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Finances

Plusieurs partenaires, publics et privés, 

soutiennent la Fondation Imagine

Les membres fondateurs sont l’Assistance 

publique-Hôpitaux de Paris (AP-HP), l’Institut 

national de la santé et la recherche médicale 

(Inserm), l’Université Paris-Descartes, le 

département de Paris, l’Association Française 

contre les Myopathies (AFM) et la Fondation 

Hôpitaux de Paris-Hôpitaux de France (HP-HF).

Leur contribution globale à la dotation  

de la Fondation Imagine s’élève à 12,8 millions 

d’euros, somme qui inclut la contribution  

de l’État.

Les produits financiers issus du placement de 

la dotation de la Fondation Imagine servent à 

financer l’exploitation (emplois, communication 

et administration générale).

Contributions et investissements

Les membres fondateurs soutiennent également 

la Fondation Imagine en mettant à sa disposition 

des ressources technologiques et humaines.

L’Université Paris-Descartes et l’Inserm recru-

tent du personnel pour les plateformes techno-

logiques et administratives. L’Inserm soutient 

également les acquisitions d’équipements pour 

les plateformes technologiques et les unités 

Inserm impliquées dans le projet. Le Ministère 

de l’Enseignement supérieur et de la Recherche 

a quant à lui investi 6 millions d’euros sur nos 

plateformes.

Le budget nécessaire pour l’équipement et le 

personnel est de 8 millions d’euros, à investir 

sur les quatre prochaines années. La seconde 

phase commencera à l’ouverture du bâtiment. 

L’investissement en termes d’équipements 

pour les plateformes technologiques sera 

poursuivi.

En ce qui concerne le projet immobilier, l’Assis-

tance publique-Hôpitaux de Paris nous alloue  

un terrain de 5 100 m² pour le nouveau bâtiment 

qui sera construit à l’angle prestigieux du boule-

vard Montparnasse et de la rue du Cherche-Midi. 

Le site sera mis à disposition pour trente ans.

Le Ministère de la Santé a octroyé 20 millions 

d’euros au projet immobilier. L’État et la région 

Île-de-France fournissent 12 millions d’euros, la 

Ville de Paris donne 2 millions d’euros, et l’AP-HP 

investit 12,5 millions d’euros.

La Fondation Imagine s’emploie à réunir les 

derniers fonds nécessaires à la construction de 

l’Institut des maladies génétiques.
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L’Institut de recherche  
Necker-Enfants malades (IRNEM)

Vice-présidente en charge de la coordination 

scientifique et administrative :  

Bernadette Arnoux

Bernadette ARNOUX

Président : Gérard Friedlander

Vice-président en charge de la stratégie  

et du programme scientifique : Alain Fischer

Gérard Friedlander

Dotation de la Fondation Imagine (en millions d’euros)
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L’IRNEM est constitué d’un regroupement de seize unités de recherche créées par des organisations françaises publiques de recherche telles que l’Inserm 

(Institut national de la santé et de la recherche médicale), le CNRS (Centre National de la Recherche Scientifique) ou l’Université Paris-Descartes. Il 

comprend les six unités de recherche de la Fondation Imagine et englobe environ 960 scientifiques (592 équivalents temps plein – ETP), cliniciens, 

chercheurs en formation, et de performantes équipes d’ingénieurs, de techniciens et d’administratifs. Les principales thématiques du site sont l’immuno-

hématologie, la génétique humaine, la biologie cellulaire, la physiologie et l’infectiologie. L’intégration étroite de la recherche et des services cliniques, en 

particulier le développement des transplantations rénales et les greffes de moelles, la constitution, le suivi et le phénotypage précis de nombreuses 

cohortes de maladies autoimmunes, et surtout de maladies génétiques familiales, a grandement contribué aux avancées des équipes du site dans les 

domaines de la localisation, du clonage, du séquençage, de la description des mutations, de la compréhension des mécanismes et des approches thérapeu-

tiques, des handicaps génétiques des enfants, des menaces de maladies immunodéficientes et autoimmunes.

L’IRNEM reçoit un soutien financier du Ministère de l’Enseignement supérieur et de la Recherche français et d’autres sources publiques et privées afin de 

développer le site et de favoriser les collaborations scientifiques. Depuis sa création en 2000, le principal objectif de l’IRNEM a été d’optimiser au maximum 

l’utilisation de ses moyens financiers, technologiques et humains afin de créer de bonnes conditions pour la recherche de base et la recherche clinique à 

son plus haut niveau.

La stratégie de l’IFR a été de développer des plateformes technologiques mises en place selon les principaux besoins de la communauté scientifique du 

site de Necker-Enfants malades. Les plateformes incluent les plateaux techniques de protéomique, l’imagerie cellulaire, la cytométrie de flux, le tri et 

l’analyse de cellules, une banque d’ADN, une plateforme d’information scientifique, la bioinformatique, le transfert de gènes, la génomique ainsi qu’une 

animalerie de 16 350 rongeurs et 18 lapins. Plus récemment, l’IRNEM s’est impliqué dans le mouvement de restructuration des forces de recherche de 

Necker-Enfants malades qui conduit à plus de visibilité et à une organisation efficace. Depuis la création d’Imagine en 2007, les décisions d’amélioration 

des plateformes sont discutées par l’IRNEM et Imagine, dans l’optique de rendre ces équipements opérationnels pour l’ensemble du site.
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Prochaines étapes

2006

• �Élaboration et organisation  

du projet scientifique

2007

• �Création de la Fondation Imagine (juin).

• �Nomination du conseil d’administration 

(septembre).

• �Évaluation du budget.

2008

• �Mise en place de la direction scientifique

• �Nomination du Conseil scientifique 

international

• �Élaboration du programme de construction 

du nouveau bâtiment

• �Mise en place des plateformes 

technologiques (acquisition d’équipements 

et recrutement d’ingénieurs techniques pour 

les plateformes de génomique, de cytométrie 

de flux et d’imagerie cellulaire)

2009

• �Réunion du Conseil scientifique international 

(mars)

• �Présentation du projet architectural

• �Renforcement des plateformes 

technologiques (acquisition d’équipements 

et recrutement d’ingénieurs techniques  

pour l’imagerie, le séquençage, l’histologie  

et l’animalerie)

2010-2011-2012

• �Appel d’offres pour recruter 8 à 10 nouvelles 

équipes de recherche

• �Construction du bâtiment Imagine

• �Début de la levée de fonds

• �Réunion du Conseil scientifique international 

pour évaluer le programme scientifique des 

nouvelles équipes

2012

• �Inauguration du nouveau bâtiment Imagine

• �Mise en place de la nouvelle organisation

Les princi-
pales  

publications 
scientifiques

imagine



63

2008

• Abifadel M, Bernier L, Dubuc G, Nuel G, 
Rabes JP, Bonneau J, Marques A, Marduel M, 
Devillers M, Munnich A, Erlich D, Varret M,  
Roy M, Davignon J, Boileau C. A PCSK9 variant  
and familial combined hyperlipidaemia.  
J Med Genet, 2008, 45: 780-6.

• Avouac J, Juin F, Wipff J, Couraud PO, 
Chiocchia G, Kahan A, Boileau C, Uzan G, 
Allanore Y. Circulating endothelial progenitor 
cells in systemic sclerosis: association with 
disease severity. Ann Rheum Dis, 2008, 67: 
1455-60.

• Borck G, Molla-Herman A, Boddaert N,  
Encha-Razavi F, Philippe A, Robel L, Desguerre I, 
Brunelle F, Benmerah A, Munnich A, Colleaux 
L. Clinical, cellular, and neuropathological 
consequences of AP1S2 mutations: further 
delineation of a recognizable X-linked mental 
retardation syndrome. Hum Mutat, 2008, 29: 
966-74.

• Bristeau-Leprince A, Mateo V, Lim A, Magérus-
Chatinet A, Solary E, Fischer A, Rieux-Laucat F, 
Gougeon ML. Human TCR alpha/beta+ CD4-
CD8- double-negative T cells in patients with 
autoimmune lymphoproliferative syndrome 
express restricted Vbeta TCR diversity and are 
clonally related to CD8+ T cells. J Immunol, 
2008, 181: 440-8.

• Chami M, Oules B, Szabadkai G, Tacine R, 
Rizzuto R, Paterlini-Bréchot P. Proapoptotic 
calcium transfer to mitochondria during ER 
stress is mediated by SERCA1 truncated 
isoform. Nat Cell Biol.

• Danos O. AAV vectors for RNA-based 
modulation of gene expression. Gene Ther, 
2008.

• De Beaucoudrey L, Puel A, Filipe-Santos O, 
Cobat A, Ghandil P, Chrabieh M, Feinberg J, Von 
Bernuth H, Samarina A, Janniere L, Fieschi C, 
Stephan JL, Boileau C, Lyonnet S, Jondeau G, 
Cormier-Daire V, Le Merrer M, Hoarau C, 
Lebranchu Y, Lortholary O, Chandesris MO,  
Ron F, Gambineri E, Bianchi L, Rodriguez-
Gallego C, Zitnik SE, Vasconcelos J, Guedes M, 

Vitor AB, Marodi L, Chapel H, Reid B, Roifman 
C, Nadal D, Reichenbach J, Caragol I, Garty BZ, 
Dogu F, Camcioglu Y, Gulle S, Sanal O, Fischer 
A, Abel L, Stockinger B, Picard C, Casanova JL. 
Mutations in STAT3 and IL12RB1 impair the 
development of human IL-17-producing T cells.  
J Exp Med, 2008.

• De Villartay JP, Shimazaki N, Charbonnier JB, 
Fischer A, Mornon JP, Lieber MR, Callebaut I.  
A histidine in the beta-CASP domain of 
Artemis is critical for its full in vitro and in vivo 
functions. DNA Repair (Amst), 2008.

• Dieude P, Guedj M, Wipff J, Avouac J, Hachulla 
E, Diot E, Granel B, Sibilia J, Cabane J, Meyer O, 
Mouthon L, Kahan A, Boileau C, Allanore Y. The 
PTPN22 620W allele confers susceptibility to 
systemic sclerosis: findings of a large case-
control study of European Caucasians and a 
meta-analysis. Arthritis Rheum, 2008, 58: 
2183-8.

• Fusco F, Pescatore A, Bal E, Ghoul A, Paciolla 
M, Lioi MB, D’Urso M, Rabia SH, Bodemer C, 
Bonnefont JP, Munnich A, Miano MG, Smahi A, 
Ursini MV. Alterations of the IKBKG locus and 
diseases: an update and a report of 13 novel 
mutations. Hum Mutat, 2008, 29: 595-604.

