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» Children's toxicology from bench to bed--Liver injury (1): Drug-induced metabolic disturbance--toxicity of

5-FU for pyrimidine metabolic disorders and pivalic acid for carnitine metabolism.
Congenital disorders of metabolism show a wide spectrum of symptoms as a...22nd September, 2009
Nagoya City University, Graduate School of Medical Sciences, Department of- J Toxicol Sci. 2009;34
Suppl 2:SP217-22.

* Inborn errors of purine and pyrimidine metabolism.
Genetic disorders of purine and pyrimidine (PP) metabolism are...17th July, 2009
Department of Metabolic Diseases, Endocrinology and Diabetology, The- J Inherit Metab Dis. 2009
Apr;32(2):247-63. Epub 2009 Mar 15. (DOI Direct Link)

» Unbalanced deoxynucleotide pools cause mitochondrial DNA instability in thymidine
phosphorylase-deficient mice.
Replication and repair of DNA require equilibrated pools of...28th February, 2009
Department of Neurology, Columbia University Medical Center, New York, NY- Hum Mol Genet. 2009
Feb 15;18(4):714-22. Epub 2008 Nov 21. (DOI Direct Link)

» Misleading behavioural phenotype with adenylosuccinate lyase deficiency.
Adenylosuccinate lyase deficiency is a rare autosomal disorder of de novo...6th February, 2009
Departement de Pediatrie, Hoopital Necker Enfants Malades, AP-HP,- Eur J Hum Genet. 2009
Jan;17(1):133-6. Epub 2008 Oct 1. (DOI Direct Link)

» Metabolic myopathies: a guide and update for clinicians.
PURPOSE OF REVIEW: The present review will focus on the clinical features,...16th January, 2009
Arthritis Research Campaign (arc)-Epidemiology Unit, Stopford Building,- Curr Opin Rheumatol. 2008
Nov;20(6):639-47. (DOI Direct Link)

» Neurotrophic keratitis in a patient with dihydroxypyrimidine dehydrogenase deficiency.
We describe a case of neurotrophic keratitis in association with...5th November, 2008
Clayton Centre for Advanced Eye Specialties, Wakefield, United Kingdom.- Indian J Ophthalmol. 2008
Jul-Aug;56(4):336-7.

» An unconditioned bone marrow transplantation in a child with purine nucleoside phosphorylase
deficiency and its unique complication.
Purine nucleoside phosphorylase deficiency is a rare immunodeficiency...11th September, 2008
Department of Pediatric Immunology and Allergy, Ankara University School- Pediatr Transplant. 2008
Jun;12(4):479-82. Epub 2008 Jan 14. (DOI Direct Link)

» Clinical, biochemical and molecular findings in seven Polish patients with adenylosuccinate lyase

deficiency.
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Adenylosuccinate lyase (ADSL) catalyzes two steps in purine nucleotide...15th August, 2008
Department of Metabolic Diseases, Endocrinology and Diabetology, The- Mol Genet Metab. 2008
Aug;94(4):435-42. Epub 2008 Jun 3. (DOI Direct Link)

« Clinical, biochemical, neuropathological and molecular findings of the first Polish case of
adenylosuccinase deficiency.
Adenylosuccinase (ADSL) deficiency is an autosomal recessive disorder...17th July, 2008
Department of Metabolic Diseases, The Children's Memorial Health- Folia Neuropathol.
2008;46(1):81-91.

» Adenylosuccinate lyase deficiency: the first identified polish patient.
Adenylosuccinate lyase (ADSL) deficiency is a rare disease of de novo...7th December, 2007
The Children's Memorial Health Institute, MR Unit, Al. Dzieci Polskich 20,- Brain Dev. 2007
Oct;29(9):600-2. Epub 2007 May 7. (DOI Direct Link)

» [Recurrent urinary lithiasis revealing hereditary xanthinuria]
INTRODUCTION: Hereditary xanthinuria, due to a purine metabolism disorder,...6th November, 2007
Service de biochimie clinique, Hopital Charles Nicolle, Tunis, Tunisie.- Presse Med. 2007 Sep;36(9 Pt
1):1203-6. Epub 2007 May 4. (DOI Direct Link)

 Efficacy and safety of allopurinol in patients with hypoxanthine-guanine phosphoribosyltransferase
deficiency.
Hypoxanthine-guanine phosphoribosyltransferase (HPRT) deficiency is a...10th October, 2007
Division of Clinical Biochemistry, La Paz University Hospital, Madrid,- Metabolism. 2007
Sep;56(9):1179-86. (DOI Direct Link)

 Uric acid changes in urine and plasma: an effective tool in screening for purine inborn errors of
metabolism and other pathological conditions.
Purine inborn errors of metabolism (IEM) are serious hereditary disorders,...19th August, 2007
Laboratorio de Erros Inatos do Metabolismo, Departamento de Bioquimica,- J Inherit Metab Dis. 2007
Jun;30(3):295-309. Epub 2007 May 19. (DOI Direct Link)

» Xanthinuria type I: a rare cause of urolithiasis.
Xanthinuria type | is a rare disorder of purine metabolism caused by...4th April, 2007
Division of Nephrology, Arabkir Joint Medical Centre, 30 Mamikoniants- Pediatr Nephrol. 2007
Feb;22(2):310-4. Epub 2006 Nov 9. (DOI Direct Link)

 Lethal fetal and early neonatal presentation of adenylosuccinate lyase deficiency: observation of 6
patients in 4 families.
OBJECTIVE: To characterize a new lethal fetal and early postnatal variant...26th January, 2007
Department of Pediatrics, Klinikum Neukolln, Berlin, Germany- J Pediatr. 2007 Jan;150(1):57-61.e2. (
DOl Direct Link)
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