
INTRODUCTION 

R eview quest ion / Object ive Th is 
systematic review invest igates the 
relationship between SCN2A mutations and 

ASD phenotypes. 

Condition being studied Autism Spectrum 
Disorder (ASD). 

METHODS 

Participant or population Patient with ASD. 

Intervention Not applicable. 

Comparator Not applicable. 

Study designs to be included Case Series, 
Cohort, Randomized Controlled Trials, Cross-
sectional. 

Eligibility criteria ASD diagnosis. 

Information sources The search was conducted 
using electronic databases, including PubMed, 
Embase, Web of Science, SCOPUS, and 
ScienceDirect.


Main outcome(s) Extracted data included patient 
demographics (age, sex), the presence or absence 
of an ASD diagnosis, genetic variations, and 
associat ion stat ist ics (such as p-values) 
quantifying the correlation between SCN2A 
mutations and ASD. 

Quality assessment / Risk of bias analysis The 
risk of bias was assessed using the Joanna Briggs 
Institute (JBI) critical appraisal checklist, tailored to 
the study type[46-49]. The GRADE criteria and the 
Risk of Bias Assessment tool for Non-Randomized 
Studies (RoBANS) were also applied to formally 
assess the quality of evidence and potential bias in 
the included studies. Three researchers critically 
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reviewed the included studies for scientific quality 
and control of confounders. 

Strategy of data synthesis Data from studies that 
met the inclusion criteria were synthesized and 
presented in both tabular and narrative formats. 
The characteristics, methods, outcomes, and 
study quality (RoB) were described. Data were 
reported as medians, percentages, ranges, and 
means with standard deviations, where applicable. 
Subgroup analyses were performed based on sex 
(male vs. female) and age groups to explore any 
differential effects of SCN2A mutations in these 
populations.


Subgroup analysis N/A. 

Sensitivity analysis N/A. 

Country(ies) involved USA. 

Keywords Autism Spectrum Disorder; SCN2A; 
Nav1.2 sodium channel; genetic mutations; 
neurodevelopmental disorders; genotype-
phenotype correlation; de novo mutations; 
personalized medicine; intellectual disability. 
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