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This is a clinical and basic research team that conducts several lines of research into early
diagnosis, disease mechanisms and new therapeutic strategies for genetic diseases, develop-
mental disorders and congenital defects.

* Subtelomeric rearrangements in patients with idiopathic mental retardation.

® Genetic and functional analysis of the SHOX and SHOX2 genes in human growth.

® Overgrowth syndromes. Clinical and molecular analysis.

* Genetic determinants of syndromic and non-syndromic proportional short stature

* Genetic detrerminants of disglycaemia: hypoglycaemia, diabetes mellitus and hyperinsulinism

It is a heterogeneous group consisting of physicians, pharmacists, molecular biologists, bioin-
formaticians, technicians and administrative officers.

* Molecular study of endothelial dysfunction in diabetes and ageing.

* Molecular characterization of the 22q11.2 regién by MLPA, microsatélites and FISH.
¢ Pharmacogenetics and pharcogenomics.

* Autosomal recessive osteogénesis imperfecta.

* Genomic tools for diagnosis: oligos and SNP arrays.

* Genetic determinants of congenital hypopitutarism
* SNPs arrays in pharmacogenetics, HIV patients and genetic associations.

* CGHarrays and genomic rearrangements in patients with congenital malformations,

intelectual disability and tumores.

* Molecular genetics of hypertrophic myocardiopathy.
e Functional analysis of CLCN1 mutations in congenital myotonia.

Santos-Simarro F. Caracterizacidn clinica y
molecular de pacientes con discapacidad
intelectual sindrémica mediante aplicacion
de tecnologias gendmicas|dissertation]. Ma-
drid: UAM: 2022(02/03/2022).

Palomares Bralo M,

Lapunzina Badia P.

Sandoval Talamantes AK. Validacion de
nuevas tecnologias gendmicas en la rutina
clinica asistencial en pacientes con tras-
torno del espectro autista primario, me-
diante el abordaje combinado de microa-
rrays y NGS[dissertation]. Madrid: UAM:
2022(17/11/2022).

Lapunzina Badia P,

Nevado Blanco J.

Sentchordi Montané L. Caracterizacién cli-
nica, radiolégica y molecular de pacientes
con talla baja y anomalias esqueléticas leves.
Rendimiento de un panel de secuenciacion
masiva de genes implicados en displasias
esqueléticas[dissertation]. Madrid: UAM:
2022(06/05/2022)44687).

Heath KE,

Ros Pérez P.

Zambrano D. Importancia del manejo nu-
tricional en pacientes con déficit de trans-
cobalamina ll[dissertation]. Madrid: UEM:
2022(17/09/2022).

Tenorio J.

Pamela J. Diferencias entre el uso de

* Macrocephaly-capillary malformations and syndromes with macrocephaly.
* Next generation sequencing as a new tool in the diagnosis of genetic diseases.

* Classification and Ontolgies of Diseases
* Primary Pulmonary hypertension

* Anélisis genémico global en el Sindrome de invdup(15) [idic(15) syndrome]
* Molecular characterization of inv dup del (8p) by Karyotype, SNP arrays and FISH.

proteinas sintéticas frente al glicomacro-
pétido en pacientes con fenilcetonuria
en Espafialdissertation]. Madrid: UEM:
2022(17/09/2022).

Tenorio J.

¢ Leiva-Gea A, Lirio MFM, Bonis ACB, del Barrio
SM, Heath KE, Reina PM, Guillén-Navarro E, Si-
marro FS, Galan IR, Fernandez DY, Leiva-Gea |.
Achondroplasia: Update on diagnosis, follow-up
and treatment. An Pediatr. 2022; 97(6): 423. Arti-
cle. IF: 2.1; Q3

¢ Adamina M, Ademuyiwa A, Adisa A, Bhangu AA,
Bravo AM, Cunha MF, Emile S, Ghosh D, Glasbey
JC, Harris B, Keller D, “et al”. Using interpre-
table machine learning to identify baseline pre-
dictive factors of remission and drug durability in
crohn’s disease patients on ustekinumab. J Clin

