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South Carolina’s Rare 
Disease State Report Card
Presented by Carolyn Sheridan, MPH, State Policy Manager, National 
Organization for Rare Disorders (NORD)
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Our Mission

Improving the health 
and well-being of 
people with rare 
diseases by driving 
advances in care, 
research, and policy.
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NORD, Rare Diseases and Disorders

Our Mission: Improving the 
health and well-being of people 
with rare diseases by driving 
advances in care, research and 
policy. 
• NORD, is the only 

independent and nonpartisan 
U.S. organization working at 
the intersection of care, 
research, policy, and 
community for all rare 
diseases. 

~$4.3
MILLION
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• Purpose: It’s not just a ranking 
– it’s a tool to push for policy 
change. 

• How it works: It benchmarks 
state policies on rare disease 
as of November 2024. 

• Provides tangible data on: 
 Strengths 
Gaps 
Opportunities for 

Improvement

What is the State Report Card?
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Since 2015, on an annual basis, NORD has evaluated how effectively 
states are serving people with rare diseases across nine issue areas: 
Medicaid Financial Eligibility 

Medical Nutrition

Newborn Screening 

Prescription Drug Out-of-Pocket Costs

Protecting Patients in State Medicaid Programs

Protecting Patients in State Regulated Insurance

Rare Disease Advisory Council

Step Therapy (Fail First)

Telehealth

D

F

B

C

F
D

YES!

F
FAIL

As of November 2024:

https://rarediseases.org/driving-policy/nord-state-report-card/
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Do Medicaid income limits provide all rare disease patients access to comprehensive coverage? 

Does the state require insurance to cover medical nutrition products? 

How strong is the state’s Newborn Screening program?

Are there state laws in place to help reduce out-of-pocket costs for patients?

Does the state use §1115 Waivers to tailor their Medicaid program? If yes, how? 

Are short-term limited duration health plans regulated beyond federal requirements?

Does the state have a Rare Disease Advisory Council guiding policy?

Are patients protected from cumbersome step therapy requirements? 

Is the state part of the Interstate Medical Licensure Compact (IMLC)?

What are we seeking to understand across these nine categories?

D

F

B

C

F
D

YES!

F
FAIL

https://rarediseases.org/driving-policy/nord-state-report-card/
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How Does South Carolina Compare?

Medicaid Financial Eligibility Medical Nutrition Newborn Screening

Protecting Patients - Medicaid Protecting Patients – State Regulated Rare Disease Advisory Councils

Step Therapy Telehealth (IMLC) Prescription Drug Out-of-Pocket Costs
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Opportunities for Positive Change in South 
Carolina

Prescription Drug Out-of-Pocket Costs (Grade: C)
Support recommendations to ban copay accumulator programs to reduce 
financial burdens

• Active Bills: H.3934 (House) & S.330 (Senate)

Medical Nutrition (Grade: F)
Recommend policies for insurance coverage of enteral formulas for home 
use. 

Step Therapy Reform (Grade: F)
Advocate for reforms to limit delays in accessing effective treatments.

https://rarediseases.org/policy-issues/medical-nutrition/
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Why This Symposium Matters

Raise Awareness
• Shine a light on rare disease challenges and opportunities in South 

Carolina.

Build Valuable Networks
• Foster collaboration between patients, advocates, policymakers, and 

healthcare providers.

Drive Meaningful Policy Change
• Share resources, strategies, and expertise to improve patient 

outcomes.



12rarediseaseday.us  | #ShowYourStripes

• When we come together, 
our uniqueness becomes 
our strength. 

• A dazzle isn’t just 
beautiful—it’s powerful, 
creating change and 
protecting the whole 
community.

Alone We Are Rare, Together We Are Strong®



 



Successfully sharing your 
message – how to advocate 
with elected officials
 






This Photo by Unknown Author is licensed under CC BY-SA

https://www.flickr.com/photos/0ccam/2783110114/
https://creativecommons.org/licenses/by-sa/3.0/


Keys to Advocacy 












126th General Assembly 





















Advocacy v. Lobbying








History of the RDAC in South Carolina 



Legislation/Law













What can you do?








Cure Sanfilippo Foundation – 501c3 nonprofit 

 



Cure Sanfilippo Foundation – 501c3 nonprofit 

  

Symptoms of 
Sanfilippo:

* Denote the most-specific 
indicators of Sanfilippo 
syndrome in infants.

