
State Advisory Council  

Hereditary and Congenital Disorders 

Minutes  
September 14, 2021 

(Virtual meeting secondary to Covid-19) 

 

 

Members Present     MDH Staff 

John McGing, Chair     LaPortia Barrows   

Michelle Smith      Scott Riley 

David Myles  

Jamie Fraser      Ex-Officio Present 

Erin Strovel      Johnna Watson (scribe) 

Senator Edward Reilly     Stacy Taylor 

Robert Brosius        Fizza Majid 

Meral Gunay      Robert Myers 

    

Members Absent Guests 

Delegate Karen Lewis-Young Allison Shaw 

Marjorie Shulbank Ada Hamosh 

Ben Smith Carol Greene 

 Kami Skurow-Todd 

 Paul Vetter  

  

Called to Order – 5:11 PM, after quorum obtained     

 

I.  WELCOME  

 

John McGing, Council Chair will extend a welcome later in the meeting to all attendees.  

 

II. APPROVAL OF MINUTES  

 

Motion to approve minutes from meeting on April 20, 2021 made by Senator Ed Reilly and seconded by 

Erin Strovel. No opposing votes so minutes approved and will be placed on website.  

 

III. MEMBERSHIP UPDATES 

 

Johnna Watson introduced new council member, Dr. Meral Gunay.  Dr. Gunay is representing Johns 

Hopkins and has been working with NBS follow up for the past several years.  

 

There are still two health unrelated positions open at this time. Ben Smith’s term has expired, but he can 

still continue serving until new member is added.  However, he has not responded to any efforts to 

contact hm.  

 

The council is actively searching for new members, trying to go through different organizations to see 

what family members might be interested in joining the council. John McGing asked if anyone knows of 

anyone that may be interested to contact Johnna.  

 

Jamie Frasier mentioned a PhD from the community that was not a health care provider applied for the 

open positon but did not qualify. Johnna states that the applicant’s qualifications were discussed with the 

Attorney General’s office and the determination was that the applicant did not qualify for a health 

unrelated position.  Stacy Taylor said she will reach out to the contact for the administration for councils 

and committees that handles recruitment efforts to see if anything can be done in regards to 

qualifications.  

  



 

 

IV. ELECTION OF NEW CHAIR/VICE-CHAIR 

 

John McGing announced Erin Strovel had been nominated as new Chair replacing him and Jamie Fraser 

nominated as new Vice-Chair. John opened the floor to anyone interested in nomination(s).  

 

Since no additional nominations were received, Senator Ed Reilly motioned to unanimously support the 

two candidates and give them the honor of serving the committee. With no adverse comments, Erin and 

Jamie were acclimated.  

 

V. OLD BUSINESS 

 

Erin Strovel began her new seat with following up on the discussion of criteria selections. 

• Council is looking at the process of adding conditions to the NBS panel. 

• The main goal is simplification of the criteria. Literature research that was performed did not 

reveal any new criteria since development of this list. 

• Council members received criteria through email on June 4th and no feedback was received. 

• Senator Reilly asked if there was any place for an evaluation that talks about the cost savings of 

human stress and unknown issues that can be quantified in this formula? He also asked was there 

any way to factor in the long term benefit, the long term financial benefit and the non long term 

financial benefit to having these issues discovered at an early age? Erin states these factors are 

addressed throughout all of the criteria, however they are not quantifiable.   

• There was also discussion prompted by Allison Shaw regarding inclusion of the condition on the 

federal Recommended Universal Screening Panel (RUSP) as part of the criteria for 

consideration for screening by Maryland.  Discussion of the RUSP as being based on opinions 

from experts in newborn screening and public health and the regimented review of each 

condition which could be beneficial and simplify the burden on this Council.  Data used for 

consideration of inclusion on the RUSP could be added to the information presented by the 

clinician who presents the condition to this Council.   

• Erin proposed adding the criteria of being on the RUSP and taking another look at the document 

with this addition to simplify the process for consideration on whether to include new conditions 

on the Maryland panel.  Jamie reports that the RUSP website has legacy data for each condition.   

• Erin will send current criteria with RUSP addition to Jamie for review and then will send it to 

Johnna for distribution to the Council.   

