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Related Diseases 

AGel amyloidosis
Amyotrophic lateral sclerosis
Axenfeld-Rieger syndrome
Bietti crystalline dystrophy
Brittle cornea syndrome
CINCA syndrome
Classical Ehlers-Danlos syndrome
Congenital cornea plana
Congenital hereditary endothelial dystrophy type II
Congenital stromal corneal dystrophy
Corneal dystrophy-perceptive deafness syndrome
Corneal intraepithelial dyskeratosis-palmoplantar hyperkeratosis-laryngeal dyskeratosis syndrome
Epithelial recurrent erosion dystrophy
Familial LCAT deficiency
Familial cold urticaria
Fish-eye disease
Fleck corneal dystrophy
Fuchs endothelial corneal dystrophy
Gelatinous drop-like corneal dystrophy
Granular corneal dystrophy type I
Granular corneal dystrophy type II
Intermediate generalized junctional epidermolysis bullosa
Isolated aniridia
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Isolated congenital megalocornea
Late-onset junctional epidermolysis bullosa
Lattice corneal dystrophy type I
Localized junctional epidermolysis bullosa
Macular corneal dystrophy
Meesmann corneal dystrophy
Muckle-Wells syndrome
Pitt-Hopkins syndrome
Posterior polymorphous corneal dystrophy
Rare autosomal recessive non-syndromic sensorineural deafness type DFNB
Reis-Bücklers corneal dystrophy
Ring dermoid of cornea
Schnyder corneal dystrophy
Thiel-Behnke corneal dystrophy

Related Analytes 

GENE
% OF CODING SEQUENCE SUFFICIENTLY COVERED TO DETECT 

HETEROZYGOUS MUTATIONS
COPY NUMBER 

VARIATION
COMMENTS

AGBL1 99.99 1

CHRDL1 99.94 1

CHST6 100.00 1

COL17A1 99.98 1

COL3A1 99.87 1

COL5A1 99.99 1

COL8A2 99.94 1

CYP4V2 99.98 1

DCN 99.42 1

GRHL2 100.00 1
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% OF CODING SEQUENCE SUFFICIENTLY COVERED TO DETECT 
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COMMENTS

GSN 99.93 1

KERA 99.95 1

KRT12 99.92 1

KRT3 99.89 1

LCAT 99.97 1

LOXHD1 99.99 1

NLRP1 95.26 1

NLRP3 100.00 1

OVOL2 100.00 1

PAX6 99.95 1

PIKFYVE 99.81 1

PITX2 99.98 1

PRDM5 99.76 1

SLC4A11 100.00 1

SOD1 99.97 1

STS 99.81 1

TACSTD2 100.00 1

TCF4 98.56 1

TGFBI 99.89 1

UBIAD1 99.98 1
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VSX1 99.93 1

ZEB1 100.00 1

ZNF469 100.00 1
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