• Geneviève D, Proulle V, Isidor B, Bellais S, 
Serre V, Djouadi F, Picard C, Vignon-Savoye 
C, Bader-Meunier B, Blanche S, De Vernejoul 
MC, Legeai-Mallet L, Fischer AM, Le Merrer M, 
Dreyfus M, Gaussem P, Munnich A, Cormier-
Daire V. Thromboxane synthase mutations in 
an increased bone density disorder (Ghosal 
syndrome). Nat Genet, 2008, 40: 284-6.

• Giraud A, Arous S, De Paepe M, Gaboriau-
Routhiau V, Bambou JC, Rakotobe S, Lindner 
AB, Taddei F, Cerf-Bensussan N. Dissecting 
the genetic components of adaptation of 
Escherichia coli to the mouse gut. PLoS Genet, 
2008, 4: e2.

• Hacein-Bey-Abina S, Garrigue A, Wang 
GP, Soulier J, Lim A, Morillon E, Clappier E, 
Caccavelli L, Delabesse E, Beldjord K, Asnafi V, 
MacIntyre E, Dal Cortivo L, Radford I, Brousse 

N, Sigaux F, Moshous D, Hauer J, Borkhardt A, 
Belohradsky BH, Wintergerst U, Velez MC, Leiva 
L, Sorensen R, Wulffraat N, Blanche S, Bushman 
FD, Fischer A, Cavazzana-Calvo M. Insertional 
oncogenesis in 4 patients after retrovirus-
mediated gene therapy of SCID-X1. J Clin Invest, 
2008, 118: 3132-42.

• Hanein S, Perrault I, Gerber S, Delphin N, 
Benezra D, Shalev S, Carmi R, Feingold J, 
Dufier JL, Munnich A, Kaplan J, Rozet JM, 
Jeanpierre M. Population history and infrequent 
mutations: how old is a rare mutation? GUCY2D 
as a worked example. Eur J Hum Genet, 2008, 
16: 115-23.

• Harvey SJ, Jarad G, Cunningham J, Goldberg 
S, Schermer B, Harfe BD, McManus MT, Benzing 
T, Miner JH. Podocyte-specific deletion of dicer 
alters cytoskeletal dynamics and causes 
glomerular disease. J Am Soc Nephrol, 2008, 
19: 2150-8.

• Hellman NE, Spector J, Robinson J, Zuo X, 
Saunier S, Antignac C, Tobias JW, Lipschutz 
JH. Matrix metalloproteinase 13 (MMP13) and 
tissue inhibitor of matrix metalloproteinase 
1 (TIMP1), regulated by the MAPK pathway, 
are both necessary for Madin-Darby canine 
kidney tubulogenesis. J Biol Chem, 2008, 283: 
4272-82.

• Janoueix-Lerosey I, Lequin D, Brugières L, 
Ribeiro A, De Pontual L, Combaret V, Raynal 
V, Puisieux A, Schleiermacher G, Pierron G, 
Valteau-Couanet D, Frebourg T, Michon J, 
Lyonnet S, Amiel J, Delattre O. Somatic and 
germline activating mutations of the ALK 
kinase receptor in neuroblastoma. Nature, 
2008, 455: 967-70.

Les principales publications  
scientifiques Imagine

62

Les principales publications  
scientifiques Imagine

63

2009

• Abifadel M, Rabes JP, Devillers M, Munnich 
A, Erlich D, Junien C, Varret M, Boileau 
C. Mutations and polymorphisms in the 
proprotein convertase subtilisin kexin 9 
(PCSK9) gene in cholesterol metabolism and 
disease. Hum Mutat, 2009.

• Benko S, Fantes JA, Amiel J, Kleinjan DJ, 
Thomas S, Ramsay J, Jamshidi N, Essafi A, 
Heaney S, Gordon CT, McBride D, Golzio C, Fisher 
M, Perry P, Abadie V, Ayuso C, Holder-Espinasse 
M, Kilpatrick N, Lees MN, Picard A, Temple I, 
Thomas P, Vazquez MP, Vekemans M, Roest-
Crollius H, Hastie ND, Munnich A, Etchevers 
HC, Pelet A, Farlie PG, FitzPatrick D, Lyonnet S. 
Disruption of very distant highly conserved 
non-coding elements on either side of the SOX9 
gene is associated with Pierre Robin sequence. 
Nat Genet, 2009, In press.

• Briot A, Deraison C, Lacroix M, Bonnart C, 
Robin A, Besson C, Dubus P, Hovnanian A. 
Kallikrein 5 induces atopic dermatitis-like 
lesions through PAR2-mediated thymic  
stromal lymphopoietin expression in Netherton 
syndrome. J Exp Med, 2009 May 11, 206(5): 
1135-47.

• Lagresle-Peyrou C, Six E, Picard C, Rieux-
Laucat F, Michel V, Ditadi A, Demerens-de 
Chappedelaine C, Morillon E, Valensi F, Simon-
Stoos KL, Mullikin JC, Noroski LM, Besse C, 
Wulffraat NM, Ferster A, Abecasis MM, Calvo F, 
Petit C, Candotti F, Abel L, Fischer A, Cavazzana-
Calvo M. Human adenylate kinase 2 deficiency 
causes a profound hematopoietic defect 
associated with sensorineural deafness.  
Nat Genet, 2009, 41: 106-11.

• Machuca E, Hummel A, Nevo F, Dantal J, 
Martinez F, Al-Sabban E, Baudouin V, Abel 
L, Grunfeld JP, Antignac C. Clinical and 
epidemiological assessment of steroid-
resistant nephrotic syndrome associated with 
the NPHS2 R229Q variant. Kidney Int, 2009.

• Magérus-Chatinet A, Stolzenberg MC, Loffredo 
MS, Neven B, Schaffner C, Ducrot N, Arkwright 
PD, Bader-Meunier B, Barbot J, Blanche S, 
Casanova JL, Debre M, Ferster A, Fieschi C, 
Florkin B, Galambrun C, Hermine O, Lambotte O, 
Solary E, Thomas C, Le Deist F, Picard C, Fischer 
A, Rieux-Laucat F. FAS-L, IL-10, and double-
negative CD4-CD8-TCR alpha/beta+ T cells are 
reliable markers of ALPS associated with FAS 
loss of function. Blood, 2009.

• Malamut G, Afchain P, Verkarre V, Lecomte 
T, Amiot A, Damotte D, Bouhnik Y, Colombel JF, 
Delchier JC, Allez M, Cosnes J, Lavergne-Slove A, 
Meresse B, Trinquart L, Macintyre E, Radford-
Weiss I, Hermine O, Brousse N, Cerf-Bensussan 
N, Cellier C. Presentation and long-term follow-
up of refractory celiac disease: comparison 
of type I with type II. Gastroenterology, 2009, 
136: 81-90.

• Malan V, Raoul O, Firth HV, Royer G, Turleau C, 
Bernheim A, Willatt L, Munnich A, Vekemans 
M, Lyonnet S, Cormier-Daire V, Colleaux L. 
19q13.11 deletion syndrome: a novel clinically 
recognizable genetic condition identified by 
array-CGH. J Med Genet, 2009. 

• Meresse B, Ripoche J, Heyman M, Cerf-
Bensussan N. Celiac disease: from oral 
tolerance to intestinal inflammation, 

autoimmunity and lymphomagenesis.  
Mucosal Immunol, 2009, 2: 8-23.

• Pannier S, Couloigner V, Messaddeq N, 
Elmaleh-Berges M, Munnich A, Romand R, 
Legeai-Mallet L. Activating Fgfr3 Y367C 
mutation causes hearing loss and inner ear 
defect in a mouse model of chondrodysplasia. 
Biochim Biophys Acta, 2009, 1792: 140-7. 

• Tory K, Rousset-Rouvière C, Gubler MC, 
Morinière V, Pawtowski A, Becker C, Guyot C, Gie 
S, Frishberg Y, Nivet H, Deschenes G, Cochat P, 
Gagnadoux MF, Saunier S, Antignac C, Salomon 
R. Mutations of NPHP2 and NPHP3 in infantile 
nephronophthisis. Kidney Int, 2009.



65

2007

• Alcais A, Alter A, Antoni G, Orlova M, Van Thuc 
N, Singh M, Vanderborght PR, Katoch K, Mira MT, 
Thai VH, Huong NT, Ba NN, Moraes M, Mehra N, 
Schurr E, Abel L. Stepwise replication identifies 
a low-producing lymphotoxin-alpha allele as a 
major risk factor for early-onset leprosy. Nat 
Genet, 2007, 39: 517-22.

• Amiel J, Rio M, de Pontual L, Redon R, Malan 
V, Boddaert N, Plouin P, Carter NP, Lyonnet 
S, Munnich A, Colleaux L. Mutations in TCF4, 
encoding a class I basic helix-loop-helix 
transcription factor, are responsible for 
Pitt-Hopkins syndrome, a severe epileptic 
encephalopathy associated with autonomic 
dysfunction. Am J Hum Genet, 2007, 80: 988-93.

• Baala L, Briault S, Etchevers HC, Laumonnier 
F, Natiq A, Amiel J, Boddaert N, Picard C, Sbiti 
A, Asermouh A, Attie-Bitach T, Encha-Razavi F, 
Munnich A, Sefiani A, Lyonnet S. Homozygous 
silencing of T-box transcription factor EOMES 
leads to microcephaly with polymicrogyria and 
corpus callosum agenesis. Nat Genet, 2007a, 
39: 454-6.

• Baala L, Romano S, Khaddour R, Saunier 
S, Smith UM, Audollent S, Ozilou C, Faivre L, 
Laurent N, Foliguet B, Munnich A, Lyonnet 
S, Salomon R, Encha-Razavi F, Gubler MC, 
Boddaert N, de Lonlay P, Johnson CA, Vekemans 
M, Antignac C, Attie-Bitach T. The Meckel-Gruber 
syndrome gene, MKS3, is mutated in Joubert 
syndrome. Am J Hum Genet, 2007b, 80: 186-94.

• Bal E, Baala L, Cluzeau C, El Kerch F, Ouldim K, 
Hadj-Rabia S, Bodemer C, Munnich A, Courtois 
G, Sefiani A, Smahi A. Autosomal dominant 
anhidrotic ectodermal dysplasias at the 
EDARADD locus. Hum Mutat, 2007, 28: 703-9.

• Ben Ahmed M, Meresse B, Arnulf B, Barbe U, 
J-J M, Verkarre V, Allez M, Cellier C, Hermine 
O, Cerf-Bensussan N. Inhibition of TGF-beta 
signaling by interleukin-15 via phospho-c-jun 
upregulation: a new role for interleukin-15 
in the loss of immune homeostasis in celiac 
disease. Gastroenterology, 2007, 132: 994-1008.

