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Sterols, P
Interpretation 1 Cholestanol
*POSITIVE* In this sample, the concentration of desmosterol was Reference Value
elevated. Desmosterol can be elevated in both genetic 60 mg/ L <6.0
(desmosterolosis/3-beta hydroxysterol delta 24 reductase

Desmaosterol

deficiency) and non-genetic conditions, including amiodarone
intake. If clinically indicated (multiple malformations often
resembling Smith-Lemli-Opitz syndrome), consider follow-up
investigations to include molecular genetic analysis of the
DHCR24 gene.

Please contact the Biochemical Genetics consultant or genetic
counselor on call (1-800-533-1710) if you have any questions.

ADDITIONAL INFORMATION

A 34.6 mg/L

DiHydro T-MAS

0.3 mg/L

Reference Value
<2.5

Reference Value
<0.3

Gas Chromatography-Mass Spectrometry (GC/MS) Lathosterol

Reference Value
7-Dehydrocholesterol 60 mg/ I— <6.0
2.0 mg/ L Refere"ceglug Sitosterol

Reference Value
8-Dehydrocholesterol 150 mg/ L <15.0
0.3 mg/ L Refere"ce;’gf’se Squalene

Reference Value
8(9)-Cholestenol 1 O mg/ I— <1.0
5.0 mg/ L Refere"cezg-:ug Stigmasterol
Campesterol = 05 mg/ I— Referencezg)l?g
8.0 mg/ L grerog ;?3'“8 Reviewed By

Amy Breitlow
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1) This test was developed and its performance characteristics determined by Mayo Clinic in a manner consistent with CLIA requirements. This test has not been cleared or

approved by the U.S. Food and Drug Administration.
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