Diagnostic of disease or

carrier status
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Galactosemia Testing Algorithm

Clinical suspicion of classic galactosemia or investigation of possible carrier status

GALT <18.5 Units/g Hgb |

Possible causes:

m Classic galactosemia

= Duarte variant galactosemia

= Carrier:
e (Classic galactosemia mutation
e Duarte mutation

GALT gene analysis (6-mutation
panel) is automatically performed?

Concordant enzyme
and mutation results

Discordant enzyme
and mutation results

GALT biochemical
phenotyping is
automatically performed

Interpretive report includes:

= GALT enzyme

= GALT mutation analysis

Interpretive report includes:
m GALT enzyme
= GALT mutation analysis

m GALT biochemical phenotyping

GALT biochemical phenotype

Order #84360 Galactosemia
Confirmation Test, Blood

Galactose-1-phosphate
uridyltransferase (GALT) enzyme
analysis is performed

GALT >18.5 Units/g Hgb |

Investigating for

possible diagnhosis

m Classic and Duarte variant
galactosemia excluded
= [nterpretive report provided

To investigate for less common causes

of elevated galactose consider:

m #8628 Galactokinase, Blood for
galactokinase deficiency (a less
common cause of galactosemia)

m Testing for uridine diphosphate
galactose-4-epimerase (GALE)

(test forwarded)

consistent with GALT enzyme value?

Diagnostic of disease or
carrier status

m Collect new blood specimen
®m Repeat #84360

Galactosemia Confirmation

Consider #88877 GALT
Gene, Full-Gene Analysis to
investigate for mutations
that are not identified by the
6-mutation panel

a. Mutations are not detected in -30% of classically affected Caucasian individuals

Test, Blood
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= Carrier status for classic
galactosemia excluded

m Carrier status for Duarte mutation
unlikely; if there is a family history
of galactosemia, contact Mayo
Medical Laboratories for assistance
in determining the need for
additional testing

= |nterpretive report provided
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