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• Proportion of cases

• Common groups of conditions

• Phakomatosis

• Metabolic

• Ectopia Lentis

• Challenges in diagnosis, evaluation, management, complications
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CG 35%

JOAG 12%

Ocular Anomalies-- 18.46%----syndromic-- 3.78%

Acquired 28%

Post Cat 7%

1743 eyes of 1155 children  NEWLY DIAGNOSED GLAUCOMA



Phakomatosis



Sturge Weber Syndrome and Phakomatosis Pigmentovascularis (SWS+ODM)
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Sporadic congenital neurocutaneous disorder 

Encephalotrigeminal 
angiomatosis affecting 
the cephalic, facial and 

ocular venous 
microvasculature

Facial hemangioma or 
port wine birth mark

leptomeningeal 
hemangiomaOcular hemangioma 

(episcleral and 
choroidal)

Somatic mosaic 
mutations in GNAQ 

gene

Glaucoma is seen in 30-
70% of patients

Sturge-Weber Syndrome(SWS)

Thomas-Sohl KA, et al. 2004 
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Phacomatosis-Pigmento-Vascularis (PW birthmark+ ODM)

Congenital 
neurocutaneous 

multisystemic 
condition

Soft tissue/ limb 
hypertrophy

Early and late onset 
glaucoma >50%

Concurrent 
Pigmentary Nevi + 

Capillary 
Malformation

Pigmentary nevi

Vascular malformation
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Leptomeningeal enhancement, 

enhanced choroid plexus, hemispheric 

brain atrophy

Seizures, intellectual disabilities, 

Hemiparesis
Bilateral Port wine stain 

with Pigmentary Nevus

Facial soft tissue hypertrophy

20/80p in RE and 20/80 in LE

26 and 35 mmHg  in RE and LE resp

0.9 CDR, bipolar notch

On Antiepileptics

          Left sided Hemiparesis

• Intellectual disability

Diffuse choroidal hemangioma
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Klippel Trenaunay Syndrome (KTS)

Cutaneous 
capillary 

malformations

Venous 
abnormalities

Limb 
hypertrophy 

(soft tissues and 
bones)

a b

IJO, 2024

Persistent tunica vasculosa lentis 

with pupillary block glaucoma



3-months-old

RE upper lid thickening

Lower half of face involved

  

Unilateral megalocornea
Multiple cafe-au-lait spots on the 

cheeks, limbs and trunk

MRI – Mildly enlarged right globe 

with posterolateral contour bulge

Can have Optic nerve Glioma and 

absent GWS

Neurofibromatosis 1

   mutation in the N1     gene on Ch

17,    glaucoma commonly occurs

    ipsilateral to lid plexiform

neurofibromas



Plexiform Neurofibroma, Lisch nodule, ectropion 

uveae,  unilateral glaucoma, Choroidal nodule

• 23% eyes develop Glaucoma
• Congenital or older children

 Abdolrahimzadeh B, et al. 2016
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Systemic evaluation and Anesthesia

• DifÏcult intubation

 Facial anomalies

 Upper airway angiomas 

 Soft tissue hypertrophy in the airway

• Loss of autoregulation predisposes to hemorrhage
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JOG, 2024

Post CTT for SWS in early onset glaucoma

1 of the 49 eyes had complication
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• 55 eyes of 38 patients (21 unilateral and 17 bilateral) with glaucoma in PPV

• 4/10 eyes Trab MMC had RD poor outcome post retinal 

surgery

22 eyes, Repeat intervention in 2/3rds

Young age, mean 4.5  years

Success 75%  at 3 years 

50% eyes had complications

GDD in 22 eyes



• Showed the benefit of Oral Propronolol in the prophylaxis 

and management of postop CD in SWS

• Bilateral cases, repeat intervention had higher risk of CD

What is the role of oral propranolol??

