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Inheritance / Prevalence

Autosomal recessive
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The Genotype to Phenotype of MSUD

Mutated BCDKHA/B, DBT, or
DLD genes inherited



The Genotype to Phenotype of MSUD

Unable to produce enzymes
in digestive complex



The Genotype to Phenotype of MSUD
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The Genotype to Phenotype of MSUD

BCAA build up




The Genotype to Phenotype of MSUD

First week: Sweet urine

smell




The Eenotvpe to Phenotype of MSUD
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http://www.ncbi.nlm.nih.gov/books/NBK1319/figure/msud.F5/?report=objectonly

The Genotype to Phenotype of MSUD

First month: Developmental

damage and seizures




The Genotype to Phenotype of MSUD

< 1year: Death




Maple Syrup Urine Disease
MSUD
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http://www.newbornscreening.info/tools/GraphicsLib.html

Diagnoses since ~1955

CLASSICAL

Smell of urine Elevated BCAA levels

MODERN

Gene Sequencing




Treatments

CLASSICAL

Attempted protein restriction
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Formula diet Liver transplants
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