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Molecular genetic analysis for Cystic Fibrosis (CFTR gene) 
 

 

Last Name:  MARTINEZ  

First name: Christina 

Date of birth:  16/10/1986 

Gender:  Female 

Place of birth:  Madrid, Spain 

Ethnic origin:  Spanish 

Sample received: 14/09/2011 

Sample type:  DNA 

Your reference:  CF11-1 

Our reference:  MUCO-414 

 

Reason for referral:  Christina Martinez has a first cousin whose son has been diagnosed recently with cystic 

fibrosis. The cousin is reported to be a carrier of c.1624G>T, p.Gly542* (traditional name: 

G542X), from a study performed in another laboratory. Christina and her husband, both of 

Spanish origin, are planning a pregnancy and wish to know their risk of having a child 

affected with cystic fibrosis. Christina’s partner is in good health and has no history of 

cystic fibrosis.  

 

 
RESULT  Heterozygous carrier for c.1521_1523delCTT, p.Phe508del (traditional name: F508del) 

Genotype in HGVS: c.[1521_1523delCTT];[=] 
Reference Sequence NM_000492.3  

 

 

INTERPRETATION 

Christina Martinez is a carrier of the c.1521_1523delCTT, p.Phe508del (traditional name: F508del) cystic fibrosis 

mutation. The mutation c.1624G>T, p.Gly542* (traditional name: G542X) identified in Christina’s cousin by 

another laboratory is absent in Christina. It is recommended that the laboratory confirms the result in Christina 

or/and requests confirmation of the result in her cousin.  

 

As the CF prevalence in Spain is 1/3500 (WHO report 2004), Christina’s partner has a prior risk of 1 in 30 of 

carrying a CF mutation. Assuming that Christina is indeed heterozygous for c.1521_1523delCTT, p.Phe508del, 

the risk for this couple of having a child with CF is 1 in 120 (1/30 x ½ x ½) for each pregnancy. To reduce the 

risk, we recommend testing Christina’s partner for frequent CF mutations. Referral of this couple for genetic 

counselling is recommended. In addition, carrier testing for this mutation can be offered to Christina’s 

relatives, in the framework of a genetic counselling session.  

 
 
Analysis performed by     Approved by 

          
Molecular biologist Y     Laboratory director Z 
 
 
 
The method used: PCR and reverse dot blot (INNO-LIPA CFTR19 & CFTR17+Tn update). 
Mutations screened for in traditional nomenclature: F508del, I507del, G542X, 1717-1G>A, G551D, R553X, R560T, Q552X, 
W1282X, S1251N, 3905insT, N1303K, CFTRdele2,3, 711+1G>T, 3272-26A>G, 1898+1G>A, 3199del6, 3120+1G>A, 394delTT, 
G85E, E60X, 621+1G>T, R117H, 1078delT, R347P, R334W, 2143delT, 2183AA>G, 2184delA, 711+5G>A, R1162X, 3659delC, 
3849+10kbC>A, A455E. The mutation detection rate is about 74% for the Spanish population (WHO report 2004, 
http://www.genet.sickkids.on.ca/cftr/). 
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