Med. 2022; 11(15): 4518. Article. IF: 3.9; Q2

¢ Baz-Reddn N, Soler-Colomer L, Ferndndez-
Cancio M, Benito-Sanz S, Garrido M, Moline T,
Clemente M, Camats-Tarruella N, Yeste D. No-
vel variant in HHAT as a cause of different sex
development with partial gonadal dysgenesis
associated with microcephaly, eye defects, and
distal phalangeal hypoplasia of both thumbs:
Case report. Front Endocrinol (Lausanne). 2022;
13: 957969. Article. IF: 5.2; Q1

Santurtun M, Mediavilla-Martinez E, Vega Al,
Gallego N, Heath KE, Tenorio JA, Lapunzina
P Riancho-Zarrabeitia L, Riancho JA. Pain and
health-related quality of life in patients with hy-
pophosphatasemia with and without ALPL gene
mutations. Front Endocrinol (Lausanne). 2022;
13: 965476. Article. IF: 5.2; Q1

Cardoso LCD, Parra A, Gil CR, Arias P, Gallego N, Ro-
manelli V, Kantaputra PN, Lima L, Llerena JC, Arberas
C, Guillén-Navarro E, Nevado J, Tenorio-Castano J,
Lapunzina P. Clinical spectrum and tumour risk analy-
sis in patients with Beckwith-Wiedemann Syndrome
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due to CDKN1C pathogenic variants. Cancers (Ba-
sel). 2022; 14(15): 3807. Article. IF: 5.2; Q2

Gonzalez-Iglesias E, Lopez-Vézquez A, Noval S,
Nieves-Moreno M, Granados-Ferndndez M, Arruti
N, Rosa-Pérez |, Pacio-Miguez M, Montano VEF,
Rodriguez-Solana P, del Pozo A, Santos-Simarro F,
Vallespin E. Next-Generation sequencing scree-
ning of 43 families with non-syndromic early-onset
high myopia: a clinical and genetic study. Int J Mol
Sci. 2022; 23(8): 4233. Article. IF: 5.6; Q1

