
Disease

Congenital bile acid synthesis defect type 41, 2, 3

Gene

AMACR

Inheritance AR

Current
Treatments cholic acid, restriction of phytanic and pristanic acids

Evidence for
Treatment expert opinion

Non-Molecular
Testing
Availability

yes

Non-Molecular
Test urine fast atom bombardment ionization mass spectrometry (FAB-MS) analysis2

Experimental /
Investigational
Therapies

https://clinicaltrials.gov/ct2/results?cond=Bile+Acid+Synthesis+Disorder&term=&cntry=&state=&city=&dist=
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