclerosis  
• Turner syndrome  
• Von Hippel Lindau  
• X-linked hydrocephaly  
• X-linked hyper IgM syndrome  
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