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Amino Acid Disorders Fatty Acid Oxidation Disorders Organic Acid Disorders
. i s Primary Carnitine Deficiency / Carnitine T -
Argininosuccinic Aciduria T Propionic Acidemia
Citrullinemia Type 1 Medium Chain Acyl-CoA Dehydrogenase Deficiency Methylmalonic Acidemia: methylmalonyl-CoA mutase

B i e Very Long Chain Acyl-CoA Dehydrogenase

Methylmalonic Acidemia: Cobalamin Disorders

Deficiency
Homaocystinuria Long Fham 3-Hydroxyacyl-CoA Dehydrogenase Isovaleric Acidemia

Deficiency
Phenylketonuria Classic Trifunctional Protein Deficiency 3-Methylcrotonyl-CoA Carboxylase Deficiency
Tyrosinemia Type 1 3-Hydroxy-3-Methylglutaric Aciduria

Holocarboxylase Synthase Deficiency

B-Ketothiolase Deficiency

Glutaric Acidemia Type 1

2 Energy deficiency disorders
3 Failure to thrive
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Amino Acid Disorders Fatty Acid Oxidation Disorders Organic Acid Disorders
Argininemia Short Chain Acyl-CoA Dehydrogenase Deficiency Methylmalonic acidemia, cblC form
Citrullinemia Type 2 Medllumehor‘t Chain Acyl-Co Dehydrogenase Methylmalonic acidemia, cblD form
Deficiency
Hypermethioninemia Gluratic Acidemia Type 2 Malonic Acidemia
Benign Hyperphenylalaninemia Medium Chain ketoacyl-CoA Thiolase Deficiency Isobutyrylglycinuria
B|0pt.elr|n Biosynthesis Defect (2 2,4-Dienoyl-CoA Reductase Deficiency 2-Methylbutyrylglycinuria
conditions)
B|0pt.elr|n Regeneration Defect (2 Carnitine Palmitoyltransferase 1 Deficiency 3-Methylglutaconic Aciduria
conditions)
Non-Ketotic Hyperglycinemia Carnitine Palmitoyltransferase 2 Deficiency 2-Methyl-3-hydroxybutyric Aciduria
Ornithine Transcarbamylase . . 4 -
T Carnitine Acylcarnitine Translocase Deficiency Ethylmalonic Encephalopathy
Carbamoyl Phosphate Synthetase
1 Deficiency
HHH Syndrome
Tyrosinemia Types 2,3 (2
conditions)
Glycine N-methyltransferase
(GNMR) deficiency
Adenosylhomocysteine hydrolase
deficiency
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Ca, ph, Alk.ph, Mg, Zinc, CBC diff,
Ferritin, Selenium, Albumin, Free
carnitine,

Folic acid, B12, 25.0H. vit.D,
BUN.Cr, Na, K, Uric acid, GFR
Cystatin-C, Urine electrolytes and
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Evaluation at time of diagnosis Indication Screening and surveillance
Echocardiogram and Screen for cardiomyopathy At ime of diagnosi, then annually during dhildhood:; less frequent in adulthood;
electrocardiogram and arrhythmias referral to cardiology ¥ cardiomyopathy or arrhythmia are noted.

Creatine kinase (CK)

Assess muscle involvement

At time of diagnosis, then consider measurement during acute ilness

Liver transaminases

Assess liver function

At time of diagnosis, then consider measurement during acute ilness

Pre-prandial blood sugar

Assess hypoglycemia

Ar time of diagnosis, then as needed

Plasma camitine level

Assess camitine deficiency and
mONitor treatment

Obtained and monitored frequently unti levels reach within normal range.
Then obtain twice a year in childhood; annually in adulthood.

Initiate referrals to genetic
or metabolic specialist

Confirmation of diagnosis,
molecular genetic testing, genetic
counseling, treatment

At time of diagnosis, then twice a year in childhood, annually in adulthood,
frequently during pregnancy
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