Prapa M, Lago-Docampo M, Swietlik EM, Mon-
tani D, Eyries M, Humbert M, Welch CL, Chung
WK, Berger RMF, Bogaard HJ, Danhaive O, Escri-
bano-Subias P, Gall H, Girerd B, Hernéndez-Gon-
zélez |, Holden S, Hunt D, Jansen SMA, Kerstjens-
Frederikse W, Kiely DG, Lapunzina P, McDermott
J, Moledina S, Pepke-Zaba J, Polwarth GJ, Schot-
te G, Tenorio-Castano J, Thompson AAR, Whar-
ton J, Wort SJ, Megy K, Mapeta R, Treacy CM,
Martin JM, Li W, Swift AJ, Upton PD, Morrell NW,
Graf S, Valverde D. First genotype-phenotype stu-
dy in tbx4 syndrome gain-of-function mutations
causative for lung disease. Am J Resp Crit Care.
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2022; 206(12): 1522-33. Article. IF: 24.7; D1
* Cospain A, Rivera-Barahona A, Dumontet E, Ge-
ner B, Bailleul-Forestier |, Meyts |, Jouret G, Isi-
dor B, Brewer C, Wuyts W, Moens L, Delafontaine
S, Lam WWK, Van den Bogaert K, Boogaerts A,
Scalais E, Besnard T, Cogne B, Guissard C, Rollier
P, Carre W, Bouvet R, Tarte K, Gémez-Carmona
R, Lapunzina P, Odent S, Faoucher M, Dubourg
C, Ruiz-Pérez VL, Devriendt K, Pasquier L, Perez-
Jurado LA. FOSL2 truncating variants in the last
exon cause a neurodevelopmental disorder with
scalp and enamel defects. Genet Med. 2022;
24(12): 2475-86. Article. IF: 1.3; Q4
Eggermann T, Yapici E, Bliek J, Pereda A, Bege-
mann M, Russo S, Tannorella P, Calzari L, de Nan-
clares GP, Lombardi P, Temple IK, Mackay D, Ric-
cio A, Kagami M, Ogata T, Lapunzina P, Monk D,
Maher ER, Tumer Z. Trans-acting genetic variants
causing multilocus imprinting disturbance (MLID):
common mechanisms and consequences. Clin
Epigenetics. 2022; 14(1): 41. Article. IF: 5.7; Q1
Mackay D, Bliek J, Kagami M, Tenorio-Castafio
J, Pereda A, Brioude F, Netchine |, Papingi D,
de Franco E, Lever M, Sillibourne J, Lombardi P,
Gaston V, Tauber M, Diene G, Bieth E, Fernandez
L, Nevado J, Tumer Z, Riccio A, Maher ER, Beygo
J, Tannorella P, Russo S, de Nanclares GP, Tem-
ple IK, Ogata T, Lapunzina P, Eggermann T. First
step towards a consensus strategy for multi-locus
diagnostic testing of imprinting disorders. Clin
Epigenetics. 2022; 14(1): 143. Article. IF: 5.7; Q1
Pignata L, Cecere F, Verma A, Mele BH, Monti-
celli M, Acurzio B, Giaccari C, Sparago A, Mora
JRH, Monteagudo-Séanchez A, Esteller M, Pere-
da A, Tenorio-Castafio J, Palumbo O, Carella M,
Prontera P, Piscopo C, Accadia M, Lapunzina P,
Cubellis MV, de Nanclares GP, Monk D, Riccio
A, Cerrato F. Novel genetic variants of KHDC3L
and other members of the subcortical maternal
complex associated with Beckwith-Wiedemann
syndrome or Pseudohypoparathyroidism 1B and
multi-locus imprinting disturbances. Clin Epige-
netics. 2022; 14(1): 71. Article. IF: 5.7; Q1
Kayumi S, Perez-Jurado LA, Palomares M, Ran-
qu S, Sheppard SE, Chung WK, Kruer MC, Khar-
banda M, Amor DJ, McGillivray G, Cohen JS,
Garcia-Mifaur S, van Eyk CL, Harper K, Jolly LA,
Webber DL, Barnett CP, Santos-Simarro F, Pacio-
Miguez M, del Pozo A, Bakhtiari S, Deardorff M,
Dubbs HA, Izumi K, Grand K, Gray C, Mark PR,
Bhoj EJ, Li D, Ortiz-Gonzalez XR, Keena B, Zackai
EH, Goldberg EM, de Nanclares GP, Pereda A,
Llano-Rivas |, Arroyo |, Fernandez-Cuesta MA,
Thauvin-Robinet C, Faivre L, Garde A, Mazel B,
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Bruel AL, Tress ML, Brilstra E, Fine AS, Crompton
KE, Stegmann APA, Sinnema M, Stevens SCJ,
Nicolai J, Lesca G, Lion-Francois L, Haye D, Cha-
tron N, Piton A, Nizon M, Cogne B, Srivastava S,
Bassetti J, Muss C, Gripp KW, Procopio RA, Mi-
llan F, Morrow MM, Assaf M, Moreno-de-Luca A,
Joss S, Hamilton MJ, Bertoli M, Foulds N, McKee
S, MacLennan AH, Gecz J, Corbett MA. Genomic
and phenotypic characterization of 404 indivi-
duals with neurodevelopmental disorders caused
by CTNNB1 variants. Genet Med. 2022; 24(11):
2351-66. Article. IF: 1.3; Q4

Caino S, Cubilla MA, Alba R, Obregén MG, Fano
V, Gémez A, Zecchini L, Lapunzina P, Aza-Car-
mona M, Heath KE, Asteggiano CG. Clinical and
genetic analysis of multiple osteochondromas
in a cohort of argentine patients. Genes (Basel).
2022; 13(11): 2063. Article. IF: 3.5; Q2