• Benoist-Lasselin C, Gibbs L, Heuertz S, 
Odent T, Munnich A, Legeai-Mallet L. Human 
immortalized chondrocytes carrying 
heterozygous FGFR3 mutations: an in vitro 
model to study chondrodysplasias. FEBS Lett, 
2007, 581: 2593-8.

• Bourdon A, Minai L, Serre V, Jais JP, Sarzi 
E, Aubert S, Chrétien D, de Lonlay P, Paquis-
Flucklinger V, Arakawa H, Nakamura Y, Munnich 
A, Rötig A. Mutation of RRM2B, encoding p53-
controlled ribonucleotide reductase (p53R2), 
causes severe mitochondrial DNA depletion. 
Nat Genet, 2007, 39: 776-80.

• Casanova JL, Abel L. Primary 
immunodeficiencies: a field in its infancy.  
Science, 2007, 317: 617-9.

• Cavazzana-Calvo M, Fischer A. Gene therapy 
for severe combined immunodeficiency: are we 
there yet? J Clin Invest, 2007, 117: 1456-65.

• Dagoneau N, Bellais S, Blanchet P, Sarda P, 
Al-Gazali LI, Di Rocco M, Huber C, Djouadi F, Le 
Goff C, Munnich A, Cormier-Daire V. Mutations 
in cytokine receptor-like factor 1 (CRLF1) 
account for both Crisponi and cold-induced 
sweating syndromes. Am J Hum Genet, 2007, 
80: 966-70.

• Deichmann A, Hacein-Bey-Abina S, Schmidt 
M, Garrigue A, Brugman MH, Hu J, Glimm 
H, Gyapay G, Prum B, Fraser CC, Fischer N, 
Schwarzwaelder K, Siegler ML, De Ridder 
D, Pike-Overzet K, Howe SJ, Thrasher AJ, 
Wagemaker G, Abel U, Staal FJ, Delabesse E, 
Villeval JL, Aronow B, Hue C, Prinz C, Wissler M, 
Klanke C, Weissenbach J, Alexander I, Fischer 
A, Von Kalle C, Cavazzana-Calvo M. Vector 
integration is non-random and clustered and 
influences the fate of lymphopoiesis in SCID-X1 
gene therapy. J Clin Invest, 2007, 117: 2225-32.

• Delous M, Baala L, Salomon R, Laclef C, 
Vierkotten J, Tory K, Golzio C, Lacoste T, Besse 
L, Ozilou C, Moutkine I, Hellman NE, Anselme I, 
Silbermann F, Vesque C, Gerhardt C, Rattenberry 

E, Wolf MT, Gubler MC, Martinovic J, Encha-
Razavi F, Boddaert N, Gonzales M, Macher MA, 
Nivet H, Champion G, Bertheleme JP, Niaudet 
P, McDonald F, Hildebrandt F, Johnson CA, 
Vekemans M, Antignac C, Ruther U, Schneider-
Maunoury S, Attie-Bitach T, Saunier S. The ciliary 
gene RPGRIP1L is mutated in cerebello-oculo-
renal syndrome (Joubert syndrome type B) 
and Meckel syndrome. Nat Genet, 2007, 39: 
875-81.

• Faivre L, Collod-Beroud G, Loeys BL, Child A, 
Binquet C, Gautier E, Callewaert B, Arbustini E, 
Mayer K, Arslan-Kirchner M, Kiotsekoglou A, 
Comeglio P, Marziliano N, Dietz HC, Halliday D, 
Beroud C, Bonithon-Kopp C, Claustres M, Muti 
C, Plauchu H, Robinson PN, Ades LC, Biggin A, 
Benetts B, Brett M, Holman KJ, De Backer J, 
Coucke P, Francke U, De Paepe A, Jondeau G, 
Boileau C. Effect of mutation type and location 
on clinical outcome in 1,013 probands with 
Marfan syndrome or related phenotypes and 
FBN1 mutations: an international study.  
Am J Hum Genet, 2007, 81: 454-66.

• Fougerousse F, Bartoli M, Poupiot J, Arandel 
L, Durand M, Guerchet N, Gicquel E, Danos O, 
Richard I. Phenotypic correction of alpha-
sarcoglycan deficiency by intra-arterial 
injection of a muscle-specific serotype 1 rAAV 
vector. Mol Ther, 2007, 15: 53-61.

• Gerber S, Hanein S, Perrault I, Delphin N, 
Aboussair N, Leowski C, Dufier JL, Roche O, 
Munnich A, Kaplan J, Rozet JM. Mutations 
in LCA5 are an uncommon cause of Leber 
congenital amaurosis (LCA) type II. Hum Mutat, 
2007, 28: 1245.

• Gibbs L, Legeai-Mallet L. FGFR3 intracellular 
mutations induce tyrosine phosphorylation in 
the Golgi and defective glycosylation. Biochim 
Biophys Acta, 2007, 1773: 502-12.

• Golzio C, Martinovic-Bouriel J, Thomas S, 
Mougou-Zrelli S, Grattagliano-Bessières B, 
Bonnière M, Delahaye S, Munnich A, Encha-
Razavi F, Lyonnet S, Vekemans M, Attie-Bitach 

64

• Le Goff C, Morice-Picard F, Dagoneau N, 
Wang LW, Perrot C, Crow YJ, Bauer F, Flori E, 
Prost-Squarcioni C, Krakow D, Ge G, Greenspan 
DS, Bonnet D, Le Merrer M, Munnich A, Apte 
SS, Cormier-Daire V. ADAMTSL2 mutations in 
geleophysic dysplasia demonstrate a role for 
ADAMTS-like proteins in TGF-beta bioavailability 
regulation. Nat Genet, 2008, 40: 1119-23.

• Lorain S, Gross DA, Goyenvalle A, 
Danos O, Davoust J, Garcia L. Transient 
immunomodulation allows repeated injections 
of AAV1 and correction of muscular dystrophy 
in multiple muscles. Mol Ther, 2008, 16: 541-7.

• Malivert L, Callebaut I, Rivera-Munoz P, 
Fischer A, Mornon JP, Revy P, de Villartay JP. 
The C-Terminal domainof Cernunnos/XLF is 
dispensable for DNA repair in vivo. Mol Cell Biol, 
2008, in press.

• Matysiak-Budnik T, Moura IC, Arcos-Fajardo M, 
Lebreton C, Menard S, Candalh C, Ben-Khalifa 
K, Dugave C, Tamouza H, van Niel G, Bouhnik Y, 
Lamarque D, Chaussade S, Malamut G, Cellier 
C, Cerf-Bensussan N, Monteiro RC, Heyman 
M. Secretory IgA mediates retrotranscytosis 
of intact gliadin peptides via the transferrin 
receptor in celiac disease. J Exp Med, 2008, 
205: 143-54.

• Megarbane H, Cluzeau C, Bodemer C, Fraitag 
S, Chababi-Atallah M, Megarbane A, Smahi A. 
Unusual presentation of a severe autosomal 
recessive anhydrotic ectodermal dysplasia 
with a novel mutation in the EDAR gene. Am J 
Med Genet A, 2008, 146A: 2657-62.

• Ménasche G, Ménager MM, Lefebvre JM, 
Deutsch E, Athman R, Lambert N, Mahlaoui 
N, Court M, Garin J, Fischer A, de Saint- 
Basile G. A newly identified isoform of Slp2a 
associates with Rab27a in cytotoxic T cells and 
participates to cytotoxic granule secretion. 
Blood, 2008.

• Molinari F, Foulquier F, Tarpey PS, 
Morelle W, Boissel S, Teague J, Edkins 
S, Futreal PA, Stratton MR, Turner G, 

Matthijs G, Gecz J, Munnich A, Colleaux L. 
Oligosaccharyltransferase-subunit mutations 
in nonsyndromic mental retardation. Am J Hum 
Genet, 2008, 82: 1150-7.

• Mollet J, Delahodde A, Serre V, Chrétien 
D, Schlemmer D, Lombes A, Boddaert N, 
Desguerre I, de Lonlay P, de Baulny HO, 
Munnich A, Rötig A. CABC1 gene mutations 
cause ubiquinone deficiency with cerebellar 
ataxia and seizures. Am J Hum Genet, 2008, 
82: 623-30.

• Panaite PA, Gantelet E, Kraftsik R, Gourdon G, 
Kuntzer T, Barakat-Walter I. Myotonic dystrophy 
transgenic mice exhibit pathologic abnormalities 
in diaphragm neuromuscular junctions and 
phrenic nerves. Journal of Neuropathology & 
Experimental Neurology, 2008, 67: 763-72.

• Peron S, Metin A, Gardes P, Alyanakian MA, 
Sheridan E, Kratz CP, Fischer A, Durandy 
A. Human PMS2 deficiency is associated 
with impaired immunoglobulin class switch 
recombination. J Exp Med, 2008, 205: 2465-72.

• Pfeifer I, Elsby R, Fernandez M, Faria PA, 
Nussenzveig DR, Lossos IS, Fontoura BM, 
Martin WD, Barber GN. NFAR-1 and -2 modulate 
translation and are required for efficient host 
defense. Proc Natl Acad Sci USA, 2008, 105: 
4173-8.

• Philippe A, Nevo F, Esquivel EL, Reklaityte 
D, Gribouval O, Tete MJ, Loirat C, Dantal J, 
Fischbach M, Pouteil-Noble C, Decramer S, 
Hoehne M, Benzing T, Charbit M, Niaudet P, 
Antignac C. Nephrin mutations can cause 
childhood-onset steroid-resistant nephrotic 
syndrome. J Am Soc Nephrol, 2008, 19: 1871-8.

• Plancoulaine S, Mohamed MK, Arafa N, Bakr 
I, Rekacewicz C, Tregouet DA, Obach D, El Daly 
M, Thiers V, Feray C, Abdel-Hamid M, Fontanet 
A, Abel L. Dissection of familial correlations 
in Hepatitis C Virus (HCV) seroprevalence 
suggests evidence for intrafamilial viral 
transmission and genetic predisposition to 
infection. Gut, 2008.

• Ratelade J, Lavin TA, Muda AO, Morisset L, 
Mollet G, Boyer O, Chen DS, Henger A, Kretzler 
M, Hubner N, Théry C, Gubler MC, Montagutelli X, 
Antignac C, Esquivel EL. Maternal environment 
interacts with modifier genes to influence 
progression of nephrotic syndrome. J Am Soc 
Nephrol, 2008, 19: 1491-9.