 

VI. NEW BUSINESS  

 

Jamie Fraser presented on Ehlers-Danlos Syndrome (EDS) and Tyrosinemia type I case.  

• Ehlers-Danlos Syndrome (EDS) 

o Newborn Screening (NBS) was summarized in general as a public health program in 

which conditions can be identified through biochemical markers via blood spot 

collection and treatment can be started early to reduce or eliminate adverse effects of the 

condition.    

o Ehlers-Danlos Syndrome (EDS) was explained in full. What it is, testing process, 

diagnosis, signs and symptoms. Visuals were shared.  EDS is a group of connective 

tissue disorders.  EDS does not present in the newborn period.  Most affected 

individuals start to show symptoms when they are school aged or older.  Diagnosis is 

based on clinical symptoms and usually requires DNA analysis.   

o EDS is a clinical diagnosis that is not amenable to NBS based on current accepted 

clinical practice and public health guidelines.  There is no blood test for EDS that is 

conducive for inclusion in testing on the newborn screen.  

• Tyrosinemia Type I 

o Biochemical attributes and break down of Tyrosine were briefly explained. Tyrosine is 

obtained through diet and the breakdown of Phenylalanine.  Tyrosine is an amino acid 

which is used for making new proteins, melanin, thyroxine and catecholamines. The 



inability to break down tyrosine can cause liver and kidney damage.  A byproduct of the 

inability to break down tyrosine is succinylacetone. 

o Treatment involves limiting tyrosine in the diet and use of nitisinone to prevent the most 

toxic metabolites from forming. 

o Symptomatic presentation involves acute liver failure, failure to thrive, 

hepatosplenomegaly and cirrhosis or cancer of the liver, as well as kidney disease. 

o On the NBS, succinylacetone is recommended as 1st tier testing. 

o A contrast of 2 cases (babies) were presented. 

▪ 1st baby had initial normal NBS and no repeat screen. Parents were known to be 

second cousins.  At 1 year of age, failure to thrive and abnormal liver function 

with lesions on the liver, requiring a liver transplant. 

▪ 2nd baby was identified at 3 weeks of age on NBS using succinylacetone. At 1 

year of age, normal liver function and normal growth and development.   

o If succinylacetone is used as primary marker for Tyrosinemia on NBS, better job of 

helping patients in care and keeping them in care would have made a better outcome for 

the babies,  Representatives from all 3 genetic centers concurred that succinylacetone 

should be added as a primary screen for tyrosinema type I.  

o Fizza Majid announced succinylacetone as a primary marker will be available very soon.  

Timeline is not currently available.   

 

VII. UPDATES 

 

• MCHB (Stacy Taylor) 

o With the increasing case numbers for RSV significantly higher, Synagist has been pre-

authorized through Medicaid starting September 13th .  It was previously not pre- 

authorized until Nov. but through the combined efforts of a few offices within the 

Maternal and Child Health (MCH) bureau working with Medicaid, it will be pre- 

authorized earlier this year.  Memo will be sent to Johnna to share.  

 

• Laboratory (Fizza Majid/Robert Myers) 

o Lab manager positon has been filled. His name is Kevin Brown with 33 years of quality 

assurance experience with Quest labs.  

o X-ALD procurement documents have been submitted in April to OPAS. No confirmed 

date to place order.  No timeline available at this time. Discussion ensued regarding the 

length of time since the documents have been submitted.   

 

• Newborn Screening Follow-up (Johnna Watson) 

o LaPortia Barrows has come up on her NBS follow-up one year anniversary.  

o At the last Federal Secretary’s Advisory Council meeting, GAMT, which was presented 

at a meeting about 2 years ago, was pushed into full review, which is a 9 month process.  

 

VIII. Future Topics for Discussion 

 

• Request to present by an organization at the next meeting regarding the recent American College 

of Genetic and Genomes Practice Guidance screening was discussed.  General consensus was 

agreed upon to invite the organization for a brief presentation at the next meeting.  

 

IX. NEXT MEETING DATE 

 

• December 7, 2021 was unanimously proposed as the next meeting date.  

 

X. ADJOURNMENT  

 

• John McGing moved to adjourn, motion seconded by Erin Strovel. Meeting adjourned @ 7:05 

PM 


