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Liver _Diseaéi__e_ m iiifaﬁts'aﬁd Children Rationale for Bile Acid Synthetic Defects

Incidence: 1:2500 live births :
Genetic defect in bile acid synthesis ?

® known infections i.e. viral infections

& anatomic variants I

e metabolic disorders IS : !

e inherited and acquired defects in hepatobiliary | | Synthesis of atypical
structure and function anarv blle acu!s i bile acids |

® disorders in peroxisomal biogenesis, and organic g T g
anion transport )

e “idiopathic” - often intrafamilial recurrence Diminished bile-flow  Hepatotoxic metabolites

!

E— ] Pressive familial intrahepatic cholestasis |
1 30-40% of Cases | '
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Recognized Defects in Bile Acid Biosynthesis

1. sterol 27-hydroxylase deficiency
2. 2-methyfacyl-CoA racemase def.
3. peroxisomal i-oxidation defects
4. defects in bile acid conjugation

Newrological disease
Sfat-soluble vitamin malabsorption
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_‘Cﬁ.}:m 1. 3{-hydroxy-C, -steroid oxidoreductase deficiency

2. a%-3-oxosteroid 53-reductase deficiency
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e 3. oxysterol 7o-hydroxylase deficiency
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