• Tasdemir E, Maiuri MC, Galluzzi L, Vitale 
I, Djavaheri-Mergny M, D’Amelio M, Criollo 
A, Morselli E, Zhu C, Harper F, Nannmark U, 
Samara C, Pinton P, Vicencio JM, Carnuccio 
R, Moll UM, Madeo F, Paterlini-Bréchot P, 
Rizzuto R, Szabadkai G, Pierron G, Blomgren K, 
Tavernarakis N, Codogno P, Cecconi F, Kroemer 
G. Regulation of autophagy by cytoplasmic 
p53. Nat Cell Biol, 2008.

• Thomas S, Thomas M, Wincker P, Babarit C, Xu 
P, Speer MC, Munnich A, Lyonnet S, Vekemans 
M, Etchevers HC. Human neural crest cells 
display molecular and phenotypic hallmarks of 
stem cells. Hum Mol Genet, 2008, 17: 3411-25.

• Von Bernuth H, Picard C, Jin Z, Pankla R, Xiao 
H, Ku CL, Chrabieh M, Mustapha IB, Ghandil P, 
Camcioglu Y, Vasconcelos J, Sirvent N, Guedes 
M, Vitor AB, Herrero-Mata MJ, Arostegui JI, 
Rodrigo C, Alsina L, Ruiz-Ortiz E, Juan M, 
Fortuny C, Yague J, Anton J, Pascal M, Chang 
HH, Janniere L, Rose Y, Garty BZ, Chapel H, 
Issekutz A, Marodi L, Rodriguez-Gallego C, 
Banchereau J, Abel L, Li X, Chaussabel D, Puel A, 
Casanova JL. Pyogenic bacterial infections  
in humans with MyD88 deficiency. Science, 
2008, 321: 691-6.

65

Les principales publications  
scientifiques Imagine

Les principales publications  
scientifiques Imagine



67

• Tory K, Lacoste T, Burglen L, Morinière V, 
Boddaert N, Macher MA, Llanas B, Nivet H, 
Bensman A, Niaudet P, Antignac C, Salomon R, 
Saunier S. High NPHP1 and NPHP6 mutation 
rate in patients with Joubert syndrome and 
nephronophthisis: potential epistatic effect  
of NPHP6 and AHI1 mutations in patients with 
NPHP1 mutations. J Am Soc Nephrol, 2007, 18: 
1566-75.

• Veillette A, Dong Z, Latour S. Consequence of 
the SLAM-SAP signaling pathway in innate-like 
and conventional lymphocytes. Immunity, 
2007, 27: 698-710.

• Wipff J, Kahan A, Hachulla E, Sibilia J, 
Cabane J, Meyer O, Mouthon L, Guillevin L, 
Junien C, Boileau C, Allanore Y. Association 
between an endoglin gene polymorphism and 
systemic sclerosis-related pulmonary arterial 
hypertension. Rheumatology (Oxford), 2007, 
46: 622-5.

• Wolf MT, Saunier S, O’Toole JF, Wanner N, 
Groshong T, Attanasio M, Salomon R, Stallmach 
T, Sayer JA, Waldherr R, Griebel M, Oh J, 
Neuhaus TJ, Josefiak U, Antignac C, Otto EA, 
Hildebrandt F. Mutational analysis of the 
RPGRIP1L gene in patients with Joubert 
syndrome and nephronophthisis. Kidney Int, 
2007, 72: 1520-6.

• Zhang SY, Jouanguy E, Ugolini S, Smahi A, 
Elain G, Romero P, Segal D, Sancho-Shimizu 
V, Lorenzo L, Puel A, Picard C, Chapgier A, 
Plancoulaine S, Titeux M, Cognet C, Von 
Bernuth H, Ku CL, Casrouge A, Zhang XX, 
Barreiro L, Leonard J, Hamilton C, Lebon 
P, Heron B, Vallee L, Quintana-Murci 
L, Hovnanian A, Rozenberg F, Vivier E, 
Geissmann F, Tardieu M, Abel L, Casanova JL. 
TLR3 deficiency in patients with herpes simplex 
encephalitis. Science, 2007, 317: 1522-7.

66

T, Etchevers HC. Matthew-Wood syndrome is 
caused by truncating mutations in the retinol-
binding protein receptor gene STRA6. Am J Hum 
Genet, 2007, 80: 1179-87.

• Gomes-Pereira M, Foiry L, Nicole A, Huguet A, 
Junien C, Munnich A, Gourdon G. CTG trinucleotide 
repeat «big jumps»: large expansions, small 
Mice. PLoS Genetics, 2007, 3: e52.

• Guiraud-Dogan C, Huguet A, Gomes-Pereira 
M, Brisson E, Bassez G, Junien C, Gourdon G. 
DM1 CTG expansions affect insulin receptor 
isoforms expression in various tissues of 
transgenic mice. Biochimica Biophysica Acta, 
2007, 1772: 1183-91.

• Ku CL, Von Bernuth H, Picard C, Zhang SY, 
Chang HH, Yang K, Chrabieh M, Issekutz AC, 
Cunningham CK, Gallin J, Holland SM, Roifman 
C, Ehl S, Smart J, Tang M, Barrat FJ, Levy O, 
McDonald D, Day-Good NK, Miller R, Takada H, 
Hara T, Al-Hajjar S, Al-Ghonaium A, Speert D, 
Sanlaville D, Li X, Geissmann F, Vivier E, Marodi 
L, Garty BZ, Chapel H, Rodriguez-Gallego 
C, Bossuyt X, Abel L, Puel A, Casanova JL. 
Selective predisposition to bacterial infections 
in IRAK-4 deficient children: IRAK-4 dependent 
TLRs are otherwise redundant in protective 
immunity. J Exp Med, 2007, 204: 2407-22.

• Latour S. Natural killer T cells and X-linked 
lymphoproliferative syndrome. Curr Opin 
Allergy Clin Immunol, 2007, 7: 510-4.

• Mallegol J, Van Niel G, Lebreton C, Lepelletier 
Y, Candalh C, Dugave C, Heath JK, Raposo G, 
Cerf-Bensussan N, Heyman M. T84-intestinal 
epithelial exosomes bear MHC class II/peptide 
complexes potentiating antigen presentation 
by dendritic cells. Gastroenterology, 2007, 132: 
1866-76.

• Mateo V, menager M, de Saint-Basile G, 
Stolzenberg MC, Roquelaure B, André N, Florkin 
B, Le Deist F, Picard C, Fischer A, Rieux-Laucat 
F. Perforin-dependent apoptosis functionally 
compensates Fas deficiency in activation-
induced cell death of human T lymphocytes. 
Blood, 2007, 110: 4285-92.

• Ménager MM, Ménasché G, Romao M, 
Knapnougel P, Ho CH, Garfa M, Raposo G, 
Feldmann J, Fischer A, de Saint-Basile G. 
Secretory cytotoxic granule maturation  
and exocytosis require the effector  
protein hMunc13-4. Nat Immunol, 2007, 8: 
257-67.

• Mollet J, Giurgea I, Schlemmer D, Dallner G, 
Chrétien D, Delahodde A, Bacq D, de Lonlay P, 
Munnich A, Rötig A. Prenyldiphosphate 
synthase, subunit 1 (PDSS1) and OH-benzoate 
polyprenyltransferase (COQ2) mutations 
in ubiquinone deficiency and oxidative 
phosphorylation disorders. J Clin Invest, 2007, 
117: 765-72.

• Neven B, Valayannopoulos V, Quartier P, 
Blanche S, Prieur AM, Debre M, Rolland MO, 
Rabier D, Cuisset L, Cavazzana-Calvo M, de 
Lonlay P, Fischer A. Allogeneic bone marrow 
transplantation in mevalonic aciduria. N Engl J 
Med, 2007, 356: 2700-3.

• Pelletier V, Jambou M, Delphin N, Zinovieva E, 
Stum M, Gigarel N, Dollfus H, Hamel C, Toutain 
A, Dufier JL, Roche O, Munnich A, Bonnefont JP, 
Kaplan J, Rozet JM. Comprehensive survey  
of mutations in RP2 and RPGR in patients 
affected with distinct retinal dystrophies: 
genotype-phenotype correlations and impact 
on genetic counseling. Hum Mutat, 2007, 28: 
81-91.

• Peron S, Pan-Hammarstrom Q, Imai K,  
Du L, Taubenheim N, Sanal O, Marodi L, 
Bergelin-Besançon A, Benkerrou M, de Villartay 
JP, Fischer A, Revy P, Durandy A. A primary 
immunodeficiency characterised by defective 
immunoglobulin class switch recombination 
and impaired DNA repair. J Exp Med, 2007, 204: 
1207-16.

• Perrault I, Delphin N, Hanein S, Gerber S, Dufier 
JL, Roche O, Defoort-Dhellemmes S, Dollfus H, 
Fazzi E, Munnich A, Kaplan J, Rozet JM. 
Spectrum of NPHP6/CEP290 mutations in 
Leber congenital amaurosis and delineation  
of the associated phenotype. Hum Mutat, 2007, 
28: 416.

• Plaisier E, Gribouval O, Alamowitch S, 
Mougenot B, Prost C, Verpont MC, Marro B, 
Desmettre T, Cohen SY, Roullet E, Dracon 
M, Fardeau M, Van Agtmael T, Kerjaschki 
D, Antignac C, Ronco P. COL4A1 mutations 
and hereditary angiopathy, nephropathy, 
aneurysms, and muscle cramps. N Engl J Med, 
2007, 357: 2687-95.

• Quintana-Murci L, Alcais A, Abel L, 
Casanova JL. Immunology in natura: clinical, 
epidemiological and evolutionary genetics of 
infectious diseases. Nat Immunol, 2007, 8: 
1165-71.

• Sarzi E, Bourdon A, Chrétien D, Zarhrate M, 
Corcos J, Slama A, Cormier-Daire V, de Lonlay P, 
Munnich A, Rötig A. Mitochondrial DNA depletion 
is a prevalent cause of multiple respiratory 
chain deficiency in childhood. J Pediatr, 2007a, 
150: 531-4, 34 e1-6.

• Sarzi E, Goffart S, Serre V, Chrétien D, Slama 
A, Munnich A, Spelbrink JN, Rötig A. Twinkle 
helicase (PEO1) gene mutation causes 
mitochondrial DNA depletion. Ann Neurol, 
2007b, 62: 579-87.

• Six E, Bonhomme D, Monteiro M, Beldjord 
K, Jurkowska M, Cordier-Garcia C, Garrigue A, 
Dal Cortivo L, Rocha B, Fischer A, Cavazzana-
Calvo M, Andre-Schmutz I. A human postnatal 
lymphoid progenitor capable of circulating and 
seeding the thymus. J Exp Med, 2007, 204: 
3085-93.

