RECOMMENDED FLOWCHART FOR LOWE SYNDROME DIAGNOSTIC TESTING

DIAGNOSTIC TEST


AFFECTED MALES


CARRIER FEMALES

PRENATAL

Clinical



Ophthalmological Exam

Ophthalmological Exam

N.A.












(dilated slit lamp)








Biochemical



Enzyme test in affected males

N.A. (not useful)


Prenatal enzyme test 






(Phosphatidylinositol-4,5-bisphosphate




for male fetuses






phosphatase; >99% sensitivity)





(>99% sensitivity)

DNA




OCRL1 Gene Mutation Analysis






(~90% sensitivity for affected males)






Mutation Positive 


DNA carrier testing for familial
DNA prenatal test for











mutation (>99% sensitivity)

familial mutation
















(>99% sensitivity)




Families with a confirmed diagnosis of Lowe Syndrome,




Affected male not available for DNA testing:  











DNA carrier testing on high-risk females











(in conjunction with ophthalmologic exam)











OCRL1 mutation screening (~86% sensitivity for carriers) 

Contact Information:

Richard A. Lewis, M.D., M.S.

Baylor Biochemical Genetics Lab

Baylor DNA Diagnostic Lab

713-798-3030; fax 713-798-3042

713-798-6536; fax 713-798-6584

713-798-4982; fax 713-798-8937
