State Advisory Council on Hereditary and Congenital Disorders
Minutes June 20, 2017
Members Present
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Michelle Smith
Ben Smith 
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Sen Ronald Young (phone)
Debra Regier, MD, CNMC Genetics (phone)
Erin Strovel, PhD (phone)
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Richard Bruno, MD




Robert Myers, PhD (phone)
Neil Porter, MD





Fizza Majid, PhD 
Anne Eder





Johnna Watson 

Called to Order – 5:08 pm
I.  Welcome and Introductions
Dr. Vernon suggested changing order of agenda to provide ample time for Council members to arrive or join by phone prior to considering voting. She will provide summary of use of Psychosine as a marker for Krabbe disease first and then open discussion and/or vote for inclusion of MPS 1.
II. Minutes of Meeting May 23, 2017
Minutes from May 23, 2017 were reviewed and approved. 
III. Old Business
· Discussion of paper on Psychosine and Krabbe disease.

1. Dr. Vernon reviewed paper currently available on line from Molecular Genetics and Metabolism but not yet in print. Dr. Vernon will make copies of power point presentation available to Council for their review.

2. Psychosine is an additional biomarker for Krabbe Disease. The level of psychosine accumulates in patients with Krabbe Disease, however there is no correlation with the GALC enzyme level.
3. Goals of the study:
A. to determine if the psychosine concentration in the dried blood spot at birth is predictive of disease onset and clinical phenotype

B. Assess relationship between disease progression and longitudinal changes in dbs psychosine concentration in patient with Krabbe Disease

C. Evaluate the effects of treatment with HSCT on DBS psychosine concentration. 

4. Findings/conclusions:

A. Likely psychosine levels > 3 nmol/L correlate to high probability of developing infantile KD. 

B. Determining outcome/clinical significance of mildly elevated psychosine (0.7-3 nmol/L) levels is uncertain and requires more longitudinal studies.

C. Psychosine may increase with age in untreated patients and then, at a certain point decline in advanced disease state. 

D. There is an approximate 8.6 % standard error- an indication of some variability in psychosine measurements from the same DBS. May need to use multiple punches per patient when analyzing psychosine concentrations.
E. More research is needed to determine whether psychosine levels a baseline or after HSCT correlate with clinical outcomes.

5. Dr. Vernon suggested Council review the report and email her any questions. Report can be discussed at next meeting in September.

6. Mr. Smith mentioned that Dr. Kurtzberg is planning to release information on same topic soon. Dr. Vernon stated the Council will review published data when it is available. 
· Discussion/voting for inclusion of MPS 1 on NBS panel

1. Dr. Vernon asked if there were any questions re: MPS 1 presentation 05/23/2017 by Dr. Rieger. Dr. Rieger is present via phone to answer questions if needed.
2. Motion made and seconded to vote on adding MPS1 to Maryland NBS panel. 

3. Quorum was met since 8 voting members were present to vote. Vote results: 8 votes approving inclusion of MPS 1 on Maryland NBS panel. No dissenting votes. 

4. Dr. Vernon stated she will draft the letter to the Secretary of Health recommending inclusion of MPS 1 to Maryland NBS panel. 

· Medical Foods letter
1. Dr. Vernon stated she has not received any response to the letter sent to the Governor’s office. 

2. Sarah Viall, CNMC Genetics, mentioned there has not been any action on the Federal level either and suspects it will be a long process.    
IV. Member Updates
· Update from Labs Administration
1. Dr. Myers reported the Laboratories Administration continues to actively pursue resolution of MIPAR contracts so that staff for the approved lysosomal storage disorders may be hired. Laboratory equipment and reagents in procurement stage.
2. Dr. Myers will need to confirm with Dr. Majid if MPS 1 testing can be performed on same microfluidics platform. 
· Update from MCHB

1. Johnna Watson reported that Donna Harris, Director for Office for Genetics and People with Special Healthcare Needs has retired. Dr. Jed Miller is acting interim director. 

V.  Next Meeting Dates

· Confirmed next meeting will be September 19, 2017.

· Future agenda items include:
1. Presentation on Spinal Muscular Atrophy. Dr. Vernon will ask Dr. Crawford to present. 

2. Guanidinoacetate Methyltransferase presentation to be considered for future agenda topic. 

3. Need to re-address Krabbe disease this fall/winter and will re-address tabled Neiman Pick disease in the spring, 2018.  
VI.  Adjournment
Meeting adjourned at 5:35 PM.  
