Pedigree analysis of South Asian informative families with primary concomitant horizontal strabismus
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Abstract (300 word limit)

Statement of the Problem: Familial forms of primary concomitant horizontal strabismus (PCHS) comprising intermittent exotropia (XT) and accommodative esotropia (ET) have been observed across all populations. However, no definitive mode of inheritance or any genetic determinants have been concretely established for the same. This talk focusses on the pedigree analysis of informative families with PCHS in a South Asian population for subsequent putative disease-causing variant identification through appropriate genetic analysis.   
Clinical Practice: Informative families with two or more affected members with PCHS were recruited from the strabismus clinics of the affiliated hospitals from August 2014 to January 2022. Detailed phenotypic evaluation of the proband and other affected family members was performed.  Pedigree documentation was done by Cyrillic 3.0.400 software. 
Conclusion & Significance: This is the largest clinical registry of PCHS in the South Asian population and provides insights into the intricate distribution of this phenotype therein. Analysis of this large and unique informative pedigree cohort in this geographical location, recruited for future genetic analysis, opens perspectives on the study of clinical and genetic heterogeneity of this condition. A large preponderance of XT families versus ET families was observed in this population, which is at variance from the Caucasian population. As XT is mostly intermittent, a high degree of suspicion for acquiring a detailed family history is of relevance.
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