
Aim 
� Explore phenotypic and genotypic spectrum of 

SMARCA2-associated NCBRS
� Elucidate genotype-phenotype correlations

  

Intellectual impairment
❑ 0* = lack info
❑ 1 = mild ID
❑ 1* = ID with no classification
❑ 2 = moderate ID 
❑ 3 = severe ID

Seizures 
❑ 0* = lack info
❑ 0 = no seizures
❑ 1 = seizures
❑ 2 = severe seizures (AOO 

below 24 months)

Facial dysmorphism 

❑ 0 = no dysmorphism
❑ 0* = lack info
❑ 1 = 1 main phenotype 

and/or secondary 
phenotype

❑ 2 = 2 main phenotype 
and/or secondary 
phenotype

❑ 3 = 3 main phenotype 
and/or secondary 
phenotype

Skeletal abnormalities 
❑ 0 = no skeletal abnormality
❑ 1 = 1 main phenotype 
❑ 2 = 2 main phenotype 
❑ 3 = 3 main phenotype 

� Further functional analysis is ongoing to delineate the impact 
of these variants on the phenotypic outcomes.

� Differentiate patient-derived iPSCs into several type of cells
� Recruiting new patients, welcome to contact us for details: 

renee.lin@ucl.ac.uk, s.efthymiou@ucl.ac.uk 

Clinical presentation of NCBRS SMARCA2 variants

Study cohort

Nicolaides-Baraitser syndrome 
• A rare genetic disorder caused by heterozygous pathogenic 

variants in the SMARCA2 gene.
• Characterized by a distinctive neurodevelopmental 

phenotype, dysmorphic features, and skeletal abnormalities.

Background

Future studies

Acknowledgement:
We would like to thank the affected individuals and their families for 
their support of this study. The NCBRS Worldwide Foundation and 
the Sanford CoRDS team, including Alyssa Mendel. 

There are no conflicts of interest to disclose.

SMARCA2 
• Core catalytic subunits of the 

SWI/SNF complex (Mammalian 
BAF).

• Regulates gene expression by 
chromatin remodeling. 

• Autosomal dominant pattern of 
inheritance.

 Diagnosis
• Blood test to sequence the SMARCA2 gene.
• Rule out similar conditions, such as Coffin-Siris syndrome.

Main phenotype 
✔ Sparse scalp hair
✔ Mouth – wide mouth, thin 

upper lip, thick lower lip
✔ Dental – wide spaced 

teeth, delayed dental 
eruption

Secondary phenotype 
✔ Eye – prominent eyelashes
✔ Nose – anteverted nares

Main phenotype 
✔ Scoliosis
✔ Prominent distal 

phalanges 
✔ Prominent 

interphalangeal 
joints
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