Choufani S, McNiven V, Cytrynbaum C, Jangjoo
M, Adam MP, Bjornsson HT, Harris J, Dyment DA,
Graham GE, Nezarati MM, Aul RB, Castiglioni C,
Breckpot J, Devriendt K, Stewart H, Banos-Pine-
ro B, Mehta S, Sandford R, Dunn C, Mathevet R,
van Maldergem L, Piard J, Brischoux-Boucher E,
Vitobello A, Faivre L, Bournez M, Tran-Mau F,
Maystadt |, Fernandez-Jaén A, Alvarez S, Garcia-
Prieto ID, Alkuraya FS, Alsaif HS, Rahbeeni Z, El-
Akouri K, Al-Mureikhi M, Spillmann RC, Shashi V,
Sanchez-Lara PA, Graham JM, Roberts A, Cho-
rin O, Evrony GD, Kraatari-Tiri M, Dudding-Byth
T, Richardson A, Hunt D, Hamilton L, Dyack S,
Mendelsohn BA, Rodriguez N, Sanchez-Martinez
R, Tenorio-Castafio J, Nevado J, Lapunzina P, Ti-
rado P, Rodrigues MTCA, Quteineh L, Innes AM,
Kline AD, Au PYB, Weksberg R. An HNRNPK-
specific DNA methylation signature makes sense
of missense variants and expands the phenotypic
spectrum of Au-Kline syndrome. Am J Hum Ge-
net. 2022; 109(10): 1867-84. Article. IF: 9.8; D1
lturrate A, Rivera-Barahona A, Flores CL, Otaify
GA, Elhossini R, Pérez-Sanz ML, Nevado J, Te-
norio-Castafio J, Trivino JC, Garcia-Gonzalo FR,
Piceci-Sparascio F, de Luca A, Martinez L, Kalayci
T, Lapunzina P, Altunoglu U, Aglan M, Abdalla E,
Ruiz-Perez VL. Mutations in SCNM1 cause orofa-
ciodigital syndrome due to minor intron splicing
defects affecting primary cilia. Am J Hum Genet.
2022; 109(10): 1828-49. Article. IF: 9.8; D1
Martin-Rivada A, Conejero AC, Martin-Hernan-
dez E, Lopez AM, Belanger-Quintana A, Villarro-
ya EC, Quijada-Fraile P, Bellusci M, Calzada SC,
Martinez AB, Stanescu S, Casanova MMP, Ruiz-
Sala P, Ugarte M, Gonzalez BP, Pedron-Giner C.
Newborn screening for propionic, methylmalonic

acidemia and vitamin B12 deficiency. Analysis of
588,793 newborns. J Pediatr Endocr Met. 2022;
35(10): 1223-31. Article. IF: 1.4; Q4

Mendonca V, Sena PP, dos Santos ACE, Bonvici-
no CR, Ashton-Prolla P, Epelman S, Ferman SE,
Lapunzina P, Nevado J, Grigorovski N, Mattosin-
ho C, Seuanez H, Vargas FR. Diverse mutational
spectrum in the 13q14 chromosomal region in a
Brazilian cohort of retinoblastoma. Exp Eye Res.
2022; 224: 109211, Article. IF: 3.4; Q2

Levy MA, Relator R, McConkey H, Pranckeviciene
E, Kerkhof J, Barat-Houari M, Bargiacchi S, Bia-
mino E, Bralo MP, Cappuccio G, Ciolfi A, Clarke
A, DuPont BR, Elting MW, Faivre L, Fee T, Ferilli
M, Fletcher RS, Cherick F, Foroutan A, Friez MJ,
Gervasini C, Haghshenas S, Hilton BA, Jenkins Z,
Kaur S, Lewis S, Louie RJ, Maitz S, Milani D, Mor-
gan AT, Oegema R, Ostergaard E, Pallares NR,
Piccione M, Plomp AS, Poulton C, Reilly J, Rius R,
Robertson S, Rooney K, Rousseau J, Santen GWE,
Santos-Simarro F, Schijns J, Squeo GM, St John M,
Thauvin-Robinet C, Traficante G, van der Sluijs PJ,
Vergano SA, Vos N, Walden KK, Azmanov D, Balci
TB, Banka S, Gecz J, Henneman P, Lee JA, Man-
nens MMAM, Roscioli T, Siu V, Amor DJ, Baynam
G, Bend EG, Boycott K, Brunetti-Pierri N, Cam-
peau PM, Campion D, Christodoulou J, Dyment
D, Esber N, Fahrner JA, Fleming MD, Genevieve
D, Heron D, Husson T, Kernohan KD, McNeill A,
Menke LA, Merla G, Prontera P, Rockman-Green-
berg C, Schwartz C, Skinner SA, Stevenson RE,
Vincent M, Vitobello A, Tartaglia M, Alders M,
Tedder ML, Sadikovic B. Functional correlation of
genome-wide DNA methylation profiles in gene-
tic neurodevelopmental disorders. Hum Mutat.
2022; 43(11): 1609-28. Article. IF: 3.9; Q2
Dhombres F, Morgan P, Chaudhari BP, Filges |,
Sparks TN, Lapunzina P, Roscioli T, Agarwal U,
Aggarwal S, Beneteau C, Cacheiro P, Carmody
LC, Collardeau-Frachon S, Dempsey EA, Dufke
A, Duyzend MH, el Ghosh M, Giordano JL, Glad
R, Grinfelde |, lliescu DG, Ladewig MS, Mufioz-
Torres MC, Pollazzon M, Radio FC, Rodo C, Sil-
va RG, Smedley D, Sundaramurthi JC, Toro S,
Valenzuela |, Vasilevsky NA, Wapner RJ, Zemet
R, Haendel MA, Robinson PN. Prenatal phenoty-
ping: A community effort to enhance the human
phenotype ontology. Am J Med Genet C. 2022;
190(2): 231-42. Article. IF: 3.1; Q2

