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Abstracts

Rett Syndrome is a rare, genetic neurological disorder that primarily affects girls and

leads to severe cognitive, motor, and communicative impairments. It is most caused by

mutations in the MECP2 gene located on the X chromosome. Children with Rett

Syndrome typically develop normally for the first 6 to 18 months of life, followed by a

period of regression marked by the loss of purposeful hand use, speech, and motor

skills. Additional symptoms may include repetitive hand movements, breathing

irregularities, seizures, scoliosis, and gait abnormalities. Although there is no cure, early

diagnosis and supportive therapies such as medication, physical, occupational, and

speech therapy—can significantly improve quality of life. Recent advancements,

including the approval of disease-modifying drugs like Daybue (trofinetide) and ongoing

gene therapy trials, are offering new hope for more targeted and effective treatment

options.

The Rett Syndrome market is undergoing a transformative shift driven by three key

trends. The emergence of disease-modifying therapies (DMTs), notably marked by the

FDA approval of Daybue (trofinetide), has redefined the treatment landscape by offering

the first targeted approach to Rett pathology rather than symptomatic management

alone. This milestone is catalyzing greater investment and interest in developing novel

therapeutics. Concurrently, the accelerated development of gene therapy candidates,

such as TSHA-102 and NGN-401, is propelling the market forward with promising early-

stage clinical trials that aim to address the root genetic cause of the disorder through

gene replacement and editing technologies. Additionally, the growing influence of

patient advocacy groups and the establishment of real-world data registries are
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enhancing clinical trial design, improving patient recruitment, and supporting

regulatory approvals. Together, these trends are significantly expanding the therapeutic

pipeline, attracting new stakeholders, and creating a more dynamic and innovation-

driven Rett Syndrome market.

The Rett Syndrome market is being propelled by several critical drivers that are

enhancing diagnosis, accelerating drug development, and expanding therapeutic

options. The growing prevalence of Rett Syndrome, coupled with advances in genetic

screening and early diagnostic tools, has led to increased identification of cases during

infancy and early childhood, enabling timely intervention and creating a larger

addressable patient population. Additionally, the designation of Rett therapies as orphan

drugs by regulatory bodies such as the FDA and EMA is incentivizing research and

development by offering benefits like market exclusivity, tax credits, and expedited

review pathways. This regulatory support significantly lowers entry barriers for

companies developing treatments for this rare disorder. Furthermore, the market is

witnessing a surge in investment from Life Sciences & Biopharma companies, many of

which are expanding into the rare neurological disease segment to address high unmet

clinical needs. These combined forces are fostering a more favorable and innovation-

friendly environment, encouraging the development and commercialization of novel Rett

Syndrome therapies.

The Rett Syndrome market faces several significant challenges that hinder its growth

and accessibility. One of the primary concerns is the high cost of treatment, with newly

approved therapies like Daybue priced at a premium, making them financially

inaccessible for many patients, particularly in low- and middle-income countries. This

cost burden is further compounded by limited reimbursement mechanisms, which

restrict patient access even in developed healthcare systems. Additionally, the ultra-rare

nature of Rett Syndrome results in a small and dispersed patient population, making

clinical trial recruitment a complex and time-consuming process. This not only increases

development costs but also slows the pace of innovation. Compounding these issues is

the lack of awareness and frequent misdiagnosis in developing regions, where limited

access to pediatric neurologists and genetic testing delays accurate diagnosis and

treatment initiation. These challenges collectively limit market penetration, delay

therapeutic adoption, and underscore the need for greater policy support, pricing

strategies, and awareness initiatives.

The competitive landscape of the Rett Syndrome market is undergoing a transformative

shift, driven by advances in genetic research, the emergence of disease-modifying

therapies, and a strong push toward personalized medicine. Leading pharmaceutical
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players such as Acadia Pharmaceuticals, Novartis AG, Pfizer Inc., Eisai Co., Ltd., and

GlaxoSmithKline plc are actively investing in the development of targeted treatments for

Rett Syndrome, with a focus on improving long-term neurological outcomes and quality

of life. Acadia’s Daybue (trofinetide), the first FDA-approved drug specifically for Rett

Syndrome, has set a new standard in treatment, prompting further investment from

major companies aiming to expand their rare disease portfolios.

At the same time, innovative biotech firms like Taysha Gene Therapies, NeuroGene

Inc., Anavex Life Sciences, and Neuren Pharmaceuticals are spearheading efforts in

gene therapy, RNA modulation, and synaptic restoration therapies, addressing the root

cause of Rett Syndrome at the genetic and molecular levels. These companies are

playing a vital role in filling treatment gaps and advancing curative approaches for this

ultra-rare neurological disorder.

The market is also witnessing a growing wave of strategic collaborations and clinical

partnerships among biopharmaceutical companies, academic research centers, and

patient advocacy organizations. These alliances are accelerating the pace of drug

development, enhancing trial design through real-world patient data, and facilitating

access to regulatory pathways such as orphan drug designation and fast-track

approvals. As the demand for effective, accessible, and long-term solutions for Rett

Syndrome continues to rise, the competitive landscape will be shaped by breakthroughs

in gene therapy, precision neurology, and integrated care models, positioning the

market for substantial growth in the coming years.

Market Segmentation:

Segmentation 1: by Type

Classic Rett Syndrome

Atypical Rett Syndrome

Segmentation 2: by Route of Administration

Oral

Parenteral
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Others

Segmentation 3: by End Users

Hospital

Specialty Clinics

Others

Segmentation 4: by the Region

North America

Europe

Asia-Pacific

The Rett Syndrome market is poised for significant expansion, driven by emerging

opportunities that are reshaping access, treatment delivery, and patient care. One of the

most promising opportunities lies in the expansion into emerging markets such as Asia-

Pacific and Latin America, where improving access to genetic testing and pediatric

neurology services is enabling earlier diagnosis and creating new patient populations for

therapeutic intervention. Additionally, there is growing potential for the development of

combination and adjunct therapies, where disease-modifying treatments like trofinetide

can be paired with agents that target specific symptoms such as seizures, motor

dysfunction, or anxiety—offering a more comprehensive approach to care. Furthermore,

the integration of digital health and remote monitoring tools, including telemedicine

platforms, wearable tracking devices, and caregiver support apps, is transforming the

way Rett Syndrome is managed, particularly in homecare settings. These innovations

are not only improving real-time monitoring and adherence but also enhancing quality of

life for patients and families, while creating new channels for clinical engagement and

data collection.
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