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Nutritional Treatment and Screening for Hereditary Metabolic
Disorders
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Dr. Elena Martin-Hernandez Neonatal screening for metabolic disorders has expanded
significantly since its inception in the early 1960s. The
introduction of tandem mass spectrometry in the late
Dr. Pilar Quijada-Fraile 1990s has enabled the detection of approximately 40
conditions. Nutritional management is crucial in these
conditions to prevent mortality, metabolic crises, and long-
term complications. This management often involves
Deadline for manuscript L - .
submissions: restricting  precursors of toxic metabolites and
25 January 2025 supplementing deficient precursors while ensuring
adequate caloric intake. Additionally, supplementation
with cofactors, vitamins, or specialized metabolic formulas
is often required.

Dr. Marcello Bellusci

Despite significant advancements over the past two
decades, numerous challenges remain. These include
differentiating between severe and mild phenotypes,
identifying sensitive and specific markers for the
presymptomatic diagnosis of treatable conditions such as
certain urea cycle disorders, harmonizing newborn
screening programs, implementing advanced therapies,
and providing recommendations for breastfeeding in
infants  with inherited metabolic diseases. These
advancements are all aimed at ultimately improving
patients' quality of life and clinical outcomes.
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Prof. Dr. Lluis Serra-Majem Nutrients is an on-line open access journal that was first
L Centro de Investigacion published in 2009. Nutrients adheres to rigorous peer-
iol?gi';;jz dR;g?th“Su'fE;ZOr:Og‘a review and editorial processes and publishes only high
(CIBEROBN), Institute of Health quality manuscripts that address important issues related
Carlos ll, 28029 Madrid, Spain to the impacts of nutrients on human health. The Impact
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and it is now ranked in the first quartile of journals
publishing in the field of nutrition and dietetics research.
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Department of Nutritional
Sciences, University of
Connecticut, Storrs, CT 06269,
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