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Physicians guide to the laboratory diagnosis of metabolic diseases 4" edition— Blau, Duran,
Blaskovics, Gibson, eds. Springer-Verlag 2014

. Inborn Metabolic Diseases, Diagnosis and Treatment - Fernandes, Saudubray, van den Berghe,
Walter (Editors), 4™ ed, Springer 2006

OMIM, Online Mendelian Inheritance in Man, a database of human genes and genetic disorders
developed by Johns Hopkins University (www.ncbi.nlm.nih.gov/omim)

Tietz Textbook of Clinical Biochemistry. 2018, Chapter 70
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http://www.ncbi.nlm.nih.gov/omim
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