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Clinical history  



• Body weight: 526 g 
• Length: 32.0 cm  
• Foot length: 

• Right: 2.9 cm 
• Left: 3.4 cm 
 

 

• 461 g +/- 122 g 
• 28.0 cm +/- 2.0 cm 
• 3.9 cm +/- 0.3 cm 

 

Weights and Measurements 



Malformations 



Malformations: 

Right foot with 3 toes Left foot with 2-3-4 
syndactyly 

Clubbed feet 



Post-mortem X-rays: 

Enlarged Skull, frontal 
bossing, 11 ribs 

Lumbar vertebral bodies with 
clefting 

Absent/Poorly formed mid-phalanx 5th fingers 



Capillary malformations: 
 Lung       Heart 



Right Kidney with 
Hydronephrosis 

Left Adrenal Gland with 
Neuroblastoma In Situ



Autopsy: Brain  
Brain weight: 154 g (Expected: 65.4 g @22 wk ) 

Cobblestoned Cortical 
Surface 

Polymicrogyria 



Nodular Ventricular Surface 

Choroid Plexus Cyst 



Massively Enlarged Germinal Matrix 
Periventricular Capillary Malformation 



Differential diagnosis? 



Genetic testing   



JAMA Dermatol. 2014;150(9):990-993. doi:10.1001/jamadermatol.2013.10368 

CLOVES indicates congenital, lipomatous overgrowth, vascular malformations, epidermal nevi, and scoliosis/skeletal/spinal anomalies. 
 

Discussion: Genetic pathway 
 PI3K-AKT-mTOR Signaling Pathway  

Bannayan-Riley-Ruvalcaba 
syndrome  



Diagnosis 
Proteus Syndrome due to AKT1 pE17K mutation.  

 
• Facial anomaly  

 

• Systemic vascular malformations  

 
• Brain anomaly  

• Megalencephaly 
• Cobblestone cortex 
• Periventricular nodular heterotopia   
• Massively enlarged germinal matrix  
• Multiple capillary malformations  
• Focal polymicrogyria 
• Choroid plexus cyst 

 



Discussion Proteus syndrome (PS) 

• Proteus syndrome is a complex condition characterized by 
asymmetric overgrowth of tissue types derived from all three germ 
layers (bones, skin, neural and other tissues) 
 

• Incidence: < 1 in 1 million people worldwide 
 

•  Named by Wiedemann; derived from the Greek god, Proteus 
(ability to constantly change his shape) 



Discussion: 

• Clinical presentation of PS 
 

• Highly variable  
• Joseph Merrick, "The Elephant Man” 

-most well-known case of Proteus 
syndrome 

Sculpture by Paul Kamoda in 1990s 
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