Pacio-Miguez M, Parrén-Pajares M, Gordén CT,
Santos-Simarro F, Jiménez CR, Mena R, Arenas
IR, Montano VEF, Fernandez M, Solis M, del Pozo
A, Amiel J, Garcia-Minaur S, Palomares-Bralo M.
Broadening the phenotypic spectrum of EVEN-
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PLUS syndrome through identification of HSPA9
pathogenic variants in the original EVE dysplasia
family and two sibs with milder facial phenotype.
Am J Med Genet A. 2022; 188(9): 2819-24. Arti-
cle. IF: 2; Q3

Pessanha |, Triana P, Martinez-Glez V, Lépez-Gu-
tierrez JC. Thoracic venous malformation: a par-
ticular form of a visceral variant. BMJ Case Rep.
2022; 15(6): e250307. Article. IF: 0.9; Q3
Gallego-Zazo N, Cruz-Utrilla A, del Cerro MJ,
Parra NO, Blanco JN, Arias P, Lapunzina P, Escri-
bano-Subias P, Tenorio-Castano J. Description of
two new cases of agp1 related pulmonary arterial
hypertension and review of the literature. Genes
(Basel). 2022; 13(5): 927. Review. IF: 3.5; Q2
Nevado J, Garcia-Mifiaur S, Palomares-Bralo
M, Vallespin E, Guillén-Navarro E, Rosell J, Bel-
Fenellos C, Mori MA, Mila M, del Campo M,
Barruz P, Santos-Simarro F, Obregén G, Orellana
C, Pachajoa H, Tenorio JA, Galan E, Cigudosa
JC, Moresco A, Saleme C, Castillo S, Gabau E,
Pérez-Jurado L, Barcia A, Martin MS, Mansilla E,
Vallcorba I, Garcia-Murillo P, Cammarata-Scalisi F,
Pereira NG, Blanco-Lago R, Serrano M, Ortigoza-
Escobar JD, Gener B, Seidel VA, Tirado P, Lapun-
zina P. Variability in Phelan-McDermid syndrome
in a cohort of 210 individuals. Front Genet. 2022;
13: 652454, Article. IF: 3.7, Q2

Douzgou S, Dell'Oro J, Fonseca CR, Rei A, Mu-
llins J, Jusiewicz I, Huisman S, Simpson BN, Vys-
hka K, Milani D, Bartsch O, Lacombe D, Garcia-
Mifaur S, Hennekam RCM. The natural history
of adults with Rubinstein-Taybi syndrome: a
families-reported experience. Eur J Hum Genet.
2022; 30(7): 841-7. Article. IF: 5.2; Q1

Lamuedra A, Gratal P, Calatrava L, Ruiz-Peéez VL,
Palencia-Campos A, Portal-Nufiez S, Mediero A,
Herrero-Beaumont G, Largo R. Blocking chon-
drocyte hypertrophy in conditional Eve knockout
mice does not modify cartilage damage in os-
teoarthritis. Faseb J. 2022; 36(4): e22258. Article.
IF: 4.8; Q1

Dobson SM, Kiss C, Borschneck D, Heath KE,
Gross A, Glucksman MJ, Guerin A. Novel FGF9
variant contributes to multiple synostoses syn-
drome 3. Am J Med Genet A. 2022; 188(7): 2162-
7. Article. IF: 2; Q3