• Soulas-Sprauel P, Le Guyader G, Rivera-Munoz 
P, Abramowski V, Olivier-Martin C, Goujet-Zalc C, 
Charneau P, de Villartay JP. Role for DNA repair 
factor XRCC4 in immunoglobulin class switch 
recombination. J Exp Med, 2007, 204: 1717-27.

• Torgerson TR, Linane A, Moes N, Anover S, 
Mateo V, Rieux-Laucat F, Hermine O, Vijay S, 
Gambineri E, Cerf-Bensussan N, Fischer A,  
Ochs HD, Goulet O, Ruemmele FM. Severe food 
allergy as a variant of IPEX syndrome caused 
by a deletion in a non-coding region of the 
FOXP3 gene. Gastroenterology, 2007, 132: 
1705-17.

67

Les principales publications  
scientifiques Imagine

Les principales publications  
scientifiques Imagine



69

A, Cavazzana-Calvo M. Long-term immune 
reconstitution in RAG-1-defi cient mice treated 
by retroviral gene therapy: a balance between 
efficiency and toxicity. Blood, 2006, 107: 63-72.

• Mantovani J, Holic N, Martinez K, Danos O, 
Perea J. A high throughput method for genome-
wide analysis of retroviral integration. Nucleic 
Acids Res, 2006, 34: e134.

• Morlon A, Smahi A, Munnich A. New genes 
candidates for ectodermal dysplasia: TAB2, 
TRAF6 and TAK1. Med Sci (Paris), 2006, 22: 
229-30.

• Moschese V, Lintzman J, Callea F, Chini L, 
Devito R, Carsetti R, Di Cesare S, Geissman F, 
Brousse N, Rossi P, Durandy A. A novel form of 
non-X-linked hyperigm associated with growth 
and pubertal disturbances and with lymphoma 
development. J Pediatr, 2006, 148: 404-6.

• Puel A, Reichenbach J, Bustamante J, Ku CL, 
Feinberg J, Doffinger R, Bonnet M, Filipe-Santos 
O, de Beaucoudrey L, Durandy A, Horneff G, 
Novelli F, Wahn V, Smahi A, Israel A, Niehues 
T, Casanova JL. The NEMO mutation creating 
the most-upstream premature stop codon 
is hypomorphic because of a reinitiation of 
translation. Am J Hum Genet, 2006, 78: 691-701.

• Rieux-Laucat F, Hivroz C, Lim A, Mateo V, 
Pellier I, Selz F, Fischer A, Le Deist F. Inherited 

and somatic CD3zeta mutations in a patient 
with T-cell deficiency. N Engl J Med, 2006, 354: 
1913-21.

• Rigaud S, Fondaneche MC, Lambert N, 
Pasquier B, Mateo V, Soulas P, Galicier L,  
Le Deist F, Rieux-Laucat F, Revy P, Fischer A,  
de Saint-Basile G, Latour S. XIAP deficiency in 
humans causes an X-linked lymphoproliferative 
syndrome. Nature, 2006, 444: 110-4.

• Szabadkai G, Bianchi K, Varnai P, De Stefani 
D, Wieckowski MR, Cavagna D, Nagy AI, Balla 
T, Rizzuto R. Chaperone-mediated coupling of 
endoplasmic reticulum and mitochondrial  
Ca2 + channels. J Cell Biol, 2006, 175:  
901-11.

• Thrasher AJ, Gaspar HB, Baum C, Modlich U, 
Schambach A, Candotti F, Otsu M, Sorrentino B, 
Scobie L, Cameron E, Blyth K, Neil J, Abina SH, 
Cavazzana-Calvo M, Fischer A. Gene therapy: 
X-SCID transgene leukaemogenicity. Nature, 
2006, 443: E5-6; discussion E6-7.

• Weber S, Morinière V, Knuppel T, Charbit M, 
Dusek J, Ghiggeri GM, Jankauskiene A, Mir S, 
Montini G, Peco-Antic A, Wuhl E, Zurowska AM, 
Mehls O, Antignac C, Schaefer F, Salomon R. 
Prevalence of mutations in renal developmental 
genes in children with renal hypodysplasia: 
results of the ESCAPE study. J Am Soc Nephrol, 
2006, 17: 2864-70.

68

2006

• Baghdadi JE, Orlova M, Alter A, Ranque B, 
Chentoufi M, Lazrak F, Archane MI, Casanova JL, 
Benslimane A, Schurr E, Abel L. An autosomal 
dominant major gene confers predisposition to 
pulmonary tuberculosis in adults. J Exp Med, 
2006, 203: 1679-84.

• Barde I, Zanta-Boussif MA, Paisant S, Lebœuf 
M, Rameau P, Delenda C, Danos O. Efficient 
control of gene expression in the hematopoietic 
system using a single Tet-on inducible lentiviral 
vector. Mol Ther, 2006, 13: 382-90.

• Bartoli M, Roudaut C, Martin S, Fougerousse F, 
Suel L, Poupiot J, Gicquel E, Noulet F, Danos O, 
Richard I. Safety and efficacy of AAV-mediated 
calpain 3 gene transfer in a mouse model of 
limb-girdle muscular dystrophy type 2A. Mol 
Ther, 2006, 13: 250-9.

• Begue B, Wajant H, Bambou JC, Dubuquoy L, 
Siegmund D, Beaulieu JF, Canioni D, Berrebi D, 
Brousse N, Desreumaux P, Schmitz J, Lentze 
MJ, Goulet O, Cerf-Bensussan N, Ruemmele FM. 
Implication of TNF-related apoptosis-inducing 
ligand in inflammatory intestinal epithelial 
lesions. Gastroenterology, 2006, 130: 1962-74.

• Borck G, Zarhrate M, Cluzeau C, Bal E, 
Bonnefont JP, Munnich A, Cormier-Daire V, 
Colleaux L. Father-to-daughter transmission 
of Cornelia de Lange syndrome caused by a 
mutation in the 5’ untranslated region of the 
NIPBL Gene. Hum Mutat, 2006, 27: 731-5.

• Buck D, Malivert L, de Chasseval R, Barraud 
A, Fondaneche MC, Sanal O, Plebani A, Stephan 
JL, Hufnagel M, Le Deist F, Fischer A, Durandy A, 
de Villartay JP, Revy P. Cernunnos, a novel non-
homologous end-joining factor, is mutated in 
human immunodeficiency with microcephaly. 
Cell, 2006a, 124: 287-99.

• Buck D, Moshous D, de Chasseval R, Ma 
Y, Le Deist F, Cavazzana-Calvo M, Fischer 
A, Casanova JL, Lieber MR, de Villartay JP. 
Severe combined immunodeficiency and 
microcephaly in siblings with hypomorphic 
mutations in DNA ligase IV. Eur J Immunol, 
2006b, 36: 224-35.

• Callebaut I, Malivert L, Fischer A, Mornon JP, 
Revy P, de Villartay JP. Cernunnos interacts 
with the XRCC4 x DNA-ligase IV complex and 
is homologous to the yeast nonhomologous 
end-joining factor Nej1. J Biol Chem, 2006, 281: 
13857-60.

• Casrouge A, Zhang SY, Eidenschenk C, 
Jouanguy E, Puel A, Yang K, Alcais A, Picard C, 
Mahfoufi N, Nicolas N, Lorenzo L, Plancoulaine 
S, Sénéchal B, Geissmann F, Tabeta K, Hoebe K, 
Du X, Miller RL, Heron B, Mignot C, de Villemeur 
TB, Lebon P, Dulac O, Rozenberg F, Beutler 
B, Tardieu M, Abel L, Casanova JL. Herpes 
simplex virus encephalitis in human UNC-93B 
deficiency. Science, 2006, 314: 308-12.

• Chen R, Latour S, Shi X, Veillette A. Association 
between SAP and FynT: Inducible SH3 domain-
mediated interaction controlled by engagement 
of the SLAM receptor. Mol Cell Biol, 2006, 26: 
5559-68.

• Courtois G, Smahi A. NF-kappaB-related 
genetic diseases. Cell Death Differ, 2006, 13: 
843-51.

• Didelot G, Molinari F, Tchenio P, Comas D, 
Milhiet E, Munnich A, Colleaux L, Preat T. Tequila, 
a neurotrypsin ortholog, regulates long-term 
memory formation in drosophila. Science, 
2006, 313: 851-3.

• Durandy A, Peron S, Taubenheim N, Fischer 
A. Activation-induced cytidine deaminase: 
structure-function relationship as based on 
the study of mutants. Hum Mutat, 2006, 27: 
1185-91.

• Filipe-Santos O, Bustamante J, Haverkamp 
MH, Vinolo E, Ku CL, Puel A, Frucht DM, Christel 
K, Von Bernuth H, Jouanguy E, Feinberg J, 
Durandy A, Sénéchal B, Chapgier A, Vogt G, 
De Beaucoudrey L, Fieschi C, Picard C, Garfa 
M, Chemli J, Bejaoui M, Tsolia MN, Kutukculer 
N, Plebani A, Notarangelo L, Bodemer C, 
Geissmann F, Israel A, Veron M, Knackstedt 
M, Barbouche R, Abel L, Magdorf K, Gendrel 
D, Agou F, Holland SM, Casanova JL. X-linked 
susceptibility to mycobacteria is caused by 

mutations in NEMO impairing CD40-dependent 
IL-12 production. J Exp Med, 2006, 203: 1745-
59.

• Foiry L, Dong L, Savouret C, Hubert L, te Riele 
H, Junien C, Gourdon G. Msh3 is a limiting 
factor in the formation of intergenerational CTG 
expansions in DM1 transgenic mice. Human 
Genetics, 2006a, 119: 520-6.

• Foiry L, Megret J, Junien C, Gourdon G. A 
simple and fast method for cell recovery and 
DNA content analysis from various mouse 
tissues by fl ow cytometry. Cytotechnology, 
2006b, 52: 107-12.

• Gerber S, Bonneau D, Gilbert B, Munnich A, 
Dufier JL, Rozet JM, Kaplan J. USH1A: chronicle 
of a slow death. Am J Hum Genet, 2006, 78: 
357-9.

• Gomes-Pereira M, Foiry L, Gourdon G. 
Transgenic mouse models of unstable 
trinucleotide repeats: toward an understanding 
of disease-associated repeat size mutation in 
genetic instabilities and neurological diseases, 
in press. Ashizawa T and Wells RD (eds), 
Elsevier-Academic Press, 2006.

• Gross DA, Chappert P, Lebœuf M, Monteilhet V, 
Van Wittenberghe L, Danos O, Davoust J. Simple 
conditioning with monospecifi c CD4+CD25+ 
regulatory T cells for bone marrow engraftment 
and tolerance to multiple gene products. Blood, 
2006, 108: 1841-8.

