
Gene Location Variant gnomAD AF [1] CADD [2] Revel [3] Associated Phenotypes Interpretation

LOXHD1 18:44,056,924-44,237,183 c.1763 G>C; p.G579A 0 25.2 0.822

Recessive Nonsyndromic Hearing Loss [4]; 

Dominant Late-Onset Fuch's [5] VUS

SLC16A12 10:91,190,056-91,295,351 c.113 G>A; p.R38Q 1.6E10-5 13.71 0.105

Dominant Juvenile and Age-Related Cataracts, 

Microcornea, and Renal Glucosuria [6, 7] VUS

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 

Table S1: Genetic variants segregating in all three affected family members, their locations (hg19), their gnomAD 

allele frequencies, CADD and REVEL scores, and associated phenotypes. VUS is variant of uncertain significance. 



 

 

 

Table S2: Genes within the microdeletion, their location (hg19), and any suggested loss of function (LOF) human 

phenotypes. 

Gene Location Human LOF Phenotype

CRYL1 13:20,977,808-21,099,996 Hearing Loss [8, 9]

IFT88 13:21,141,296-21,265,583 Retinal Degeneration; NS CL/CP [10, 11] 

IL17D 13:21,275,652-21,297,237 N/A

EEF1AKMT1 13:21,302,870-21,348,100 N/A

XPO4 13:21,351,468-21,476,913 Laryngomalacia, Developmental Delay [8, 12]

LATS2 13:21,547,175-21,635,725 Cardiac Defects, Cancer Development [12, 13]

SAP18 13:21,140,119-21,149,097 N/A

SKA3 13:21,727,734-21,750,691 N/A

MRP63 13:21,750,797-21,753,223 N/A

MIPEPP3 13:21,872,264-21,967,062 N/A

ZDHHC20 13:21,946,710-22,033,442 N/A

MICU2 13:21,946,710-22,033,442 Neurodevelopmental Disorder [14]



 

Table S3: All significant Gene Ontology (GO) processes [15] for upregulated genes with an adjusted p-value of less 

than or equal to 1e-10. FDR is false discovery rate. 
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