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MUTATION ANALYSIS FIBRILLIN-1 GENE - MARFAN SYNDROME SPECTRUM OF DISORDERS 

(By direct referral, or through the UK Genetic Testing Network) 
 
Causative mutations in the fibrillin-1 gene have now been reported in a spectrum of disorders which 
include: Marfan syndrome, ectopia lentis, MASS syndrome, familial mitral valve prolapse, and Schprintzen-
Goldberg syndrome, as well as the most severe neonatal Marfan syndrome. 
 
As a recognised national referral laboratory for tertiary and quaternary referral, we can offer analysis of all 
65 exons of this large gene, with an estimated 90% mutation yield rate. This has risen from 40% in 1994 and 
60% in 1998. If no mutation is found, this may be interpreted by the clinician as reducing the likelihood that 
the patient has Marfan syndrome, unless necessary diagnostic clinical criteria are met (two out of three 
systems classically affected: eyes, heart, skeleton).  
 
Where a mutation is identified, this is verified in other affected family members wherever possible, and the 
location and type of mutation considered. If clearly causative, the mutation can be used for screening 
siblings, parents and offspring of the proband, by buccal rub postal sample. Prenatal diagnosis, where 
indicated, has been successfully performed using cells obtained at chorionic villus biopsy or amniocentesis. 
Postnatal diagnosis from cord blood or infant blood sample (3ml) is an alternative. 
 
Analysis will be undertaken on 20 µg of genomic DNA or a 20-ml (adult) or 5 ml (child) EDTA sample 
posted to Dr. Child at the above address. It must be accompanied by full clinical details and pedigree, to 
help with interpretation of results. 
 
Results will be available in about 3 months from receipt of sample. Full report with interpretation is sent to 
the referring clinician. 
 
                                                                                                                                                                                                                       
An invoice will be sent with the report  to help defray the costs of analysis. At present the cost is £850 the 
proband sample, £100 for each family member screened thereafter. The actual cost of analysis is far greater 
than this, but at present some support for the programme is available from a charity, Marfan Trust. 
 
Dr. Child has worked with the majority of affected families in the U.K. since 1984, and is happy to assist in 
diagnosis if contacted, or to see the patient in her London Marfan syndrome Clinics. There are many 
overlapping syndromes with different prognosis, requiring different management. 
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