• Jacquemont ML, Sanlaville D, Redon R, 
Raoul O, Cormier-Daire V, Lyonnet S, Amiel J, 
Le Merrer M, Heron D, de Blois MC, Prieur M, 
Vekemans M, Carter NP, Munnich A, Colleaux L, 
Philippe A. Array-based comparative genomic 
hybridisation identifies high frequency of 
cryptic chromosomal rearrangements in 
patients with syndromic autism spectrum 
disorders. J Med Genet, 2006, 43: 843-9.

• Lagresle-Peyrou C, Yates F, Malassis-Seris M, 
Hue C, Morillon E, Garrigue A, Liu A, Hajdari P, 
Stockholm D, Danos O, Lemercier B, Gougeon 
ML, Rieux-Laucat F, de Villartay JP, Fischer 

69

Les principales publications  
scientifiques Imagine

Les principales publications  
scientifiques Imagine



71

• Roncagalli R, Taylor JE, Zhang S, Shi X, Chen 
R, Cruz-Munoz ME, Yin L, Latour S, Veillette 
A. Negative regulation of natural killer cell 
function by EAT-2, a SAP-related adaptor. Nat 
Immunol, 2005, 6: 1002-10.

• Saunier S, Salomon R, Antignac C. 
Nephronophthisis. Curr Opin Genet Dev, 2005, 
15: 324-31.

• Trochet D, O’Brien LM, Gozal D, Trang H, 
Nordenskjold A, Laudier B, Svensson PJ, Uhrig 
S, Cole T, Niemann S, Munnich A, Gaultier C, 
Lyonnet S, Amiel J. PHOX2B genotype allows for 
prediction of tumor risk in congenital central 
hypoventilation syndrome. Am J Hum Genet, 
2005, 76: 421-6.

• Vogt G, Chapgier A, Yang K, Chuzhanova 
N, Feinberg J, Fieschi C, Boisson-Dupuis S, 
Alcais A, Filipe-Santos O, Bustamante J, de 
Beaucoudrey L, Al-Mohsen I, Al-Hajjar S, Al-
Ghonaium A, Adimi P, Mirsaeidi M, Khalilzadeh 
S, Rosenzweig S, de La Calle Martin O, Bauer 
TR, Puck JM, Ochs HD, Furthner D, Engelhorn 
C, Belohradsky B, Mansouri D, Holland SM, 
Schreiber RD, Abel L, Cooper DN, Soudais C, 
Casanova JL. Gains of glycosylation comprise 
an unexpectedly large group of pathogenic 
mutations. Nat Genet, 2005.

• Yang K, Puel A, Zhang S, Eidenschenk C, Ku CL, 
Casrouge A, Picard C, Von Bernuth H, Sénéchal 
B, Plancoulaine S, Al-Hajjar S, Al-Ghonaium 
A, Marodi L, Davidson D, Speert D, Roifman C, 
Garty BZ, Ozinsky A, Barrat FJ, Coffman RL, 
Miller RL, Li X, Lebon P, Rodriguez-Gallego C, 
Chapel H, Geissmann F, Jouanguy E, Casanova 
JL. Human TLR-7-, -8-, and -9- mediated 
induction of IFN-alpha/beta and -lambda Is 
IRAK-4 dependent and redundant for protective 
immunity to viruses. Immunity, 2005, 23: 
465-78.

70

2005

• Weber S, Gribouval O, Esquivel EL, Morinière 
V, Tete MJ, Legendre C, Niaudet P, Antignac 
C. NPHS2 mutation analysis shows genetic 
heterogeneity of steroid-resistant nephrotic 
syndrome and low post-transplant recurrence. 
Kidney Int, 2004, 66: 571-9.

• Alcais A, Fieschi C, Abel L, Casanova JL. 
Tuberculosis in children and adults: two 
distinct genetic diseases. J Exp Med, 2005, 
202: 1617-21.

• Allard D, Amsellem S, Abifadel M, Trillard M, 
Devillers M, Luc G, Krempf M, Reznik Y, Girardet 
JP, Fredenrich A, Junien C, Varret M, Boileau C, 
Benlian P, Rabes JP. Novel mutations  
of the PCSK9 gene cause variable phenotype  
of autosomal dominant hypercholesterolemia. 
Hum Mutat, 2005, 26: 497.

• Barbet F, Hakiki S, Orssaud C, Gerber S, 
Perrault I, Hanein S, Ducroq D, Dufier JL, 
Munnich A, Kaplan J, Rozet JM. A third locus for 
dominant optic atrophy on chromosome 22q.  
J Med Genet, 2005, 42: e1.

• Bloch-Queyrat C, Fondaneche MC, Chen R, 
Yin L, Relouzat F, Veillette A, Fischer A, Latour 
S. Regulation of natural cytotoxicity by the 
adaptor SAP and the Src-related kinase Fyn.  
J Exp Med, 2005, 202: 181-92.

• Caspersen C, Wang N, Yao J, Sosunov A, Chen 
X, Lustbader JW, Xu HW, Stern D, McKhann G, 
Yan SD. Mitochondrial Abeta: a potential focal 
point for neuronal metabolic dysfunction in 
Alzheimer’s disease. Faseb J, 2005, 19: 2040-1.

• Descargues P, Deraison C, Bonnart C, Kreft 
M, Kishibe M, Ishida-Yamamoto A, Elias P, 
Barrandon Y, Zambruno G, Sonnenberg A, 
Hovnanian A. Spink5-deficient mice mimic 
Netherton syndrome through degradation 
of desmoglein 1 by epidermal protease 
hyperactivity. Nat Genet, 2005, 37: 56-65.

• Durandy A, Revy P, Imai K, Fischer A. Hyper-
immunoglobulin M syndromes caused by 
intrinsic B-lymphocyte defects. Immunol Rev, 
2005, 203: 67-79.

• Feldmann J, Ménasché G, Callebaut I, 
Minard-Colin V, Bader-Meunier B, Le Clainche L, 
Fischer A, Le Deist F, Tardieu M, de Saint-Basile 
G. Severe and progressive encephalitis as a 
presenting manifestation of a novel missense 
perforin mutation and impaired cytolytic 
activity. Blood, 2005, 105: 2658-63.

• Gonin P, Arandel L, Van Wittenberghe L, 
Marais T, Perez N, Danos O. Femoral intra-
arterial injection: a tool to deliver and assess 
recombinant AAV constructs in rodents whole 
hind limb. J Gene Med, 2005, 7: 782-91.

• Gribouval O, Gonzales M, Neuhaus T, Aziza J, 
Bieth E, Laurent N, Bouton JM, Feuillet F, Makni 
S, Ben Amar H, Laube G, Delezoide AL, Bouvier 
R, Dijoud F, Ollagnon-Roman E, Roume J, 
Joubert M, Antignac C, Gubler MC Mutations 
in genes in the renin-angiotensin system are 
associated with autosomal recessive renal 
tubular dysgenesis. Nat Genet, 2005, 37: 
964-8.

• Huber C, Dias-Santagata D, Glaser A, O’Sullivan 
J, Brauner R, Wu K, Xu X, Pearce K, Wang R, 
Uzielli ML, Dagoneau N, Chemaitilly W, Superti-
Furga A, Dos Santos H, Megarbane A, Morin G, 
Gillessen-Kaesbach G, Hennekam R, Van der 
Burgt I, Black GC, Clayton PE, Read A, Le Merrer 
M, Scambler PJ, Munnich A, Pan ZQ, Winter R, 
Cormier-Daire V. Identification of mutations in 
CUL7 in 3-M syndrome. Nat Genet, 2005, 37: 
1119-24.

• Molinari F, Raas-Rothschild A, Rio M, 
Fiermonte G, Encha-Razavi F, Palmieri L, 
Palmieri F, Ben-Neriah Z, Kadhom N, Vekemans 
M, Attie-Bitach T, Munnich A, Rustin P, Colleaux 
L. Impaired mitochondrial glutamate transport 

in autosomal recessive neonatal myoclonic 
epilepsy. Am J Hum Genet, 2005, 76: 334-9.

• Mollet G, Silbermann F, Delous M, Salomon R, 
Antignac C, Saunier S. Characterisation of the 
nephrocystin/nephrocystin-4 complex and 
subcellular localization of nephrocystin-4 to 
primary cilia and centrosomes. Hum Mol Genet, 
2005, 14: 645-56.

• Murakami Y, Saigo K, Takashima H, Minami 
M, Okanoue T, Bréchot C, Paterlini-Bréchot P. 
Large scaled analysis of hepatitis B virus (HBV) 
DNA integration in HBV related hepatocellular 
carcinomas. Gut, 2005, 54: 1162-8.

• Pasquier B, Yin L, Fondaneche MC, Relouzat 
F, Bloch-Queyrat C, Lambert N, Fischer A, de 
Saint-Basile G, Latour S. Defective NKT cell 
development in mice and humans lacking the 
adapter SAP, the X-linked lymphoproliferative 
syndrome gene product. J Exp Med, 2005, 201: 
695-701.

• Redon R, Rio M, Gregory SG, Cooper RA, Fiegler 
H, Sanlaville D, Banerjee R, Scott C, Carr P, 
Langford C, Cormier-Daire V, Munnich A, Carter 
NP, Colleaux L. Tiling path resolution mapping 
of constitutional 1p36 deletions by array-CGH: 
contiguous gene deletion or “deletion with 
positional effect” syndrome? J Med Genet, 
2005, 42: 166-71.

• Revy P, Buck D, Le Deist F, de Villartay JP. The 
repair of DNA damages/modifications during 
the maturation of the immune system: lessons 
from human primary immunodeficiency 
disorders and animal models. Adv Immunol, 
2005, 87: 237-95.

• Rieux-Laucat F, Le Deist F, de Saint-Basile G. 
Autoimmune lymphoproliferative syndrome 
and perforin. N Engl J Med, 2005, 352: 306-7 ; 
author reply 06-7.

71

Les principales publications  
scientifiques Imagine

Les principales publications  
scientifiques Imagine



• Roselli S, Heidet L, Sich M, Henger A, Kretzler 
M, Gubler MC, Antignac C. Early glomerular  
filtration defect and severe renal disease in 
podocin-deficient mice. Mol Cell Biol, 2004a, 
24: 550-60.

• Roselli S, Moutkine I, Gribouval O, Benmerah 
A, Antignac C. Plasma membrane targeting 
of podocin through the classical exocytic 
pathway: effect of NPHS2 mutations. Traffic, 
2004b, 5: 37-44.

