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Disclosure slide 

• I do not have disclosures relevant to the 
topic(s) of this lecture. 
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Low-grade 
Locally infiltrative 

Lack ability to metastasize 
Local recurrence 

Desmoid - Clinical Features 

bone 

tumor 
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• Incidence ~2-4 / million / year  

– 700 to 1,500 new cases per year 

– Prevalence is much higher 
  

• Mostly Sporadic 
– Also, familial adenomatous polyposis (FAP) = 

Gardner Syndrome 
 

• Young Adults 
– Females > Males 

Epidemiology 
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Cell of Origin: 
UNKNOWN 

Mesenchymal 
fibroblastic/ 

myofibroblastic 
proliferations 
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Adherens junctions:  

E-cadherin to the actin-
based cytoskeleton 

β-catenin 
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Desmoid 

Scar 

Desmoid 
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nuclei 
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CTNNB1 Mutations 

138 Patients 

 •  85% Mutated 
 

•  15% WT 
 
 

Lazar, et al: Am J Pathol, 2008. 



18-19 February 2014, Milan, Italy 



18-19 February 2014, Milan, Italy Lazar, et al:  Am J Pathol, 2008. 



18-19 February 2014, Milan, Italy 



18-19 February 2014, Milan, Italy 

 >200 patients (April 1998-March 2010) 

 Female predominance (65% F vs 35% M) 

 Young patients (38y, 5-78) 

 Site 

• Abdominal/chest wall 49%    

• Extremity 20%,  

• Head/neck 6%  

• Intra-abdominal 23% 

New Cohort:  Patient characteristics  
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Mutation in 69% of DTs 

• 41A: 47% 

• 45F: 16% 

• 45P: 6% 

 
• WT: 31% 
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S45F mutation more prevalent in the 
extremity (p= 0.013) 
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International Study 

Colombo, et al:  Cancer, 2013. 

recurrent Surgery alone 

surgery & other site 
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 Male, aged 66 

 

 GIST (2005): laparoscopic 
partial gastrectomy 

 

 CT (03/08): mass in 
abdominal wall scar 

 

 Core needle biopsy 

    H&E                    KIT                     β-catenin 

Clinical vignette (desmoid positive)  
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 Female, aged 41 

 Lymphoma (7/2003): 
treated to complete 
remission 

 

 08/2008: upper back 
swelling 

 Core needle biopsy    H&E                                β-catenin  

Clinical vignette #2 
(desmoid positive)  
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Pediatric Desmoids – FAP Connection?  

If CTNNB1 mutation present, 

then there is no germline APC 

 

If no CTNNB1 mutation, then 

reasonable to test for germline 

APC 
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Gene Expression Array 

• Initial 10 desmoids 
 

• Human Exonic Evidence 
Based Oligonucleotide 
(HEEBO Chip) microarray 
 

• SFT, GIST, SS, DFSP, DT, 
LMS, UPS/MFH 

 

Matt van de Rijn & Rob West, Stanford U Med Center 
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Expression 
Signature Rich        
in b-catenin/TCF 
Responsive Genes 

 Many proposed IHC markers 

for clinical behavior 

All retrospective 

None robust for clinical 

(REMARK) 
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Prospective Trial for Desmoid Progression 

Prospectively genotype patients from biopsy material 

Wait and see / observation cohort (n=100) 

Correlate outcome (PFS) 

Does CTNNB1 S45F predict progression? 

Immunological factors (host) 

Prior retrospective studies:  post-resection recurrence 

Does test provide clinically actionable information? 
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• Confirm primary diagnosis 

• Assess for recurrence 

• Evaluate for FAP 

 

• Prognosticate???……wait and see 

So, Can Molecular Biology Help? 
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