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Unusual lecture

Pubmed search “genetic 
dog, cat” 
Pubmed search 
“candidate gene dog, cat”
 + “retinal disase”
  + “cataract” 

 And so on…

• Aim to know what is “new” 
from genetic eye related 
diseases

• I am not a geneticist, 
I am only a clinician in private 
practice J 



Optic Nerve
• Assume autosomal recessive with 

variable but unknown penetrance
• Screened genes can be ruled out as 

causally associated with the disease

VO2020



• Ehles-Danlos Syndrome - 
human: 
• Ocular signs: strabismus, 

amblyopia, irregular 
astigmatism, high refractive 
error, convergence insufficiency, 
dry eye, spontaneous ectropion, 
chronic foreign body sensation…

• General: multiple fractures, 
stretchy skin, bruising, atrophic 
scarring, hyperflexible joints, 
inguinal hernia, exercise 
intolerante, psychiatric 
disturbance Ehlers Danlos Syndrome: An Overview - YouTube





• Pit Bull T, Alapaha Blue Blood bulldog – 
Homozigous variant (n=8)

• Multifocal wounds, atrophic scars, joint 
hypermobility, narrow palpebral 
fissures, skin hyperextensibility, joint-
associated swellings

• Euthanasia 13 weeks

• Cross sections of collagen fibrils in 
hieroglyphic-like structures similar to 
other species with dermatosparaxis

• ADAMTS2 missense mutation



. Topography irregular
- Normal corneal thickness
- Descemets membrane much thinner

- Diameters of fibrils similar
- Boundaries of the fibrils less distinct
- Packing of the collagen was looser and less regular than 

affected dogs



Skin - Enlen



Cataracts 

• FYCO1 candidate 
causative variant 
juvenile cataract



• CFA20 and CFA21 
two loci 
associated with 
PPC – possibly 
dominant
• CFA4 and CFA30 

close proximity to 
cataract 
candidate gene



• CFA20 and CFA21 
two loci associated 
with PPC – possibly 
dominant
• CFA4 and CFA30 

close proximity to 
cataract candidate 
gene
• Sensitivity of 

cataract screening 
highly dependent on 
age at examination







• Allele frequency refers to 
how common a specific 
allele (a version of a gene) is 
in a population
• In genetics, an allele is one 

of two or more versions of a 
gene. For example, a gene 
may exist in two forms, one 
causing a certain disease 
and another being normal





Retina dog



• CSNB: clinically and genetically
heterogeneous disease

• Night vision impairment
• Naturally occuring
• Retinal morphology no changes:

• Normal cellular layers and
structure

• Normal rod spherules and
synaptic ribbons

• No signs of stress
• Dendritic terminals of ON-bipolar 

that extended into the OPL
• Involvement of RGS11 - no 

labelling in the affected retina



Retina dog





Expansion of ring type lesion peripapillary
Progression of multifocal depigmentation in 

non-tapetal region







Gene Disease Breed
ADAMTS 2 Dermatosparaxis Ehlers Danlos 

Syndrome
Pinscher
Cat

ADAMTS 10 POAG Beagle
Norwegian Elkhound

ADAMTS 17 POAG
Lens lux

Many breeds
Terriers
Basset Hound
Norwegian Elkhound
Fauve Bretagne
Shar-pei

OLFML3 Goniodysgenesis
Glaucoma

Border Collie

SRBD1 Glaucoma Shiba-Inu / Shih-Tzu





• Using genetic information from 
people's pets (6000 dogs)
• can help discover important 

genetic traits and diseases
• Researchers use large 

databases with genetic and 
physical information from pets 

• Large-scale genetic studies 
emphasize the power of using 
consumer genetics for studying 
pets

• People's interest in their pets' 
genetics can help advance 
research







Benefits of medial 
canthoplasty?
• 271 brachycephalic dogs

• 43.5 underwent surgery

• Post-operative complications: 5.7% (6/104) had corneal ulceration 
post-operatively

• 271 brachycephalic dogs recommended for Medial Canthoplasty (MC) 
• 43.5% (118/271) underwent surgery - 72.0% (85/118) were Pugs

• 5.7% had corneal ulceration postop

• 73.7% had current or historical corneal ulceration

• Post-operative complications: Among 104 dogs with follow-up 
data:5.7% (6/104) had corneal ulceration post-operatively.

• Satisfaction: 89.5% were satisfied with the clinical outcome.

• 87.5% were satisfied with the cosmetic outcome.

• Conclusion: MC has high clinical relevance for managing 
brachycephalic ocular syndrome, restoring functional conformation, 
and improving quality of life for affected dogs



Presentation

6 weeks post 
nasal fold 
resection 







Allometric brachycephaly refers to skull shape variation 
where the facial length shortens relative to the braincase, 
predominantly due to smaller body size rather than other 
anatomical changes. 
The shortening of the snout is proportional to the animal's 
overall body size and results from natural scaling 
relationships between the size of different parts of the 
skull and body



Egiptian horses



Brief

• Reviewed recent genetic diseases in dogs 
• Did I forget about cats?? 
• Absolutely not, I did not find new articles! L

• Discussed benefits of medial canthoplasty
• Discussed brachycephaly


