
What You Need to Know
The Need for Innovation in Alpha-1 Antitrypsin Deficiency (Alpha-1)

Alpha-1—also sometimes called AATD—is an underdiagnosed 
condition affecting ~235,000 people worldwide.1,2

Alpha-1 is characterized by low levels or absence of a protective protein called  
alpha-1 antitrypsin (AAT).3 The liver makes and releases this protein into the bloodstream.  
It helps to protect the lungs so they can function.3

There is an overall lack of awareness of Alpha-1 as a genetic cause of some 
forms of COPD.5 An estimated 90% of individuals with Alpha-1 are  
believed to be undiagnosed and therefore underserved, making them  
at higher risk for disease progression.5,6

Alpha-1: a genetic disease affecting the lungs

The cause of Alpha-1: a missing protein
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*Alpha-1 primarily affects the lungs and liver; the focus of this material is on the lungs. Most adults with 
Alpha-1 experience lung involvement (about 85%) and some have liver damage (about 15%).³
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The potential impact of Alpha-1 on the lungs*: Those living with Alpha-1 
often experience progressive deterioration of the lung tissue and may 
develop emphysema, a common and serious form of chronic obstructive 
pulmonary disease (COPD).1,3 In severe forms of the disease, patients can 
sometimes require lung transplantation.4



A closer look at how AAT helps to protect the lungs 

Addressing the unmet need

MAT-GLB-2602164-v2.0-08/2026

AAT blocks neutrophil elastase and other proteases that can cause damage to lung tissue.3,7 
Neutrophil elastase is released from white blood cells to fight infection but if not tightly  
controlled by AAT, it can attack normal tissue in the lungs.3 The resulting tissue damage 
may cause difficulty breathing and can lead to conditions like COPD.3,7 Environmental  
factors, such as exposure to tobacco smoke, chemicals, and dust, likely impact the severity  
of Alpha-1.3

A person not living with Alpha-1:
AAT inactivates neutrophil 

elastase, thus helping to prevent 
damage to lung tissue.3

A person living with Alpha-1:
With little or no AAT, neutrophil  
elastase is unchecked and can 
cause damage to the lung tissue. 
This can cause difficulty breathing, 
and lead to conditions like COPD.3

For nearly 40 years, weekly plasma-derived augmentation therapy (pdAAT) 
has been the standard-of-care for Alpha-1, intended to raise AAT levels in 
the lungs and bloodstream.8,9 But unmet need persists as many people still 
have difficulty maintaining these levels within the normal range over time,  
potentially leaving them at risk for disease progression.10 

The complexity of managing Alpha-1 may in part be rooted in a decades-long 
definition of less than or equal to 11 µM of serum AAT as the threshold under 
which risk for lung disease sets in.11 This has since been challenged by other 
literature demonstrating that risk of lung disease may actually begin when 
patients are below normal levels of AAT, which in healthy individuals is 20 µM, 
especially when coupled with other environmental or lifestyle factors.12 

At Sanofi, we are leveraging our deep experience in both rare and respiratory diseases to pursue innovation 
in this space. We are working diligently to address persisting unmet needs in Alpha-1 grounded in our more 
than 40 years of supporting people with rare diseases.
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People living with Alpha-1 need innovation and recognition of the large care gap that exists. 