+ Denote early 
neurological features of 
Sanfilippo.
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Natural History Study
2014 – 2015 
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Cure Sanfilippo Foundation – 501c3 nonprofit 

First child treated 
with gene therapy

at Nationwide
May 10, 2016



Cure Sanfilippo Foundation – 501c3 nonprofit 

• Have over 150 partner families around the country and the world

• Raised over $25M for research and clinical trials

• Funded over 50 grants around the world

• Helped fund 3 in-human clinical trials, which have treated 50+ children, with another trial 
to start in 2025 treating 30 children

• Created the first-ever Caregiver Preference Study for Sanfilippo

• Created the first-ever Global Clinical Guidelines for Sanfilippo

• ADVANCE Sanfilippo community conference

Cure Sanfilippo progress (past 12 years)
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Cure Sanfilippo Foundation – 501c3 nonprofit 

• Funding the most 
promising pathways to 
helping children as 
soon as possible

• A wholistic approach 
to ensure all children 
might have HOPE



Cure Sanfilippo Foundation – 501c3 nonprofit 

- First USA-based 
Sanfilippo community 
conference

- Parents,
scientists/researchers, 
clinicians, therapists, 
educators, biotechs

- Available via replay at 
www.curesff.org/advance



Cure Sanfilippo Foundation – 501c3 nonprofit 
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Cure Sanfilippo Foundation – 501c3 nonprofit 

- Expanding our 
services for families

- Hiring of our 
Community 
Engagement 
Coordinator



Cure Sanfilippo Foundation – 501c3 nonprofit 



Cure Sanfilippo Foundation – 501c3 nonprofit 



Cure Sanfilippo Foundation – 501c3 nonprofit 



Cure Sanfilippo Foundation – 501c3 nonprofit 

Eliza & Our Family

2014                                   2023

2019
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Cure Sanfilippo Foundation – 501c3 nonprofit 

Thank 
   You!

Visit 
CureSFF.org 
for more 
information



Cure Sanfilippo Foundation – 501c3 nonprofit 



Advancing Drug Development. Improving Lives. Together.

Smith F. Heavner, PhD, RN, FCCM

Off Label but On Target: 
Perspectives on and 
Examples of Drug 
Repurposing for Rare 
Diseases



“Smitty” Heavner
Sr. Scientific Director for Real-World Evidence

Data Collaboration Center, Critical Path Institute

Critical care nurse
Implementation scientist
Evaluator
Professor
Dog dad
Wine enthusiast

c-path.org



C-Path is a public-private partnership with US FDA.
Speaker receives funding from FDA, CDC, and NIH.
Content of this presentation is not intended to represent 
endorsement or approval from any organization or 
government entity.

Disclosures



For 20 years, Critical Path Institute has been a trusted nonprofit that generates 
solutions to facilitate scientific and regulatory pathways that accelerate the 
development of therapies for people with unmet medical needs.

C-Path

c-path.org



Critical Path for Alpha-1 Antitrypsin Deficiency
Critical Path for Lysosomal Diseases Pre-Consortium
Critical Path for Rare Neurodegenerative Diseases
Critical Path to Therapeutics for the Ataxias
Duchenne Regulatory Science Consortium
Polycystic Kidney Disease Outcomes Consortium
Rare Disease Cures Accelerator-Data and Analytics Platform
Rare Disease Clinical Outcome Assessment Consortium
Huntington’s Disease Regulatory Science Consortium

C-Path’s Rare and Orphan Disease Program



• Close to 10,000 diseases and 2,500 FDA approved drugs
• Significant number of diseases with no approved treatment
• System in place that does not maximize the utility of 
existing 

• Current regulatory system authorization sale of drugs is 
incentivized by financial market forces that are often not 
aligned with clinical or public health needs

• Once a drug is approved, based on knowledge and 
professional judgement, physicians may take the 
responsibility for prescribing drugs for a different indication

The Challenge

c-path.org

Diseases with FDA
approved treatments



• Defines the indication for use that a sponsor sought, and FDA approved based 
on evidentiary standards

• Allows the sponsor (main benefactor) to market the drug for the approved 
indication

• Labels can only be updated by the New Drug Application (NDA) holder
• Submit a new NDA 505 (b)(1)
• Potential to explore the 505 (b)(2) pathway
• Generic drugs 505 (j)

• Sponsor may be interested in label expansion from a financial perspective 
• But not always…

FDA labels

c-path.org



• Probability of new indication exclusivity granted by FDA for drugs approved, 1997–2020. 

• Of the 197 new drugs that subsequently experienced generic entry, only 64 (32%) had at least one new indication 
added

• limited duration of exclusivity reduces the number of secondary indications significantly
• much room for improvement for unlocking existing medicines’ full therapeutic potential

Repurposing drugs for new uses

c-path.org

Sahragardjoonegani et al. J of Pharm Policy and Pract 14, 3 (2021). 