Beware of risk of CVA and get clearance for use

Follow up closely

 



Metabolic
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Mucopolysaccharidosis

Vision loss can be due to corneal clouding, glaucoma (28%), retinopathy, and optic neuropathy

intellectual disability, neurological, cardiac, hearing and musculoskeletal problems

IJO, 2022

Inherited metabolic disorders with abnormal deposition of dermatan 

sulfate in types l and Vl and keratan sulfate in type IV MPS

Shorter AL, High Hyperopia, Flatter K 
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12-year-old, Male

Pain, vomiting, decrease in vision

Consanguineous parents, developmental delay

Deficient Cystine causes increased fragility of the zonules, they 

break and curl up against the lens
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• Anodontia

• Wide open mouth

• Depressed nasal bridge

• Everted lower lip vermilion

• Early balding and Alopecia universals

• Hyperextensible skin

• Long philtrum

• Fluffy face

• Moderate height

• Eyebrow hypertelorism

• Spaced and thin eyebrows/eyelashes

Growth retardation, Alopecia, Pseudoanodontia (failure of teeth eruption) and Progressive optic atrophy

The GAPO syndrome (OMIM ID: 230740) is a rare AR disorder

from 1947 till date a total 35 cases have been reported

 

ANTXR1 gene mutation: extracellular-matrix 

homeostasis



Identify metabolic problem 

good phenotyping, systemic evaluation and genetic 

testing

Anesthesia---Metabolic problem, Hydration, Cardiac, 

Hypercoagulation 



Ectopia Lentis
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• 17-year-old female, Marfanoid habitus

• BCVA: RE CFCF LE 20/250

• IOP: RE 23 LE 24 mmHg

• Gonio BE Open angles

• Fundus: RE CDR 0.8 LE CDR 0.7 Bipolar excavation

Cardiovascular System :

• Dissecting aneurysm of ascending aorta

• Mitral valve prolapse
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Mutations in FBN1 gene---defective fibrillin-1

Present in microfibrils ---provide force-bearing structural support in connective tissue 

Joint stiffness, Cardiovascular defects (patent ductus arteriosus, pulmonary stenosis, thoracic aortic aneurysm, cervical artery dissection



• ASPH gene: a candidate gene for Traboulsi syndrome

• ASPH gene is located on chromosome number 8 (chr8q12.3)

• Autosomal Recessive inheritance

• Calcium homeostasis, Hydroxylation

• Lebanese, Saudi Arabia, Indian

ASPH associated Ectopia lentis

Shawaf 1995, Patel N, Khan AO et al. 2014, Senthil S 2020, Chandran P 2019, 
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• Cardiac problem

• Large beaked nose

• High nasal bridge

• Deviated nasal ridge

• Malar flattening

• Antimongoloid slanting 

of palpebral fissures,

• Retracted chin  

 Lens Dislocation

 Anterior segment abnormalities

 Spontaneous filtering Blebs

 Facial Dysmorphism

http://www.lvpei.org/


      Distinct Novel variant associated 

with cardiac problem
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Diagnosis is 
challenging

Evaluate siblings 
and parents

Deep phenotype and 
arrive at proper 
diagnosis

Ectopia lentis is diverse

Associated systemic 
problems
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Anesthesia

Micrognathia 

large tongue

 short neck 

difÏcult intubation

central apnoea

Cardiac/ 
renal/CNS 

involvement

Coagulation 
profile 

abnormal

Homocystenemia 
Metabolic problems 
Endocrine disorders 

(Hydration, sleep 
apnoea)

Neuromuscular 
disorder

Anemia

Seizures

Challenges: Anesthesia, Systemic problems



ECTOPIS LENTIS– will need lensectomy

Lensectomy is needed– avoid scleral incisions in FLAB

SCLERAL REPAIR for Hypotony
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Surgery is complex

Altered anterior segment anatomy

Greater risk for failure

More complications

Enlarged eye, stretched sclera, low scleral 
rigidity, they react adversely to hypotony

DifÏcult postoperative course

Long term postop management

Glaucoma is refractory: Often they are associated with difÏcult and refractory Glaucoma, early 

diagnosis is the key and life long follow up

Trab+ Trab

• Prevent 
infection, limbal 
based, no MMC, 

Gonotomy

• Extent, Suture 
removal

GDD

• Tube related 
and plate 
related, 
conjunctival 
and corneal 
complications 
and hypotony

TSCPC

• Careful TSCPC
• Location
• Extent
• Post op 

medications
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Summary…………..

Identify Modify

limbal based,  no 
paracentesis, no 
external sutures, 

post op 
medications

Anticipate Prevent

Best way to manage a 

complication is 

prevent it
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Welcome to INDIA 

December 2025!



Thank You
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