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22q11.2 deletion syndrome, also known as DiGeorge syndrome or velocardiofacial

syndrome, is a genetic disorder caused by the deletion of a small segment of

chromosome 22. This deletion affects various parts of the body, leading to a wide range

of symptoms, including congenital heart defects, immune system deficiencies, distinct

facial features, developmental delays, and psychiatric disorders. Individuals with the

syndrome often experience heart abnormalities like tetralogy of Fallot, immune system

issues due to thymus dysfunction, and learning disabilities, along with mental health

conditions such as anxiety and ADHD. The severity and combination of these

symptoms can vary greatly among individuals, and early diagnosis through genetic

testing is essential for effective management. While there is no cure, treatments focus

on addressing the specific symptoms, including heart surgery, immune support, and

educational or psychological interventions, to improve the quality of life for those

affected.

The global 22q11.2 deletion syndrome market is witnessing significant growth, fueled by

several key factors. Advancements in diagnostic technologies, such as next-generation

sequencing (NGS) and chromosomal microarray analysis (CMA), have improved the

accuracy of diagnosis and enabled earlier identification of the condition, leading to more

timely interventions and better patient outcomes. Increased awareness and recognition

of 22q11.2 deletion syndrome as one of the most common genetic disorders have also

contributed to improved diagnosis and greater research investment.
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The development of targeted therapies, such as Zynerba Pharmaceuticals' Zygel

(ZYN002) for neuropsychiatric symptoms is further driving 22q11.2 deletion syndrome

market growth by offering potential solutions to address the syndrome's complex

symptoms. Additionally, the rising investment in rare disease research and the creation

of multidisciplinary care models are improving patient care, fostering better long-term

health outcomes, and stimulating demand for treatments. Together, these trends are

fueling substantial growth in the22q11.2 deletion syndrome22q11.2 deletion syndrome

market, offering hope for more effective management and care of individuals affected by

22q11.2 deletion syndrome.

One of the significant drivers of the 22q11.2 Deletion Syndrome market is the

advancements in diagnostic technologies. The adoption of next-generation sequencing

(NGS) and chromosomal microarray analysis (CMA) has greatly improved the accuracy

and speed of diagnosing 22q11.2 deletion syndrome. Early and accurate diagnosis

allows for timely interventions, which can significantly improve patient outcomes by

enabling targeted treatments and personalized care. This growth in diagnostic

capabilities has led to increased awareness, more patients seeking treatment, and a

greater demand for effective therapies, thereby driving the overall market forward.

Despite the growth trajectory, several challenges continue to impact the global 22q11.2

deletion syndrome market. One of the most significant barriers is the lack of curative

treatments for the syndrome. Currently, there are no definitive cures, and treatment

mainly focuses on managing the symptoms, which can vary widely among individuals.

This symptom-based approach can lead to long-term healthcare needs and higher

overall treatment costs.

Additionally, the complexity of the syndrome, with its diverse manifestations affecting

different organ systems, makes it difficult to develop a one-size-fits-all therapeutic

solution. Another challenge is the limited awareness of 22q11.2 deletion syndrome

among healthcare providers, which can result in delayed diagnosis and suboptimal

care.

Despite improvements in diagnostic technologies, the condition is often misdiagnosed

or underdiagnosed, further delaying treatment. These factors contribute to the ongoing

hurdles in advancing treatment accessibility and improving patient outcomes in the

22q11.2 deletion syndrome market.

Leading players in the global 22q11.2 deletion syndrome market are significantly
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shaping the industry with their innovative research and therapeutic developments.

Zynerba Pharmaceuticals is at the forefront with its clinical-stage therapy Zygel

(ZYN002), a transdermal cannabidiol gel that targets neuropsychiatric symptoms

associated with the syndrome. The company is conducting ongoing clinical trials, which

offer hope for more effective symptom management.

As the 22q11.2 deletion syndrome market evolves, several emerging trends are

significantly shaping its future. Advancements in genetic testing, such as next-

generation sequencing (NGS) and chromosomal microarray analysis (CMA), are

enabling more accurate and earlier diagnoses, which facilitates timely interventions and

boosts the demand for targeted therapies. These therapies represent a shift toward

personalized and precision medicine, offering more tailored treatment options.

Additionally, there is an increase in investment in rare disease research, fueling

innovations in diagnostics, treatment options, and patient care. Strategic collaborations

between pharmaceutical companies, academic institutions, and healthcare providers

are accelerating progress in understanding the syndrome and developing

comprehensive care solutions. Furthermore, the expansion of genetic screening

programs, particularly newborn screening, is helping to identify 22q11.2 deletion

syndrome earlier, leading to better outcomes through early intervention. These trends

collectively point to a promising future for the 22q11.2 Deletion Syndrome market, with

advancements in diagnostics, personalized care, and treatment options driving growth

and improved patient outcomes.
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