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ClinGen Hearing Loss Gene Curation Expert Panel (HL GCEP) classifications for all 35 genes that contributed to the diagnostic yield 
 
 

Gene n Disease association Inheritance 
pattern 

Genetic 
evidence 

Experimental 
evidence 

Total  
points 

Final 
interpretation 

Date of 
finalization 

GJB2 19 Nonsyndromic hearing loss AR 12 6 18 Definitive 02.03.17 

MYO15A 4 Nonsyndromic hearing loss AR 12 6 18 Definitive 21.11.17 

COL11A1 4 Marshall and Stickler syndromes AD 
   

n.d. 
 

WFS1 4 Wolfram-like syndrome AD 10.5 0.5 11 Definitive 17.04.18 

SLC26A4 4 Pendred syndrome AR 12 6 18 Definitive 07.06.17 

TMPRSS3 3 Nonsyndromic hearing loss AR 12 4.5 16.5 Definitive 22.08.17 

LOXHD1 3 Nonsyndromic hearing loss AR 12 2.5 14.5 Definitive 08.05.18 

COL4A3 3 Alport syndrome AR, AD 
   

n.d. 
 

EDNRB 2 Waardenburg syndrome AD 5 0 5 Limited 08.05.18 

MYO6 2 Nonsyndromic hearing loss AD 12 3 15 Definitive 20.02.18 

USH2A 2 Usher syndrome type 2 AR 12 6 18 Definitive 15.02.17 

MYO7A 1 Nonsyndromic hearing loss AD 9.5 3.5 13 Definitive 19.03.18 

TECTA 1 Nonsyndromic hearing loss AR 12 6 18 Definitive 02.01.18 



TECTA 1 Nonsyndromic hearing loss AD 10.5 5.5 16 Definitive 02.01.18 

ACTG1 1 Nonsyndromic hearing loss AD 12 1 13 Definitive 07.01.19 

CDH23 1 Nonsyndromic hearing loss AR 9 4.5 13.5 Definitive 22.05.18 

COCH 1 Nonsyndromic hearing loss AD 10 3.5 13.5 Definitive 05.01.17 

COL2A1 1 Stickler syndrome AD    n.d.  

COL4A5 1 Alport syndrome X-linked    n.d.  

COL9A2 1 Stickler syndrome AR    n.d.  

DIAPH1 1 Hearing loss and  
macrothrombocytopenia 

AD 10 6 16 Definitive 05.01.18 

DIAPH3 1 Auditory neuropathy AD 2 4.5 6.5 Moderate 29.03.17 

EYA4 1 Nonsyndromic hearing loss AD 12 2 14 Definitive 05.01.18 

GATA3 1 Hypoparathyroidism, SNHL,  
and renal dysplasia 

AD    n.d.  

KCNQ4 1 Nonsyndromic hearing loss AD 12 5.5 17.5 Definitive 21.11.17 

MANBA 1 Beta-mannosidosis AR    n.d.  

MARVELD2 1 Nonsyndromic hearing loss AR 12 5.5 17.5 Definitive 05.01.18 

MITF 1 Waardenburg syndrome AD 11,5 6 17.5 Definitive 21.11.17 

OTOF 1 Auditory neuropathy AR 12 5.5 17.5 Definitive 30.01.17 

PAX3 1 Waardenburg syndrome AD  12 6 18 Definitive 15.11.17 

POU4F3 1 Nonsyndromic hearing loss AD 12 6 18 Definitive 21.11.17 

SMPX 1 Nonsyndromic hearing loss X-linked 12 2 14 Definitive 12.09.17 

SOX10 1 Waardenburg syndrome AD 12 5 17 Definitive 19.06.17 



STRC 1 Nonsyndromic hearing loss AR 12 2.5 14.5 Definitive 19.12.17 

TFAP2A 1 Branchiooculofacial syndrome AD    n.d.  

TMIE 1 Nonsyndromic hearing loss AR 12 6 18 Definitive 29.09.17 

 
 
Abbreviations:   
AR  Autosomal recessive;  
AD  Autosomal dominant;  
n.d.  not done 
SNHL Sensorineural hearing loss 
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