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12 YEAR OLD MALE ;
PRESENTS WITH 
MULTIPLE CUTANEOUS 
NEUROFIBROMAS, 
IMBALANCE AND 
DIMINUTION OF 
VISION IN BOTH EYES

PILOCYTIC ASTROCYTOMA
OPTIC NERVE 

GLIOMA

FASIs
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FASIs

PLEXIFORM

NEUROFIBROMA

OPTIC 

NERVE 

GLIOMA

KNOWN CASE OF NF1; BRAIN 

SCREENING 



CASE 3- Known case of NF1

SCOLIOSIS

NEUROFIBROMAS



CASE 4- Known case of NF1
neurofibromas

Plexiform neurofibroma



Most common 

phakomatosis; 1 in 3000-

4000; RASOPATHY

Autosomal dominant

100% penetrance by age 20

NF1 mutation on 17q11.2; 

codes for neurofibromin –
tumor suppressor gene, 

predominantly regulator of 

neural stem cell 

proliferation.

NEUROFIBROMATOSIS   TYPE 1 





CASE 5: Gradually progressive hearing loss since 3  years; imbalance; Romberg+

BILATERAL VESTIBULAR SCHWANNOMAS

CASE 6 



CASE - 7
A 38 year old female; presenting with altered sensorium,headache, vomiting and 

diminution of vision in right eye 



VON HIPPEL LINDAU
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Cerebellar hemangioblatoma

Right retinal hemangioblatoma

spinal 

hemangioblatomas



VON HIPPEL LINDAU DISEASE
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VON HIPPEL LINDAU DISEASE

CASE 8 

RIGHT CEREBELLAR 

HEMANGIOBLASTOMA

AND LEFT 

ENDOLYMPHATIC SAC 

TUMOR

MULTIPLE 

PANCREATIC 

& 

RENALCYSTS



TUBEROUS 
SCLEROSIS
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ANGIOMYOLIPOMAS





CASE 9 



STURGE WEBER 
SYNDROME
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Thank you.

Dr. Deepshikha; 

JR-2; AIIMS, Nagpur
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1.    Imaging aids in screening and clinching the 

diagnosis of neurocutaneous disorders.  

2.   MRI is crucial for detecting CNS 

involvement early and accurately.  

3.    Patient’s clinical appearance is as 
important as imaging—both go hand in hand.  

4.   Radiology guides management and long-

term follow-up in these patients.

TAKE HOME POINTS


