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X1 | Phenylketonuria F O PO PHE » TYR » PHE/TYR
X2 | Homocystinuria % EOVREL B MET
*3 | Maple Syrup Urine Disease b PRI LEU/ILE » VAL
4 | Tyrosinemia i haefl o TYR
5 | Citrullinemia JNBREL B fE CIT
6 | Argininemia VRpL ARG
7 | Hyperammonemia > Hyperornithinemia B Z nE ORN

Homocitrullinuria Syndrome

Il
8 | Very Long Chain Acyl-CoA Dehydrogenase £ 470 R pL R Y Cl4->C14.1 - C16
Deficiency (VLCAD)
9 | Long Chain hydroxyl Acyl-CoA S LR Vi e C160H > C180H - C18.10H
Dehydrogenase Deficiency (LCHAD)
X10 | Medium Chain Acyl-CoA Dehydrogenase Bl AR N R Y C6>C8:>C10- C8/C10
Deficiency (MCAD)
11 | Short Chain Acyl-CoA Dehydrogenase TEgl g B R Y C4C6
Deficiency (SCAD)
12 | Carnitine/acylcarnitine Tanslocase Fodk T R Cl6-°C18:C18.1
Deficiency
13 | Carnitine Palmitoyl Transferase Deficiency G T R M| CO (free carnitine higher)
Type | (CPT-I) C16 > C18 - C18.1 (lower)
14 | Carnitine Palmitoyl Transferase Deficiency (PR T . S| Cl4 > Cl16>C18:C18.1
Type Il (CPT-II)
15 | Carnitine Transporter Defect kG T AR CO > C2 (lower)
*16 | Multiple Acyl-CoA Dehydrogenase Deficiency | ~ = i i % - 4] C5DC

(GA-)
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17 | Multiple Acyl-CoA Dehydrogenase Deficiency | * = fes g % = & C4-C5-C8:°C8.1°C12°C14 >
(GA-II) C16
X18 | Methylmalonic Acidemia (MMA) PHA D B C3 > C4DC > C3/C2
19 | Propionic Acidemia (PA) [ fer g C3 - C3/C2
%20 | Isovaleric Acidemia (IVA) B AR R C5
21 | 3-Methylcrotonyl-CoA Carboxylase -7 AT e pr Az it psat Z g | C50H
Deficiency (3-MCCQC)
22 | 3-Hydroxy-3-Methylglutaric Aciduria (HMG) |3-#-3-7 A ~ - B g C50H
23 | Trifunctional protein deficiency B a3 C160H > C180H > C18.10H
24 | Ethylmalonic Acidemia v g - e C4:C5
25 | Malonic Acidemia - fer g C3DC
26 | Isobutyryl CoA dehydrogenase deficiency Isobutyryl CoA 2 @i st 2 | Cl4.1
LP B RGP
x27 | Congenital Hypothyroidism (CHT) R A o Sal N TSH
*28 | Congenital Adrenal Hyper (CAH) AXPT o g 17-OHP
*29 | Gucose-6-Phosphate Dehydrogenase FTEEOmEAL LR G6PD
Deficiency (G6PD)
x30 | Galactosemia L g Total Galactose
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