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In this Guideline: 

• Referral to Rule Out Cataract 

• Protocol for Diagnosis of Congenital Cataracts in Children 

• References 

 

 

 
 

 
 

 
 

 
 

 
 

 
 

 
Referral to Rule Out Cataract 

 
• Children under 8 weeks old with suspected cataract need to be seen in the next 48 hours 

• Children from 8 weeks old to 8 years old should be seen within 2 weeks 

• Children over 8 years old should be seen within 4 weeks 
 

Proceed to protocol for diagnosis of congenital cataracts. 
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Protocol for Diagnosis of Congenital Cataracts in Children 

  

Fetal Rubella (glaucoma, salt and pepper retinopathy, low 
birth weight, hepatomegaly, deafness) 
Cockayne Syndrome (growth failure, photosensitivity, 
premature aging, pigmentary retinopathy) 
Smith-Lemli-Optiz Syndrome (Intellectual disability, ptosis, 
upturned nose, micrognathia, cleft palate, epicanthal folds, 
capillary hemangiomas, hypospadias, short stature) 
Cerebro-oculo-facial syndrome (reduced muscle tone, 
micrognathia, clenched fists, wide set nipples, involuntary eye 
movements) 
Marinesco-Sjogren Syndrome (cerebral ataxia, hypotonia, 
small stature, sparse hair, thin brittle nails, nystagmus) 
Rubenstein Taybi Syndrome (broad thumbs and first toe, 
learning difficulties, short stature, leukemia, CV defects) 

History of present illness, past medical history 
(prenatal and postnatal history), family history 

• Exam should include: cycloplegic refraction, B-Scan Ultrasound if poor view to the 
posterior fundus. Examine for nystagmus and strabismus.  

• Identify if the cataract is isolated or part of an ocular or systemic disorder: check for 
extra-ocular signs, e.g., dental (Nance Horan), Umbilical Fold. 

• Electro-diagnostics should be undertaken to assess visual potential.  

• Ask parents for photos in infancy to look for clues of when the cataract developed. 

Always examine 
parents (if possible) 
with dilation. 
Cataract in mother of 
affected male: 

• Sutural cataract - 
Nance Horan 
syndrome in child 
(look for dental 
anomalies and 
developmental delay) 

• Punctate cataract - 
Lowe syndrome in 
child 

Multiple congenital anomalies and 
dysmorphic features 

 

Etiology 

Newborn screening 
in USA 50 states: 

• Congenital 
hypothyroidism 

• Galactosemia 

• Phenylketonuria 
  
For more info, look 
at PA screening list. 

Family History 
Genetic Consult 

Genetic Consult 

Examples where cataracts are 
present with chromosomal 
abnormalities:  

• Trisomy 18, 21, 13  

• Turner Syndrome  

• Chromosomal translocations  

Chromosome Normal 

Cardiac Malfunction Microcephaly Hydrocephaly Very-Long 
Fatty Acids 

Hallermann Syndrome 
(Malformation of skull 
and face, dental defects, 
skin atrophy, short 
stature, prominent 
forehead, hypoplastic 
mandible, pinched nose, 
absent permanent teeth) 

Walker-
Warburg 
Syndrome 
(generalized 
hypotonia at 
birth) 

Zellweger Spectrum 
Disorder (hypoplastic 
supraorbital ridges, 
epicanthal folds, renal 
cyst, profound 
hypotonia, seizures, 
apnea, midface 
hypoplasia, inability to 
eat, hepatomegaly, 
enamel defects, liver 
dysfunction, hearing loss, 
RP, leukodystrophy) 

Unilateral Bilateral 

• Idiopathic 

• TORCH 

• PFV 

• Anterior 
segment 
developmental 
anomaly 

• Look for 
posterior 
lenticonus 

• <2% genetic 
cause 

Unwell Child Well Child 

1. Screen for underlying 
causes: 

• TORCH infections 

• Galactosemia (well 
infant) 

• Homocystinuria 
(well toddler) 

• Check newborn 
screening was done 

2. If above negative: 
Genetic Consult 

• First investigation 
typically a Cataract 
Panel 

• Genes typically affect 
crystallins or connexins 
in isolated cataracts 

 

Jaundice and/or 
Hepatomegaly 

Hypotonia Seizure 

• Galactosemia 

• TORCH 

• Hypothyroidism 

• Zellweger 
Spectrum 
Disorder 

• Wilson Disease 

• Walker-
Warburg 
Syndrome 

• Hyperglycemia 

• Galactosemia 

• TORCH 

• Hypothyroidism 

• Lowe syndrome 

• Zellweger 
Spectrum 
Disorder 

• Wilson Disease 
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