New Molecular Entity 1-2 yrs 7-8 yrs prior to generic entry



• Without sponsor support, there is no mechanism under the current paradigm
• Drug continues to be used off-label
• Some potential mechanisms exist to obtain a label supplement

• Orphan drug designation (incentives for sponsor)
• Best Practice in Children's Act (BPCA) allows USG to submit data if sponsor refuses

• As a result
• Safety and effectiveness remains a concern
• Over time may be come standard of care
• Loss of equipoise to assess in an RCT

• How can we address the loss of Equipoise?
• Real-World Data

• Unintended consequences of adding a new indication to the label
• Inexpensive generic drug without a label can suddenly become an expensive drug with a label for a new 

indication

Do we need a label change?

c-path.org



• The investigation of existing drugs for new therapeutic purposes
• To maximize the effectiveness of our current arsenal of drugs
• What can we learn from our colleagues globally?

• Drugs that target shared pathways 
• The biological target of the drug molecule is same, but the disease is different
• Remdesivir (originally for the treatment of HCV, then Ebola as an RNA-dependent RNA polymerase, 

but failed in a phase II clinical trial) has been approved for COVID-19

• Drugs that may be effective through off-target pathways 
• Drugs act on new targets, out of the original scope, for new therapeutic indications. 
• Aspirin has been traditionally used as NSAID in the treatment of various pain and inflammatory 

disorders. 
• It also suppresses blood coagulation (clot formation) by inhibiting the normal functioning of 

platelets (antiplatelet drug).

Drug Repurposing

c-path.org



• Financial 
• Protocol development
• Trial insurance
• Drug manufacture (QA/QC, safety, active pharmaceutical ingredient (API) management)

• Site selection and management
• Site activation (clinical trial agreement, licences, approvals, site visits)
• Quality management system including protocol specific SOPs, training documentation, analyte QA/QC 
• Data collection (IC, eligibility, missed visits, follow up, SAEs, study discontinuation…)
• Financial agreements, training staff, records retention…

• Monitoring activities
• Monitoring, Safety, and Risk management plans

• Regulatory Authority interaction (21 CFR 312 for IND submission, notification….)
• RLD holder only authorized to engage FDA for pursuing supplemental labels
• Intellectual property (IP) management at site level
• Study Documents filing (Investigator Site File and Trial Master File)
• Pharmacovigilance (PV) activities to comply with safety reporting obligations

Major challenge to secure high-quality data due to lack 
of sponsors: Responsibilities (not exclusive)

c-path.org



21st Century Cures Act
• FDA shall establish a program to 
evaluate the potential use of real-
world evidence (RWE) to support:
• Approval of new indication for a 

drug approved under section 
505(c)

• Approving a label expansion
• Satisfy post-approval study 

requirements

Potential data sources for repurposed drugs

c-path.org

Concato J, Corrigan-Curay J. Real-World Evidence — Where Are We Now? N Engl 
J Med. 2022;386(18):1680-1682. doi:10.1056/NEJMp2200089



Generating RWE from Real-World Data

c-path.org

Real-World Data (RWD) sources include:
• Registries
• Electronic health records (EHR)
• Medical claims
• Natural history studies
• Certain types of clinical 
trials/observational studies

www.fda.gov/science-research/science-and-
research-special-topics/real-world-evidence 

http://www.fda.gov/science-research/science-and-research-special-topics/real-world-evidence
http://www.fda.gov/science-research/science-and-research-special-topics/real-world-evidence


Imagine we instructed everyone in 
this meeting to collect the eye color, 
hair color, height, and coffee preferences 
of people at the grocery store.
• How would you store the data?
• What variable names would you use?
• How would you classify responses?
• Would you code responses? Free text?

Generating RWE from RWD

c-path.org



Imagine we instructed everyone in 
this meeting to collect the eye color, 
hair color, height, and coffee preferences 
of people at the grocery store.
• How would you store the data?
• What variable names would you use?
• How would you classify responses?
• Would you code responses? Free text?

Generating RWE from RWD 

c-path.org

Eye_Color Hair_Color Height Coff_Pref

Brown Blonde 5ft6in Black

Blue Brown 5ft8in Cream

Brown Grey 4ft11in Just sugar

Hazel Brunette 6ft1in Oat milk

Brown Red 5ft11 Iced

Green Dirty 
Blonde

5ft9in Tea only



A common data element (CDE) helps 
capture all the information needed to 
harmonize variables.
Example: Triglyceride levels in 
metabolic syndrome:
• “Triglyceride as measured in mg/dL 
collected prior to the first 
administration of propofol.”

