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Rationale for.Bile AdcfSynthetic Defects
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Incidence: 1:2500 live births

• known infections i.e. viral infections
• anatomic variants
• metabolic disorders
• inherited and acquired defects in hepatobiliary

structure and function
• disorders in peroxisomal biogenesis, and organic

anion transport
• ,"iqlopathic":otten' intrafal1lil~~I."~<:Hrrencei ~
(~

Fi"lim: Buli.\lrt!ri WE Sem Lh'.:r lJi.v (1987)

Genetic defect in bile acid synthesis?
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! Synthesis of-atypical i
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Diminished bile-flow Hepatotoxic metabolites

,Progressive familial intrahepatic cholestasis
(PFIC) syt'ldromes ,

,~. P,ath~ays for Bile' Acid Synthesis
Recognized Defects in Bile Acid Biosynthesis

Liver di...;ease

Typical FAB-MS (-ve) spectra comparing urine from
a cholestatic neborn with healthy infant
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~ J Urine - 0.05 mL50 Total bile acid concentration <20 nmol/mL

Fast Atom Bombardment ionization­
Mass Spectrometry
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