Table 2. Summary of Selected Treatable Metabolic Causes of Early Onset Encephalopathy and Seizures

	Disorder


	Investigation


	Treatment



	 Pyridoxine dep. epilepsy


	  (-AASA and pipecolic acid in blood 

  & urine

  Sz and EEG response to 100 mg 

  IV pyridoxine


	     Pyridoxine 15-30 mg/kg/day 

     divided in up to three single doses up to 

     200 mg/day in neonates and 

     400 mg/day in adults

     100 mg/day prenatal maternal

	 PNPO


	 PLP 10 mg/kg


	     PLP 30-50 mg/kg/day divided in up to

     three single dose

	 Folinic acid responsive


	 CSF marker with ‘peak X’
	    Folinic acid  3- 5 mg/kg/day divided

    in up to three single doses  

	 Biotinidase deficiency


	 Trial biotin 5 mg bid, plasma biotinidase   

  assay
	     Biotin 5-10 mg/day



	 GLUT 1 Deficiency


	 CSF glucose < 2.2 mM, 

 CSF/plasma  glucose < 0.4

 RBC glucose transport

 SLC2A1 mutation analysis
	     Ketogenic diet



	 Serine deficiences


	 ( fasting plasma serine and glycine  

 ( CSF serine and glycine

 Fibroblast enzyme assay

 PHGDH and PSAT1 genes
	      Serine 200-600 mg/kg/day

     (glycine 200-300 mg/kg/day)

     divided in three single doses 



	 Creatine deficiencies


	 Urine creatine/creatinine

 Urine GAA/Cr

 ( CSF creatine and MRS creatine peak

 Fibroblast GAMT assay; CrT uptake

 Lymphoblast AGAT assay

 GAMT, AGAT, SLC6A8 genes
	     CrT: creatine + Arg + Gly

     AGAT: creatine  400 mg/kg/day

     GAMT: creatine 500-2000 mg/kg/day

     Low Arg diet + 

     Orn supplementation(100-400 mg/kg/d)



	 Untreated PKU


	 Plasma Phenylalanine

 PAH gene
	     Phenylalanine restricted diet