RWD: Data Harmonization

c-path.org

Heavner SF, Kumar VK, Anderson W, et al. Critical Data for Critical Care: A Primer on Leveraging Electronic Health Record 
Data for Research From Society of Critical Care Medicine's Panel on Data Sharing and Harmonization. Crit Care Explor. 2024 
Nov 15;6(11):e1179. doi: 10.1097/CCE.0000000000001179. PMID: 39559555; PMCID: PMC11573330.



21st Century Cures Act
• FDA shall establish a program to 
evaluate the potential use of real-
world evidence (RWE) to support:
• Approval of new indication for a 

drug approved under section 
505(c)

• Approving a label expansion
• Satisfy post-approval study 

requirements

Potential data sources for repurposed drugs

c-path.org

Concato J, Corrigan-Curay J. Real-World Evidence — Where Are We Now? N Engl 
J Med. 2022;386(18):1680-1682. doi:10.1056/NEJMp2200089



Let’s get back to drug repurposing



• Of the 197 new drugs that subsequently experienced generic entry, only 64 (32%) had at least one new indication 
added

• limited duration of exclusivity reduces the number of secondary indications significantly
• much room for improvement for unlocking existing medicines’ full therapeutic potential

Repurposing drugs for new uses

c-path.org

Sahragardjoonegani et al. J of Pharm Policy and Pract 14, 3 (2021). 

New Molecular Entity 1-2 yrs 7-8 yrs prior to generic entry



A Rose by Any Other Name

c-path.org

Shelved Assets
New 
alternative
business 
model  

Compound 
abandoned 
due to
business



Multiple approaches

Drug Repurposing 

https://www.ddw-online.com/therapeutic-drug-repurposing-repositioning-and-rescue-part-i-overview-1463-201412/



Needs and Challenges Rationale

Current needs of using 
off-label medication

Lack of studies in children often leads to off-label usage of drugs in children. There are delays in conducting clinical trials with children due to

•Lack of financial incentives for sponsors to conduct drug trials with children

•Many diseases are less common in children than in adults, so it requires more time to recruit child participants

•Concerns regarding ethics, harm, and consent, making it difficult to obtain institutional review board approval to conduct clinical trials with 
children

Unique challenges in conducting clinical trials in rare pediatric diseases:

•Frequently underdiagnosed because of the heterogeneity in dis-ease presentation and limited clinical expertise outside of a few specialized centers

•Natural histories are poorly characterized and phenotypic diversity within a disorder adds to the complexity

•Study design is often restricted due to a small number of patients for each disorder

•Clinical endpoints, e.g. biomarkers, are often not well-defined and there may be no regulatory precedence

Challenges of using off-
label medication

There is substantial uncertainty for physicians to care for their patients with rare diseases using the off-label drug due to

•Rare diseases are not often investigated within peer-reviewed journal articles

•Results from failed clinical trials are rarely published

•Lack of communication of benefits for off-label use and limited diffusion of off-label information

•Even the information that is available generally is not specific to a particular rare disease

Special populations: pediatrics

c-path.org

Table 1: Current needs and challenges of using off-label medication in rare pediatric diseases.
Fung et al. Off-label medication use in rare pediatric diseases in the United States. Intractable Rare Dis Res. 2021 Nov;10(4):238-245. doi: 10.5582/irdr.2021.01104. PMID: 
34877235; PMCID: PMC8630459.



Example: GLP-1

Glucagon-Like Peptide-1
• Developed to treat 
diabetes

Repurposing:
• Obesity
• Obstructive sleep apnea
• Under review

• Hepatic steatosis 
• Studying

• Parkinson's and other 
neuro-degenerative

c-path.org

Kalinderi K, Papaliagkas V, Fidani L. GLP-1 Receptor Agonists: A New Treatment in Parkinson's Disease. Int J Mol Sci. 
2024 Mar 29;25(7):3812. doi: 10.3390/ijms25073812. PMID: 38612620; PMCID: PMC11011817.



Perivascular epithelioid cell 
tumors (PEComa)
• Standard of Care: sirolimus

• mTOR (mammalian target 
of rapamycin) inhibitor
• Loss of equipoise

Nab-sirolimus
• Sirolimus protein-bound 

particles
• FDA approved in 2021

• Placebo controlled trial

Example : PEComa

c-path.org
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Thank you for your 
participation!

Symposium Feedback Survey
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