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Cornelia de Lange Syndrome                                                                           

Precision Panel 

 

 

 

Overview  
Cornelia de Lange Syndrome (CdLS) is archetypical genetic syndrome characterized by intellectual 
disability, distinct facial features, upper limb anomalies, pernatal and postnatal growth retardation 
among other signs and symptoms. It is caused by mutations in genes that have a structural or 
regulatory function in the cohesion complex. Cohesin is a protein that plays a pivotal role in chromatid 
cohesion, gene expression and DNA repair. It is transmitted in an autosomal dominant and X-linked 
pattern.  
 
The Igenomix Cornelia de Lange Syndrome Precision Panel can serve as a directed and accurate 
diagnostic tool ultimately leading to a better management and prognosis of the disease. It provides a 
comprehensive analysis of the genes involved in this disease using next-generation sequencing (NGS) 
to fully understand the spectrum of relevant genes. 
 

Indications  

The Igenomix Cornelia de Lange Syndrome Precision Panel is indicated in those cases where there is a 
clinical suspicion or diagnosis with or without the following manifestations:  
 

‐ Intrauterine growth retardation 
‐ Prematurity 
‐ Facial features: arched eyebrows, short nose with depressed bridge, long philtrum, thin lips 

etc 
‐ Low-pitched, weak cry in infancy 
‐ Increased muscle tone  
‐ Respiratory and feeding difficulties 
‐ Developmental delay 
‐ Intellectual disability 
‐ Seizures 

 

Clinical Utility  
The clinical utility of this panel is:  
 

- The genetic and molecular diagnosis for an accurate clinical diagnosis and improve prognosis. 
- Early initiation of treatment with a multidisciplinary team in the form nutritional 

rehabilitation, hearing and visual aids, surgical repair of congenital heart disease and urinary 
system abnormalities with pertinent consultations to specialists.  

- Risk assessment and genetic counselling of asymptomatic family members to identify the 
individuals at risk. 

‐ Improvement of delineation of genotype-phenotype correlation.  
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Genes & Diseases  
 

GENE OMIM DISEASES INHERITANCE* 
% GENE 

COVERAGE (20X) 
HGMD** 

HDAC8 Cornelia De Lange Syndrome, Wilson-Turner Syndrome X,XD,G 99.78 - 

KMT2A 
Hairy Elbows, Short Stature, Facial Dysmorphism, And Developmental 
Delay, Cornelia De Lange Syndrome, Wiedemann-Steiner Syndrome 

AD 98.14 
144 of 

149 

NIPBL Cornelia De Lange Syndrome AD 99.32 
409 of 

426 

RAD21 Cornelia De Lange Syndrome, Mungan Syndrome AD,AR 99.8 16 of 17 

SETD5 Autosomal Dominant Mental Retardation, Cornelia De Lange Syndrome AD 99.77 37 of 37 

SMC1A 
Cornelia De Lange Syndrome, Semilobar Holoprosencephaly, 
Wiedemann-Steiner Syndrome 

X,XR,XD,G 100 - 

SMC3 Cornelia De Lange Syndrome AD 100 30 of 30 

 
* Inheritance: AD: Autosomal Dominant; AR: Autosomal Recessive; X: X linked; XLR: X linked Recessive; Mi: Mitochondrial; Mu: Multifactorial 
** HGMD: Number of clinically relevant mutations according to HGMD 
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Call +34 963 905 310 or send an email to supportspain@igenomix.com for any of the following objectives: 

• Get more information about the test. 
• Request your kit. 
• Request a pick up of the kit after collecting the sample. 

Contact us 
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