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Phenex-2 (Vanilla and
Unflavored)

PhenylAde Drink Mix
PhenylAde 40 drink mix
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PhenylAde MTE AA Blend
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Biopterin cofactor
bisynthesis, defects of
(BIOPT BS)

PKU formulas may be used
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Supplement
Pro-Phree

PFD 1

PFD 2

Mutoh K, Kurokawa K, Kobayashi K, Saheki T. Treatment of a citrin-deficient patient at the early
stage of adult-onset type Il citrullinaemia with arginine and sodium pyruvate. J Inherit Metab Dis 2008;
[Epub ahead of print].

Saheki T, Kobayashi K, Terashi M, Ohura T, Yanagawa Y, Okano Y, Hattori T, et.al.: Reduced
carbohydrate intake in citrin-deficient subjects. J Inherit Metab Dis 2008; 31(3):386-394.




Hyperphenylalaninemia
(HYPER-PHE)

Phenex-2 (Vanilla and
Unflavored)
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Choc (per 479 bar)

Phenylade Essential Drink Mix

Phenylade 60 drink mix.
Phenyl-Free 1

Phenyl-Free 2
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Tyrosinemia type Il
(TYR 1)
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FAOD

Disorder Target Medical Foods Nutriceuticals |References
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Beneprotein
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Carnitine Polycose palmitoyltransferase Il deficiency. Neurology 2003; 61(4):559-561.
palmitoyltransferase Il ProViMin Scott TF, Virella-Lopes M, Malone MJ. Hypertriglyceridemia in carnitien palmityl transferase
deficiency Protifar L-Carnitine deficiency: lipid profile and treatment with medium chain triglycerides. Muscle Nerve 1991, 14(7):676-
(CPT II) Beneprotien MCT Oil 677.
Pierre G, Macdonald A, Gray G, et.al.: Prospective treatment in carnitine-acylcarnitine translocase
Portagen deficiency. J Inhert Metab Dis 2007; 30:815.
Pregestimil LIPIL lacobazzi V, Pasquali M, Singh R, Matern D, Rinaldo P, et.al.: Response to therapy in
Tolerex carnitine/acylcarnitine translocase (CACT) deficiency due to a novel missense mutation. Am J Med
Monogen Genet A 2004; 126A:150-155.
Lipistart Parini R, Invernizzi F, Menni F, Garavaglia B, et.al.: Medium-chain triglyceride loading test in
MCT Pro-Cal carnitine-acylcarnitine translocase deficiency: insights on treatment. J Inherit Metab Dis 1999; 22:7331
EnfaPort 739.
Polycose Al Ageel Al, Rashed MS, Wanders RJ: Carnitine-acylcarnitine translocase deficiency is a treatable
Carnitine: acylcarnitine ProViMin disease. J Inherit metab Dis 1999; 22:271-275.
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Medium/short-chain L-3-

OH acyl-CoA

dehydrogenase deficiency

(M/SCHADD) L-Carnitine none known

Medium-chain ketoacyl-

CoA thiolase deficiency

(MCKAT) L-Carnitine none known
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Organic Acidemias

Disorder

Target

Medical Foods

Nutriceuticals
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3-Methylcrotonyl-CoA
carboxylase deficiency
(3MCC)

—_

I-Valex-1
I-Valex-2

LMD

XLeu Analog
XLeu Maxamaid
XLeu Maxamum
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L-Carnitine
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Medical Foods: metabolic formula

Nutriceuticals: supplements including amino acids, L-Carnitine and vitamins like riboflavin and biotin
Target: refers to ACMG recommended NBS panel; 1 represents the 'core panel' and 2 represents the 'secondary panel
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