
Genetic syndrome goes undiagnosed in thousands of children 

Cornelia de Lange Syndrome (CdLS) is a little-known genetic disorder that occurs in 

about 1 in 10,000 births. An estimated 20,000 people in the United States have CdLS but 

remain undiagnosed or without the services and support they need.   

  Many individuals with CdLS remain undiagnosed because the medical 

community is not aware of the syndrome. While severely affected children are typically 

diagnosed at birth or within a few months, mildly affected individuals often slip through 

the cracks. The diagnosis of CdLS is delayed into early childhood or later, with a trail of 

symptoms—such as speech, growth and developmental delays, and medical 

complications, like GERD and seizures—and no one able to put a finger on the 

underlying cause.  

  May times children with CdLS go for years without the benefit of medical 

expertise and therapies that could improve their lives. Their families also miss out on 

connections with others who share similar experiences. 

By raising syndrome awareness among professionals—like school nurses—who 

are on the front lines each day, the CdLS Foundation aims to reach the thousands of 

children in need of diagnosis and medical care.  

Please take the time to educate yourself about CdLS. Contact Marie Malloy at 

800-753-2357 or outreach@CdLSusa.org to request a professional packet, or visit the 

CdLS Foundation web site, www.CdLSusa.org 

 



CdLS Facts  

·  It is estimated that at least one child with CdLS is born each day in the U.S.  

·  Although children with CdLS range from mildly to severely affected, most have 
similar physical characteristics: small hands, feet and head; thin eyebrows that meet; 
long eyelashes; upturned nose; and thin, downturned lips. 

·  About 25 percent of individuals with CdLS have limb differences or missing limbs.  

·  The first CdLS gene was discovered in 2004 by researchers at the Children’s Hospital 
of Philadelphia. NIPBL on chromosome 5 is found in the affected individual about 
half of the time. Another gene—SMC1L1 on the X chromosome—was discovered 
this year by Italian scientists and is seen less frequently. 

 

CdLS Foundation Facts 

·  The CdLS Foundation is a family support organization that works to ensure early and 
accurate diagnosis of CdLS; promote research into the causes and manifestations of 
the syndrome; and help people with a diagnosis of CdLS make informed decisions 
throughout their lifetime.  

·  The Foundation was founded in 1981 by parents of children with CdLS and 
professionals.  

·  Currently, the Foundation actively serves more than 2,200 people with CdLS, 10,000 
family members and caregivers, and 2,500 interested professionals.  

 
 
 
 



 


