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7  Maria Pia Gallano Petit. Implementació de la medicina personalitzada basada en la genòmi-
ca en malalties minoritàries neurològiques no diagnosticades. SLT002/16/00174, Departa-
ment de Salut. Duration: 2017-2019. 12,000.00 €.

Note: Total amount granted to PI. It does not include indirect costs.

A
w

a
rd

s  Ana Sebio García. Young Investigator Award. Gastrointestinal Group of the European Or-
ganisation for Research and Treatement of Cancer.
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Pharmacogenetics

 Colorectal and lung cancer treatments.

 Chronic in"ammatory disease treatment.

 HIV infection treatment.

Muscular Dystrophies

 Post-transcriptional regulation of the dys-
trophin gene using nonsense-mediated 
decay analysis in DNA from patients with 
Duchenne muscular dystrophy.

 Genes associated with new phenotypic 
forms of limb girdle muscular dystrophy.

 Work"ow development for the analysis of 
DMD gene by NGS techniques.

Hereditary Breast/Ovarian Cancer

 DNA studies to classify DNA variants 
found in the BRCAs genes as pathogenic 
or neutral.

 CTCs as prognostic markers in patients 
with locally advanced and disseminated 
breast cancer.

 Work"ow development for the analysis 
of BRCA1 and BRCA2 genes by NGS tech-
niques.

Hereditary Motor Neurone Diseases

 Development of neuromuscular junction 
studies in health and disease.

 Broadening of the spectrum of motor neu-
ron diseases to include bulbar and spinal 
muscular atrophy, distal muscular atro-
phies and amyotrophic lateral sclerosis.
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 Study of the clinical heterogeneity of ge-
netic autosomal recessive transmission of 
waist dystrophy and autosomal dominant 
transmission.

 Spinal atrophy and SMN genes: 

 - Studies of molecular pathology, disease 
mechanisms and SMN gene expression.

 - Identi#cation of modifying genes.

 - Study of biomarkers for validation pro-
cessing in spinal muscular atrophy.

 - Study of the neuromuscular junction in 
human development.

 - Hereditary breast cancer and BRCA mu-
tations:

 - Identi#cation of mutations and genetic 
variants.

 - Molecular characterization of circulat-
ing tumor cells (CTCSS) through ex-
pression pro#les in patients with breast 
cancer.

 - Analysis of free circulating tumor DNA 
(cfDNA) as a predictor of response to 
the treatment of breast cancer.

 Pharmacogenetics: adverse reactions to 
medications.

 Congenital coagulopathies: molecular pa-
thology of haemophilias.

 Duchenne and Becker muscular dystro-
phy: molecular pathology of DMD gene.
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*TIF: 52.877  **MIF: 5.287

Arqueros C., Salazar J., Arranz M.J., Sebio A., 
Mora J., Sullivan I., Tobena M., Martin-Rich-
ard M., Barnadas A., Baiget M., Paez D., SPARC 
gene variants predict clinical outcome in lo-
cally advanced and metastatic pancreatic 
cancer patients (2017) MED ONCOL, 34 (8).
IF: 2.920

Grasselli J., Elez E., Caratu G., Matito J., Santos 
C., Macarulla T., Vidal J., Garcia M., Vieitez J.M., 
Paez D., Falco E., Lopez Lopez C., Aranda E., 
Jones F., Sikri V., Nuciforo P., Fasani R., Taber-
nero J., Montagut C., Azuara D., Dienstmann 
R., Salazar R., Vivancos A., Concordance of 
blood- and tumor-based detection of RAS 
mutations to guide anti-EGFR therapy in 
metastatic colorectal cancer (2017) ANN 
ONCOL, 28 (6), 1294-1301.
IF: 13.926

Lorente A.M.R., Moreno-Cid M., Rodriguez 
M.J., Bueno G., Tenias J.M., Roman C., Arias A., 
Pascual A., Meta-analysis of validity of echo-
genic intracardiac foci for calculating the risk 
of Down syndrome in the second trimester 
of pregnancy (2017) TAIWAN J OBSTET 
GYNE, 56 (1), 16-22.
IF: 1.029

Natera-de Benito D., Topf A., Vilchez J.J., Gon-
zalez-Quereda L., Dominguez-Carral J., Di-
az-Manera J., Ortez C., Bestue M., Gallano P., 
Dusl M., Abicht A., Muller J.S., Senderek J., 
Garcia-Ribes A., Muelas N., Evangelista T., 
Azuma Y., McMacken G., Paipa Merchan A., 
Rodriguez Cruz P.M., Camacho A., Jimenez E., 
Miranda-Herrero M.C., Santana-Artiles A., 
Garcia-Campos O., Dominguez-Rubio R., Ol-
ive M., Colomer J., Beeson D., Lochmuller H., 
Nascimento A., Molecular characterization 

of congenital myasthenic syndromes in 
Spain (2017) NEUROMUSCULAR DISORD, 27 
(12), 1087-1098.
IF: 2.487

