
TAY-SACH’S DISEASE 

 

Tay-Sach’s disease 

An autosomal-recessive progressive neurological 

disorder,  caused by a deficiency in the enzyme 

hexosaminidase A (Hex-A), which is essential for 

the metabolism of the fatty substance GM2 gan-

glioside in nerve cells.6 Without Hex-A, GM2 accu-

mulates, particularly in the brain and spinal cord, 

leading to neurotoxicity and cell death.  

 

Children with Tay-Sachs typically exhibit symp-

toms such as muscle weakness, developmental 

delays, seizures, and a characteristic "cherry-red" 

spot in the retina. Infantile, juvenile, and adult-

onset variants are possible, with different residual 

levels of Hex-A allowing for these phenotypes. 

 Dr Bernard Sachs 

Unbeknownst to Tay and Hutchinson, an American neurologist, Dr 

Bernard Sachs, had similarly described a progressive neurological 

disorder, which he termed Amaurotic Family Idiocy. This would lat-

er be recognised as the same disease-process, Tay-Sach’s Disease. 

 

 Dr Bernard Sachs, who studied medicine in Strasbourg, France, 

presented his paper in 1887, noting motor and cognitive decline in 

children.3 He also observed that patients were more frequently 

born of populations with higher levels of consanguinity, such as 

Amish peoples and Ashkenazi Jews, leading him to theorise the dis-

ease’ inherited nature. 

Dr Warren Tay, pictured in the British Journal of 

Ophthalmology 1927. 2 

 A description of Sach’s initial works on 

‘Amaurotic Family Idiocy’ in Arch. of Neur. and 

Psychiat., February, 1929.4 
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Cherry-red spot as seen in Tay-Sach’s disease. By 6-months old, 

almost all patients develop this characteristic finding.5 
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Dr Warren Tay 

Born in 1843, Yorkshire, England, Dr Tay studied medicine at the London 

Hospital, becoming a member of the Royal College of Surgeons in 1866. 

Dr Tay Began work as an ophthalmologist aged 25. Working under the 

guidance of the esteemed Dr John Hutchinson, after which Tay-Sach’s dis-

ease is less commonly referred to as ‘Hutchinson’s Disease’.1 

 

While working at Moorfield's Eye Hospital, he noticed abnormal pigment-

ed lesions on fundoscopy in children (cherry-red spots), who also suffered 

from progressive neurologic deficits. Hutchinson first published an article 

in 1875, referring to the disorder as ‘Tay's Choroiditis’. In a twist of fate, Dr 

Tay, and his mentor John Hutchinson, both suffered from unilateral blind-

ness secondary to glaucoma. 
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