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•  Functional analysis of new variants at the low-density lipoprotein receptor associated with 
familial hypercholesterolemia. 
Rodríguez-Jiménez C, Pernía O, Mostaza J, Rodríguez-Antolín C, de Dios García-Díaz J, 
Alonso-Cerezo C, García-Polo I, Blanco A, Lahoz C, Arrieta F, Beltrán L, Díaz de Bustamante 
A, Garzón-Lorenzo L, Álvarez-Sala LA, Asenjo Á, Ibáñez de Cáceres I, Rodríguez-Nóvoa S. 
Hum Mutat. 2019 May 20. doi: 10.1002/humu.23801. [Epub ahead of print] 
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• Directed to consumer genetic testing. Perspective from the Ethics commission of the Spanish 
Society for Human Genetics. 
Pàmpols Ros T, García Sagredo JM, Pérez Aytés A, Díaz de Bustamante A. 
Med Clin (Barc). 2019 Jul 5;153(1):35-40. doi: 10.1016/j.medcli.2019.01.028. Epub 2019 Mar 18. English, Spanish. 
No abstract available. 
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• Role of copy number variants in sudden cardiac death and related diseases: genetic analysis 

and translation into clinical practice. 
Mates J, Mademont-Soler I, Del Olmo B, Ferrer-Costa C, Coll M, Pérez-Serra A, Picó F, Allegue C, 
Fernandez-Falgueras A, Álvarez P, Yotti R, Espinosa MA, Sarquella-Brugada G, Cesar S, Carro E, 
Brugada J, Arbelo E, Garcia-Pavia P, Borregan M, Tizzano E, López-Granados A, Mazuelos F, 
Díaz de Bustamante A, Darnaude MT, González-Hevia JI, Díaz-Flores F, Trujillo F, Iglesias A, 
Fernandez-Aviles F, Campuzano O, Brugada R. 
Eur J Hum Genet. 2018 Jul;26(7):1014-1025. doi: 10.1038/s41431-018-0119-1. Epub 2018 Mar 6. 
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• Molecular and clinical analysis of ALPL in a cohort of patients with suspicion of 
Hypophosphatasia. 

Tenorio J, Álvarez I, Riancho-Zarrabeitia L, Martos-Moreno GÁ, Mandrile G, de la Flor Crespo 
M, Sukchev M, Sherif M, Kramer I, Darnaude-Ortiz MT, Arias P, Gordo G, Dapía I, Martinez-
Villanueva J, Gómez R, Iturzaeta JM, Otaify G, García-Unzueta M, Rubinacci A, Riancho JA, Aglan 
M, Temtamy S, Hamid MA, Argente J, Ruiz-Pérez VL, Heath KE, Lapunzina P. 
Am J Med Genet A. 2017 Mar;173(3):601-610. doi: 10.1002/ajmg.a.37991. Epub 2017 Jan 27 
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• Additional value of screening for minor genes and copy number variants in hypertrophic 

cardiomyopathy. 
Mademont-Soler I, Mates J, Yotti R, Espinosa MA, Pérez-Serra A, Fernandez-Avila AI, Coll M, 
Méndez I, Iglesias A, Del Olmo B, Riuró H, Cuenca S, Allegue C, Campuzano O, Picó F, Ferrer-
Costa C, Álvarez P, Castillo S, Garcia-Pavia P, Gonzalez-Lopez E, Padron-Barthe L, Díaz de 
Bustamante A, Darnaude MT, González-Hevia JI, Brugada J, Fernandez-Aviles F, Brugada R. 
PLoS One. 2017 Aug 3;12(8):e0181465. doi: 10.1371/journal.pone.0181465. eCollection 2017. 
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• Tetraploidy acute myeloid leukaemia after chromosome 16 inversion. 
Vilches AS, Díaz de Bustamante A, Sanchez-Calero J, Darnaude MT. 
BMJ Case Rep. 2017 Mar 22;2017. pii: bcr2017219274. doi: 10.1136/bcr-2017-219274. 
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