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Info Follow-up Items

Decision/action:
Name:
Date due:

Decision Time: Topic(s) Content-focused minutes

Discuss.

Dr. Basel provided background on second tier
screening result reports. The NBS Program was
notified that the lab (Mayo) WI NBS is planning to
partner with for testing for Infantile Krabbe Disease
Welcome. will report Psychosine levels between 2 and 10 in
Review of Second Tier Screening addition to those >10. WI voted to follow the RUSP
Share/Disc | 12:00-:12:20 | Result Reports for Krabbe Disease. and report out only samples testing positive by enzyme
Background/Discussion. and having Psychosine levels >10. It is problematic for
(Dr. Basel (Chair)/Dr. Steiner) the WI NBS lab to be notified of levels 2-10 and not
pass on that information to PCPs (and ultimately
families). The Ad Hoc Metabolic Subcommittee
meeting was scheduled to discuss options and next
steps going forward.
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PSY10
Code Comment
PSY Normal *NEGATIVE® In this sample, the concentration of psychosine was
normal.
PSY102-10 In this sample, the concentration of psychosine is not indicative of

infantile Krabbe disease. However, a later onset form of Krabbe
disease or atypical Krabbe disease due to saposin A cofactor
deficiency (due to pathogenic variants in the prosaposin gene, PSAP)
cannot be excluded. We recommend confirmatory testing to include
determination of GALC activity in leukocytes (MCL test ID:
GALCW), measurement of psychosine in erythrocytes (MCL test ID:
PSYR), and molecular genetic analysis of the GALC gene (MCL test
1D: GALC).

PSY10 =10 *POSITIVE* In this sample, the concentration of psychosine is
consistent with mfantile Krabbe disease due to galactocerebrosidase
(GALC) deficiency. Less likely is atypical Krabbe disease due to
saposin A cofactor deficiency caused by pathogenic variants in the
prosaposin gene, PSAP. 'We recommend immediate follow up and
referral to an experienced transplant center, as well as confirmatory
testing to include determination of GALC activity in leukocytes
(MCL test ID: GALCW), measurement of psychosine in erythrocytes
(MCL test ID: PSYR), and molecular genetic analysis of the GALC
gene (MCL test ID: GALC).

Share

12:20-12:40

State Survey data on psychosine result report levels
was shared. Data included the number of states that
have changed from screening at Psychosine levels
equal to or greater than ten to Psychosine levels
between two and ten.

Share State Survey Information and
Related Data (Zoe Culshaw-Klein)

Data was also shared on clinical versus newborn
screening for Krabbe Disease.

Disc/Dec

12:40-12:55

Motion proposed by Dr. Jess Scott -Schwoerer to
withdraw the nomination and go back through the
committee process to reassess for full Krabbe Disease.

Discussion & Vote )
There was not a second on the motion.

(Dr. Basel/Tami Horzewski)

Motion proposed by Emily Singh to amend the current
nomination of Infantile Krabbe Disease with
Psychosine levels equal to or greater than ten to
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Krabbe with Psychosine levels equal to or greater than
two.

The motion was seconded by Mei Baker.

The motion was approved 7-1.

The subcommittee discussed that the initial nomination
submitted was for full Krabbe and the subcommittee
decided at the time to follow the RUSP and go with
Infantile Krabbe with Psychosine levels equal to or
greater than ten. There was much discussion about full
Krabbe at the initial Metabolic Subcommittee meeting.

Since the SACNBS already sent their report to the
DHS Secretary and the condition was approved, if the
Metabolic Subcommittee’s recommendation/motion to
amend the nomination were to be accepted by the
SACNBS, a letter to the DHS Secretary noting the
change would be needed.

Disc 12:55-1:00

Summarize Next Steps
(Dr. Basel/Dr. Steiner)

Dr Basel will prepare a letter for the Umbrella
Committee and SACNBS chairs providing some
background information, and the motion proposed at
the Ad Hoc Metabolic Subcommittee meeting.

Tami will email Dr. Fost and work on scheduling an
Ad Hoc SACNBS meeting for early-mid January.

Next meeting date: TBD
“Parking Lot” Items:
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