• Savouret C, Garcia-Cordier C, Megret J, te 
Riele H, Junien C, Gourdon G. MSH2-dependent 
germinal CTG expansions are produced 
continuously in spermatogonia from DM1 
transgenic mice. Molecular and Cellular 
Biology, 2004a, 24: 629-37.

• Savouret C, Junien C, Gourdon G. Analysis 
of CTG repeats by making DM model mice. 
Methods in Molecular Biology, 2004b, 277: 
185-98.

• Trochet D, Bourdeaut F, Janoueix-Lerosey I, 
Deville A, de Pontual L, Schleiermacher G, Coze 
C, Philip N, Frebourg T, Munnich A, Lyonnet S, 
Delattre O, Amiel J. Germline mutations of the 
paired-like homeobox 2B (PHOX2B) gene in 
neuroblastoma. Am J Hum Genet, 2004, 74: 
761-4.

• Vona G, Estepa L, Beroud C, Damotte D, 
Capron F, Nalpas B, Mineur A, Franco D, Lacour 
B, Pol S, Bréchot C, Paterlini-Bréchot P. Impact 
of cytomorphological detection of circulating 
tumor cells in patients with liver cancer. 
Hepatology, 2004, 39: 792-7.

73

2004

• Alcais A, Mira MT, Van Thuc N, Moraes MO, 
Di Flumeri C, Hong Thai V, Chi Phuong M, Thu 
Huong N, Ngoc Ba N, Xuan Khoa P, Sarno 
EN, Alter A, Montpetit A, Moraes ME, Moraes 
JR, Dore C, Gallant CJ, Lepage P, Verner A, 
Van De Vosse E, Hudson TJ, Schurr E, Abel L. 
Susceptibility to leprosy is associated with 
PARK2 and PACRG. Nature, 2004, 427: 636-40.

• Baujat G, Rio M, Rossignol S, Sanlaville D, 
Lyonnet S, Le Merrer M, Munnich A, Gicquel C, 
Cormier-Daire V, Colleaux L. Paradoxical NSD1 
mutations in Beckwith-Wiedemann syndrome 
and 11p15 anomalies in Sotos syndrome. Am J 
Hum Genet, 2004, 74: 715-20.

• Benit P, Slama A, Cartault F, Giurgea I, Chrétien 
D, Lebon S, Marsac C, Munnich A, Rötig A, Rustin 
P. Mutant NDUFS3 subunit of mitochondrial 
complex I causes Leigh syndrome. J Med Genet, 
2004, 41: 14-7.

• Casanova JL, Abel L. The human model: a 
genetic dissection of immunity to infection in 
natural conditions. Nat Rev Immunol, 2004, 4: 
55-66.

• Cavazzana-Calvo M, Thrasher A, Mavilio F. 
The future of gene therapy. Nature, 2004, 427 
779-81.

• Chen R, Relouzat F, Roncagalli R, Aoukaty A, 
Tan R, Latour S, Veillette A. Molecular dissection 
of 2B4 signaling: implications for signal 
transduction by SLAM-related receptors. Mol 
Cell Biol, 2004, 24: 5144-56.

• Dagoneau N, Benoist-Lasselin C, Huber C, 
Faivre L, Megarbane A, Alswaid A, Dollfus H, 
Alembik Y, Munnich A, Legeai-Mallet L, Cormier-
Daire V. ADAMTS10 mutations in autosomal 
recessive Weill-Marchesani syndrome. Am J 
Hum Genet, 2004a, 75: 801-6.

• Dagoneau N, Scheffer D, Huber C, Al-Gazali 
LI, Di Rocco M, Godard A, Martinovic J, Raas-
Rothschild A, Sigaudy S, Unger S, Nicole S, 
Fontaine B, Taupin JL, Moreau JF, Superti-Furga 
A, Le Merrer M, Bonaventure J, Munnich A, 

Legeai-Mallet L, Cormier-Daire V. Null leukemia 
inhibitory factor receptor (LIFR) mutations 
in Stuve-Wiedemann/Schwartz-Jampel type 
2 syndrome. Am J Hum Genet, 2004b, 74: 
298-305.

• De Saint-Basile G, Geissmann F, Flori E, Uring-
Lambert B, Soudais C, Jabado N, Fischer A, Le 
Deist F. Severe combined immunodeficiency 
caused by deficiency in either the delta or 
epsilon Cd3 subunit. J. Clin. Invest., 2004, in 
press. 

• Goyenvalle A, Vulin A, Fougerousse F, Leturcq 
F, Kaplan JC, Garcia L, Danos O. Rescue of 
dystrophic muscle through U7 snRNA-mediated 
exon skipping. Science, 2004, 306: 1796-9.

• Hanein S, Perrault I, Gerber S, Tanguy 
G, Barbet F, Ducroq D, Calvas P, Dollfus H, 
Hamel C, Lopponen T, Munier F, Santos L, 
Shalev S, Zafeiriou D, Dufier JL, Munnich 
A, Rozet JM, Kaplan J. Leber congenital 
amaurosis: comprehensive survey of the 
genetic heterogeneity, refinement of the 
clinical definition, and genotype-phenotype 
correlations as a strategy for molecular 
diagnosis. Hum Mutat, 2004, 23: 306-17.

• Holzelova E, Vonarbourg C, Stolzenberg 
MC, Arkwright PD, Selz F, Prieur AM, Blanche 
S, Bartunkova J, Vilmer E, Fischer A, Le 
Deist F, Rieux-Laucat F. Autoimmune 
lymphoproliferative syndrome with somatic Fas 
mutations. N Engl J Med, 2004, 351: 1409-18.

• Hue S, Mention JJ, Monteiro RC, Zhang S, 
Cellier C, Schmitz J, Verkarre V, Fodil N, Bahram 
S, Cerf-Bensussan N, Caillat-Zucman S. A Direct 
role for NKG2D/MICA interaction in villous 
atrophy during celiac disease. Immunity, 2004, 
21: 367-77.

• Kalatzis V, Nevo N, Cherqui S, Gasnier 
B, Antignac C. Molecular pathogenesis of 
cystinosis: effect of CTNS mutations on the 
transport activity and subcellular localization 
of cystinosin. Hum Mol Genet, 2004, 13: 1361-71. 

• Latour S, Veillette A. The SAP family of 
adaptors in immune regulation. Semin 
Immunol, 2004, 16: 409-19.

• Legeai-Mallet L, Benoist-Lasselin C, 
Munnich A, Bonaventure J. Overexpression of 
FGFR3, Stat1, Stat5 and p21Cip1 correlates 
with phenotypic severity and defective 
chondrocyte differentiation in FGFR3-related 
chondrodysplasias. Bone, 2004, 34: 26-36.

• Mizuguchi T, Collod-Beroud G, Akiyama T, 
Abifadel M, Harada N, Morisaki T, Allard D, Varret 
M, Claustres M, Morisaki H, Ihara M, Kinoshita A, 
Yoshiura K, Junien C, Kajii T, Jondeau G, Ohta T, 
Kishino T, Furukawa Y, Nakamura Y, Niikawa N, 
Boileau C, Matsumoto N. Heterozygous TGFBR2 
mutations in Marfan syndrome. Nat Genet, 
2004, 36: 855-60.

• Neven B, Callebaut I, Prieur AM, Feldmann J, 
Bodemer C, Lepore L, Derfalvi B, Benjaponpitak 
S, Vesely R, Sauvain MJ, Oertle S, Allen R, 
Morgan G, Borkhardt A, Hill C, Gardner-Medwin 
J, Fischer A, de Saint-Basile G. Molecular basis 
of the spectral expression of CIAS1 mutations 
associated with phagocytic cell-mediated 
autoinfl ammatory disorders CINCA/NOMID, 
MWS, and FCU. Blood, 2004, 103: 2809-15. 
Epub 2003 Nov 20.

• Ouguerram K, Chetiveaux M, Zair Y, Costet 
P, Abifadel M, Varret M, Boileau C, Magot T, 
Krempf M. Apolipoprotein B100 metabolism 
in autosomal-dominant hypercholesterolemia 
related to mutations in PCSK9. Arterioscler 
Thromb Vasc Biol, 2004, 24: 1448-53.

• Perrault I, Hanein S, Gerber S, Barbet F, Ducroq 
D, Dollfus H, Hamel C, Dufier JL, Munnich A, 
Kaplan J, Rozet JM. Retinal dehydrogenase 
12 (RDH12) mutations in leber congenital 
amaurosis. Am J Hum Genet, 2004, 75: 639-46. 

• Poinsignon C, Moshous D, Callebaut I,  
de Chasseval R, Villey I, de Villartay JP. The 
metallo-b-lactamase/b-CASP domain of Artemis 
constitutes the catalytic core required for V(D)
J recombination. J. Exp. Med., 2004, 199: 
315-21.

72 73

Les principales publications  
scientifiques Imagine

Les principales publications  
scientifiques Imagine



2003

• Abifadel M, Varret M, Rabes JP, Allard D, 
Ouguerram K, Devillers M, Cruaud C, Benjannet 
S, Wickham L, Erlich D, Derre A, Villeger L, 
Farnier M, Beucler I, Bruckert E, Chambaz 
J, Chanu B, Lecerf JM, Luc G, Moulin P, 
Weissenbach J, Prat A, Krempf M, Junien C, 
Seidah NG, Boileau C. Mutations in PCSK9 cause 
autosomal dominant hypercholesterolemia. 
Nat Genet, 2003, 34: 154-6.

• Alcais A, Mira MT, Van Thuc N, Thai VH, Huong 
NT, Ba NN, Verner A, Hudson TJ, Abel L, Schurr E. 
Chromosome 6q25 is linked to susceptibility to 
leprosy in a Vietnamese population. Nat Genet, 
2003, 33: 412-5.

• Amiel J, Laudier B, Attie-Bitach T, Trang H, 
de Pontual L, Gener B, Trochet D, Etchevers H, 
Ray P, Simonneau M, Vekemans M, Munnich A, 
Gaultier C, Lyonnet S. Polyalanine expansion 
and frameshift mutations of the paired-like 
homeobox gene PHOX2B in congenital central 
hypoventilation syndrome. Nat Genet, 2003, 
33: 459-61.

• Barbet F, Gerber S, Hakiki S, Perrault I, Hanein 
S, Ducroq D, Tanguy G, Dufier JL, Munnich A, 
Rozet JM, Kaplan J. A first locus for isolated 
autosomal recessive optic atrophy (ROA1) 
maps to chromosome 8 q. Eur J Hum Genet, 
2003, 11: 966-71.

• Benit P, Steffann J, Lebon S, Chrétien D, 
Kadhom N, de Lonlay P, Goldenberg A, Dumez 
Y, Dommergues M, Rustin P, Munnich A, Rötig 
A. Genotyping microsatellite DNA markers 
at putative disease loci in inbred/multiplex 
families with respiratory chain complex I 
deficiency allows rapid identification of a novel 
nonsense mutation (IVS1nt-1) in the NDUFS4 
gene in Leigh syndrome. Hum Genet, 2003, 
112: 563-6.