Paez D., Salazar R., Tabernero J., DPYD geno-
type-guided !uoropyrimidines dose: Is it 
ready for prime time? (2017) ANN ONCOL, 
28 (12), 2913-2914.
IF: 13.926

Perez-Gracia J.L., Sanmamed M.F., Bosch A., 
Patino-Garcia A., Schalper K.A., Segura V., 
Bellmunt J., Tabernero J., Sweeney C.J., 
Choueiri T.K., Martin M., Fusco J.P., Rodri-
guez-Ruiz M.E., Calvo A., Prior C., Paz-Ares L., 
Pio R., Gonzalez-Billalabeitia E., Gonzalez 
Hernandez A., Paez D., Piulats J.M., Gurpide 
A., Andueza M., de Velasco G., Pazo R., 
Grande E., Nicolas P., Abad-Santos F., Gar-
cia-Donas J., Castellano D., Pajares M.J., Su-
arez C., Colomer R., Montuenga L.M., Melero 
I., Strategies to design clinical studies to 
identify predictive biomarkers in cancer re-
search (2017) CANCER TREAT REV, 53, 79-97.
IF: 8.122

Sullivan I., Salazar J., Arqueros C., Andres M., 
Sebio A., Majem M., Szafranska J., Martinez 
E., Paez D., Lopez-Pousa A., Baiget M., Barna-
das A., KRAS genetic variant as a prognostic 
factor for recurrence in resectable non-small 
cell lung cancer (2017) CLIN TRANSL ONCOL, 
19 (7), 884-890.
IF: 2.392

Vidal S., Brandi N., Pacheco P., Gerotina E., 
Blasco L., Trotta J.-R., Derdak S., Del Mar 
O’Callaghan M., Garcia-Cazorla A., et al. The 
utility of Next Generation Sequencing for 

molecular diagnostics in Rett syndrome 
(2017) SCI REP-UK, 7 (1).
IF: 4.122

Vieitez I., Gallano P., Gonzalez-Quereda L., 
Borrego S., Marcos I., Millan J.M., Jairo T., Prior 
C., Molano J., Trujillo-Tiebas M.J., Galle-
go-Merlo J., Garcia-Barcina M., Fenollar M., 
Navarro C., Mutational spectrum of 
Duchenne muscular dystrophy in Spain: 
Study of 284 cases Espectro mutacional de 
la distro"a muscular de Duchenne en Es-
paña: estudio de 284 casos (2017) NEURO-
LOGIA, 32 (6), 377-385.
IF: 1.938

Villalba M., Lopez L., Redrado M., Ruiz T., de 
Aberasturi A.L., de la Roja N., Garcia D., Ex-
posito F., de Andrea C., Alvarez-Fernandez E., 
Montuenga L., Rueda P., Rodriguez M.J., Cal-
vo A., Development of biological tools to 
assess the role of TMPRSS4 and identi"ca-
tion of novel tumor types with high expres-
sion of this prometastatic protein (2017) 
HISTOL HISTOPATHOL, 32 (9), 929-940.
IF: 2.015
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 Ana Sebio García. Contratos Juan Rodés 2014. JR14/00006. Insti-
tuto de Salud Carlos III. Duration: 2015-2018. 135,000.00 €.

 Lidia González Quereda. Implementación de la secuenciación 
masiva en el estudio de las Miopatías Congénitas y los Síndromes 
Miasténicos congénitos: un modelo de investigación traslacional 
en enfermedades raras. FMM 2015. Fundación Mutua Madrileña. 
Duration: 2015-2018. 74,200.00 €.

 Maria Pia Gallano Petit. Implementación de la secuenciación 
masiva en el estudio de Miopatías Congénitas y Síndromes Mi-
asténicos congénitos: un modelo de investigación traslacional 
en enfermedades raras. PI15/01898. Instituto de Salud Carlos III. 
Duration: 2016-2018. 56,500.00 €.

 Pau Riera Armengol. Marcadors farmacogenètics de resposta/
resistència a les teràpies biològiques (anti-EGFR) en càncer colo-
rectal. 2016 FI_B 00368. Agència de Gestió d’Ajuts Universitaris i 
de Recerca. Duration: 2016-2019. 40,806.00 €.

 David Paez López-Bravo. Estudio farmacogenético fase II ran-
domizado para evaluar e"cacia y seguridad del esquema FOL-
FIRI con altas dosis de irinotecán (FOLFIRIAD) en pacientes con 
cáncer colorrectal metastásico de acuerdo con el genotipo UG-
T1A 1. EC11-336. Ministerio de Sanidad y Política Social. Dura-
tion: 2015-2017. 13,965.97 €.  

Note: Total amount granted to PI. It does not include indirect costs.
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