Ili EG, Tasdelen E, Durmaz CD, Altiner S, Tuncali T,
Martinez-Glez V, Karabulut HG, Vural S, Ceylaner
S, Acar MO, Ruhi HI. Phenotypic and molecular
characterization of five patients with PIK3CA-
related overgrowth spectrum (PROS). Am J Med
Genet A. 2022; 188(6): 1792-800. Article. IF: 2; Q3
o Cammarata-Scalisi F, Callea M, Martinelli D, Wi-
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lloughby CE, Tadich AC, Castillo MA, Lacruz-Ren-
gel MA, Medina M, Grimaldi P, Bertini E, Nevado
J. Clinical and genetic aspects of Phelan-Mcder-
mid syndrome: an interdisciplinary approach to
management. Genes (Basel). 2022; 13(3): 504.
Article. IF: 3.5; Q2
Peces R, Peces C, Mena R, Cuesta E, Garcia-
Santiago FA, Ossorio M, Afonso S, Lapunzina P,
Nevado J. Rapidly Progressing to ESRD in an in-
dividual with coexisting ADPKD and masked kli-
nefelter and gitelman syndromes. Genes (Basel).
2022; 13(3): 394. Article. IF: 3.5; Q2
White LK, Crowley TB, Finucane B, Garcia-Mifiaur
S, Repetto GM, van den Bree M, Fischer M, Jac-
quemont S, Barzilay R, Maillard AM, Donald KA,
Gur RE, Bassett AS, Swillen A, McDonald-McGinn
DM. The COVID-19 pandemic’s impact on worry
and medical disruptions reported by individuals
with chromosome 22q11.2 copy number variants
and their caregivers. Intellect Disabil Res. 2022;
66(4): 313-22. Article. IF: 3.6; D1
Diaz-Gonzélez F, Wadhwa S, Rodriguez-Zabala
M, Kumar S, Aza-Carmona M, Sentchordi-Mon-
tane L, Alonso M, Ahmad |, Zahra S, Kumar D,
Kushwah N, Shamim U, Sait H, Kapoor S, Roldan
B, Nishimura G, Offiah AC, Farug M, Heath KE.
Biallelic cGMP-dependent type Il protein kinase
gene (PRKG2) variants cause a novel acromeso-
melic dysplasia. J Med Genet. 2022; 59(1): 28-38.
Article. IF: 4; Q2
Popp B, Bienvenu T, Giurgea |, Metreau J, Kraus
C, Reis A, Fischer J, Bralo MP, Tenorio-Castafio
J, Lapunzina P, Aimoguera B, Lépez-Grondona F,
Sticht H, Zweier C. The recurrent TCF4 missense
variant p.(Arg389Cys) causes a neurodevelop-
mental disorder overlapping with but not typical
for Pitt-Hopkins syndrome. Clin Genet. 2022;
102(6): 517-23. Article. IF: 3.5; Q2
Luque J, Mendes |, Gémez B, Morte B, de He-
redia ML, Herreras E, Corrochano V, Bueren J,
Gallano P, Artuch R, Fillat C, Pérez-Jurado LA,
Montoliu L, Carracedo A, Millan JM, Webb SM,
Palau F, Lapunzina P. CIBERER: Spanish national
network for research on rare diseases: A highly
productive collaborative initiative. Clin Genet.
2022; 101(5-6): 481-93. Review. IF: 3.5; Q2
Tornero C, Navarro-Compén V, Bufio A, Heath
KE, Diaz-Almirén M, Balsa A, Tenorio JA, Quer
J, Aguado P. Biochemical algorithm to identify
individuals with ALPL variants among subjects
with persistent hypophosphatasaemia. Orphanet
J Rare Dis. 2022; 17(1): 98. Article. IF: 3.7; Q2
e Chaparro M, Baston-Rey |, Salgado EF, Garcia
JG, Ramos L, Palomares MTDL, Arguelles-Arias

F. Flores El, Cabello M, Iturria SR, Ortiz AN,
Charro M, Ginard D, Sadornil CD, Ochoa OM,
Busquets D, lyo E, Casbas AG, de la Piscina PR,
Bosca-Watts MM, Arroyo M, Garcia MJ, Hinojosa
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