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Patient 

ID

DNA varitant Genotype

Gene 

found 

mutated 

in WES

Age at 

diagn

osis

Gender

Consa

nguni

ty

Mode of 

Inherite

nce

Speech Vision Balance

Audiome

tric 

Diagnosis

HL1 c.5342A>G T/C SCN10A 6 FemaleNo

HL10 c.2219G>T G/T SLC26A4 14 FemaleNo

HL12 c.10294C>T C/T MYO15A 7 Male No

c.3670G>A G/A MYO7A

c.833A>G T/C TSPEAR

c.3670G>A G/A MYO7A

c.833A>G T/C TSPEAR

HL17 c.4163G>A G/A TECTA 3 FemaleNo

HL19 c.385G>A C/T GJB2 6 Male No

HL20 c.1848_1853del TGGAGGA/T DIAPH1 4 Male No

HL22 c.4439C>G G/C MYH9 2 Male No

c.14266G>A G/A ADGRV1

c.199G>A C/T CIB2

c.4354C>T G/A OTOF

HL24 c.2603G>A T/T COL4A6 10 Male No

c.346G>A T/T TMPRSS3

c.2612T>G T/G WFS1

HL32 c.6265G>A C/T DNAH5 3 FemaleNo

HL37 c.9595>A C/A ADGRV1 4 Male No

c.231G>A C/T GJB2

c.A1Gdel T/C GJB2

c.692G>A C/T SCN10A

c.6136G>A C/T LOXHD1

c.1624A>C A/C OTOA

HL42 c.185G>A G/A GPSM2 7 Male No

HL5 c.4420G>T C/A LOXHD1 9 Male No

HL7 c.1629A>C T/G PCDH15 6 FemaleNo

c.13492G>C G/C ADGRV1

c.488A>C A/C TRIOBP

HL3 5 Male

HL42 7 Male



HL15 12 FemaleYes



HL23 15 FemaleNo



HL21  4 FemaleNo



HL27 14

Female

No



HL40 4

Female

No



HL4 6

Female

Yes



HL8 7

Female

No



ATAATTTTGTAGG/A c.1264delG



GPSM2



No
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Sporadic inheritence

Autosomal Domianant inheritence

Autosomal Recessive inheritence

X-linked inheritence

Speech delayed

Speech absent

Normal vision

Low vision

Normal balance

Subnormal balance

Abnormal balance

Moderate sensorineural hearing loss

Bilateral profound hearing loss

Bilateral severe sensorineural hearing loss

Right ear - severe, Left ear - profound sensorineural hearing loss

Left ear - severe, Right ear - profound sensorineural hearing loss
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Male
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HL15

12

Female

Yes





HL23
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No





HL21 

4

Female

No
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No
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Speech absent

Normal vision
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Subnormal balance
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Moderate sensorineural hearing loss

Bilateral profound hearing loss

Bilateral severe sensorineural hearing loss

Right ear - severe, Left ear - profound sensorineural hearing loss

Left ear - severe, Right ear - profound sensorineural hearing loss

