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Discussion 

 # 1024 PD : Surveillance of adolescents and 

young adult patients with Fanconi Anemia (FA): 

Awareness of diagnosing solid tumors at a 

young age  

 Balmaña et al. 

 

 



Fanconi Anemia 

The underlying disease 



Características principales 
• First described by Guido Fanconi (1927) 

Fanconi Anemia 

• Incidence: 1/350.000 newborn 

• Inhereted disease (AR, X-linked) 

• Heterogeneous range of phenotype 

• 60 -70% present congenital defects 
• Finger anomalies, skeletal defects (hip, ankle,…) 

• Renal anomalies 

• Hiperpihmentation, “café au lait” stains,.. 

• Microcephaly, mental retardation,… 

• hypogonadism 

•Other 



• Median age at diagnosis of 7        

years  (range: 0 – 50 y) 

• Bone marrow disfunction:  

  90 % of patients  

• Increased risk of tumors 

   - MDS/AML 

   - Solid tumors 

Características principales 
Curso clínico 

Kutler, Blood 2003 

Disease Course 

Fanconi Anemia 



Mecanismos moleculares 
Increased sensitivity to DNA Cross linking 

agents (Mitomicin C, Diepoxibutane) 

Fanconi Anemia 



 Fanconi Anemia 

Bloom Syndrome Ataxia telangiectasia 

Hereditary colorectal cancer Heredidary Breast and 
ovarian carcinoma 

Xeroderma pigmentosum 

FANCA, -B, -C, -D, -E, 

-F, -G, -I -J -L, -M, -N 
XPA - XPG 

ATM 

BRCA1 – BRCA2 
MSH2, MSH6, MLH1, 

PMS1, PMS2 

BLM 
CROMOSOMAL 

INSTABILITY 

 

DNA Repair Genes & Syndromes 



The Fanconi anemia/BRCA pathway 
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D’Andrea, N Engl J Med 2010 

 

The Fanconi anemia/BRCA pathway 

BRCA2 



Fanconi Anemia 

Solid Tumors Incidence 



Alter BP. Cancer 2003; 15:425-440  

 

High risk 

Young age 

Secondary Tumors 





Rosenberg PS. Blood 2005 

(prior BMT) 

(no prior BMT) 

Risk of head and neck squamous cell 

cancer in FA patients with and without BMT 



Critical steps of high-risk HPV-

induced carcinogenesis 

Münger et al. J Virol 2004;78:11451 



 

FA patients Surveillance 

Vall D´Hebron Hospital Cohort 



Vall D´Hebron Hospital Cohort 



Vall D´Hebron Hospital Cohort 



Vall D´Hebron Hospital Cohort 



Vall D´Hebron Hospital Cohort 



Implications 



Implications 

– Close surveillance needed 

• Should the follow-up be different based on 

prior BMT? 

– Avoiding tobacco and alcohol 

– Education 

– HPV vaccination (?) 



Follow-up in adult Fanconi Anemia 

patients 

 High risk clinics at the Medical Oncology department 

 ENT surgery clinic 

 Maxillofacial 

 Gynecology 

 Genetics 

 Pediatric and Adult Hematology 

 

 



SURVEILLANCE 

 

FREQUENCY 

- Symptoms survey 

- Physical examination 

- Health education 

- Specific 

recommendations 

- Papilloma virus vaccine 

Every 6-12 

months 

Surveillance protocol in the High Risk 

Clinics 



Implications 

– Close surveillance needed 

• Should the follow-up be different based on 

prior BMT? 

– Avoiding tobacco and alcohol 

– Education 

– HPV vaccination (?) 



HPV infection in FA patients 
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