• Beroud C, Karliova M, Bonnefont JP, Benachi A, 
Munnich A, Dumez Y, Lacour B, Paterlini-Bréchot 
P. Prenatal diagnosis of spinal muscular atrophy 
by genetic analysis of circulating fetal cells. 
Lancet, 2003, 361: 1013-4. 

• Catalan N, Selz F, Imai K, Revy P, Fischer A, 
Durandy A. The block in immunoglobulin class 
switch recombination caused by activation-
induced cytidine deaminase deficiency occurs 
prior to the generation of DNA double strand 
breaks in switch mu region. J Immunol, 2003, 
171: 2504-9.

• Chol M, Lebon S, Benit P, Chrétien D, de 
Lonlay P, Goldenberg A, Odent S, Hertz-Pannier 
L, Vincent-Delorme C, Cormier-Daire V, Rustin 
P, Rötig A, Munnich A. The mitochondrial 
DNA G13513A MELAS mutation in the NADH 
dehydrogenase 5 gene is a frequent cause of 
Leigh-like syndrome with isolated complex I 
deficiency. J Med Genet, 2003, 40: 188-91.

• Courtois G, Smahi A, Reichenbach J, Doffinger 
R, Cancrini C, Bonnet M, Puel A, Chable-Bessia 
C, Yamaoka S, Feinberg J, Dupuis-Girod S, 
Bodemer C, Livadiotti S, Novelli F, Rossi P, 
Fischer A, Israel A, Munnich A, Le Deist F, 
Casanova JL. A hypermorphic IkappaBalpha 
mutation is associated with autosomal 
dominant anhidrotic ectodermal dysplasia and 
T cell immunodefi ciency. J Clin Invest, 2003, 
112: 1108-15.

• De Villartay JP, Fischer A, Durandy A. The 
mechanisms of immune diversity and their 
disorders: from immune deficiencies to 
lymphomas. Nat Rev Immunol, 2003a, 3: 
962-72.

• De Villartay JP, Fischer A, Durandy A. The 
mechanisms of immune diversification and 
their disorders. Nat Rev Immunol, 2003b, 3: 
962-72.

• Dupuis S, Jouanguy E, Al-Hajjar S, Fieschi C, 
Al-Mohsen IZ, Al-Jumaah S, Yang K, Chapgier A, 
Eidenschenk C, Eid P, Ghonaium AA, Tufenkeji H, 
Frayha H, Al-Gazlan S, Al-Rayes H, Schreiber RD, 
Gresser I, Casanova JL. Impaired response to 
interferon-alpha/beta and lethal viral disease 
in human STAT1 deficiency. Nat Genet, 2003, 
33: 388-91.

• Feldmann J, Callebaut I, Raposo G, Certain 
S, Bacq D, Dumont C, Lambert N, Ouachee-
Chardin M, Chedeville G, Tamary H, Minard-
Colin V, Vilmer E, Blanche S, Le Deist F, 
Fischer A, de Saint-Basile G. Munc13-4 is 
essential for cytolytic granules fusion and is 
mutated in a form of familial hemophagocytic 
lymphohistiocytosis (FHL3). Cell, 2003, 115: 
461-73.

• Fieschi C, Dupuis S, Catherinot E, Feinberg J, 
Bustamante J, Breiman A, Altare F, Baretto R, 
Le Deist F, Kayal S, Koch H, Richter D, Brezina 
M, Aksu G, Wood P, Al-Jumaah S, Raspall M, 
Da Silva Duarte AJ, Tuerlinckx D, Virelizier 
JL, Fischer A, Enright A, Bernhoft J, Cleary 
AM, Vermylen C, Rodriguez-Gallego C, Davies 
G, Blutters-Sawatzki R, Siegrist CA, Ehlayel 
MS, Novelli V, Haas WH, Lévy J, Freihorst J, 
Al-Hajjar S, Nadal D, De Moraes Vasconcelos D, 
Jeppsson O, Kutukculer N, Frecerova K, Caragol 
I, Lammas D, Kumararatne DS, Abel L, Casanova 
JL. Low penetrance, broad resistance, and 
favorable outcome of interleukin 12 receptor 
beta1 deficiency: medical and immunological 
implications. J Exp Med, 2003, 197: 527-35.

• Hacein-Bey-Abina S, Von Kalle C, Schmidt 
M, Le Deist F, Wulffraat N, McIntyre E, Radford 
I, Villeval JL, Fraser CC, Cavazzana-Calvo 
M, Fischer A. A serious adverse event after 
successful gene therapy for X-linked severe 
combined immunodeficiency. N Engl J Med, 
2003a, 348: 255-6.

• Hacein-Bey-Abina S, Von Kalle C, Schmidt M, 
McCormack MP, Wulffraat N, Leboulch P, Lim A, 
Osborne CS, Pawliuk R, Morillon E, Sorensen R, 
Forster A, Fraser P, Cohen JI, de Saint-Basile G, 
Alexander I, Wintergerst U, Frebourg T, Aurias A, 
Stoppa-Lyonnet D, Romana S, Radford-Weiss 
I, Gross F, Valensi F, Delabesse E, MacIntyre E, 
Sigaux F, Soulier J, Leiva LE, Wissler M, Prinz C, 
Rabbitts TH, Le Deist F, Fischer A, Cavazzana-
Calvo M. LMO2-associated clonal T cell 
proliferation in two patients after gene therapy 
for SCID-X1. Science, 2003b, 302: 415-9.

74

Les principales publications  
scientifiques Imagine

• Hadj-Rabla S, Froidevaux D, Bodak N, Flamel-
Teillac D, Smahi A, Touil Y, Fraitag S, 0e Prost 
Y, Bodemer C. Clinical study of 40 cases of 
incontinentia pigmenti. Arch Dermatol, 2003, 
139: 1163-70. 

• Heidet L, Born DB, Jouin M, Sich M, Mattei 
MG, Sado Y, Hudson BG, Hastie N, Antignac C, 
Gubler MC. A human-mouse chimera of the 
alpha3alpha4alpha5(IV) collagen protomer 
rescues the renel phenotype in Col4a3-/- Alport 
mice. Am J Pothel, 2003, 163: 1633-44.

• Imai K, Catalan N, Plebani A, Marodi L, Sanal 
0, Kumaki S, Nagendran V, Wood P, Glastre C, 
Sarrot-Reynauld F, Hermine O, Forveille M, Revy 
P, Fischer A, Durandy A. Hyper-IgM syndrome 
type 4 with a B lymphocyte-intrinsic selective 
deficiency in lg class-switch recombination.  
J Clin Invest, 2003a, 112: 136-42.

• Imai K, Slupphaug G, Lee WI, Revy P, 
Nonoyama S, Catalan N, Yel L, Forveille M, 
Kavli B, Krokan HE, Ochs HD, Fischer A, 
Durandy A. Human uracil-DNA glycosylase 
deficiency associated with profoundly impaired 
immunoglobulin class-switch recombination. 
Nat Immunol, 2003b, 4: 1023-8. Epub 2003 
Sep 7.

• Jais JP, Knebelmann B, Giatras I, De Marchi M, 
Rizzoni G, Renieri A, Weber M, Gross O, Netzer 
KO, Flinter F, Pirson Y, Dahan K, Wieslander J, 
Persson U, Tryggvason K, Martin P, Hertz JM, 
Schroder C, Sanak M, Carvalho MF, Saus J, 
Antignac C, Smeets H, Gubler MC. X-linked Alport 
syndrome : natural history and genotype-
phenotype correlations in girls and women 
belonging to 195 families : a « European 
Community Alport Syndrome Concerted Action » 
study. J Am Soc Nephrol, 2003, 14 : 2603-10.

• Kichler A, Leborgne C, Marz J, Danos O, 
Bechinger B. Histidine-rich amphipathic 
peptide antibiotics promote efficient delivery  
of DNA into mammalian colis. Proc Natl Acad Sci 
USA, 2003, 100: 1564-8.

• Kovalenko A, Chable-Bessia C, Cantarella 
G, Israel A, Wallach D, Courtois G, The tumour 
suppressor CYLD negatively regulates NE-
kappaB signalling by deubiquitination. Nature, 
2003, 424: 801-5. 

• Latour S, Roncagalli R, Chen R, Bakinowski M, 
Shi X, Schwartzberg PL, Davidson D, Veillette 
A. Binding of SAP S1-12 domain to FynT SH3 
domain reveais a novel mechanism of receptor 
signalling in immune regulation. Nat Cell Bi« 
2003, 5: 149-54.

• Lebon S, Chol M, Benit P, Mugnier C, Chretien 
D, Giurgea I, Kern I, Girardin E, Hertz-Pannier 
L, De Lonlay P, RotigA, Rustin P, Munnich 
A. Recurrent de nova mitochondrial DNA 
mutations in respiratory chain deficiency.  
J Med Genet, 2003, 40: 896-9.

• Menasche G, Feldmann J, Houdusse A, 
Desaymard C, Fischer A, Goud B, De Saint Basile 
G. Bfochemical and functional characterization 
of Rab27a mutations occurring in Griscelli 
syndrome patients. Blood, 2003e, 101: 2236-42.

• Menasche G, Ho Cil, Sanal 0, Feldmann J, 
Tezcan I, Ersoy F, Houdusse A, Fischer A, De 
Saint Basile G. Griscelli syndrome restricted ta 
hypopigmentation results from a melanophilin 
defect (6531 or a MY05A F-exon deletion (GS1j. 
J Clin Invest, 2003b, 112: 450-G.

• Mention JJ, Ben Ahmed M, Bogue B, Barbe 
U, Verkarre V, Asnafi V, Colombe’ JF, Cugnenc 
PH, Ruemmele FM, Mclntyre E, Brousse N, 
Cellier C, Cerf-Bensussan N. Interleukin 15: a 
key to disrupted intraepithelial lymphocyte 
homeostasis andlymphornagenesis in celiac 
disease. Gastroenterology, 2003, 125: 730-45. 

• Chasseval R, Le Deist F, Cavazzana-Calvo M, 
Romana S, Macintyre E, Canioni I, Brousse N, 
Fischer A, Casanova JL, De Villartay JP. Partial 
T and B lymphocyte immunodeficiency and 
predispasition ta lymphoma in patients with 
hypomorphic mutations in Artemis. J Clin 
Invest, 2003, 111: 381-87. 

• Paterlini-Brechot P, Saigo K, Murakami Y, 
Chaud M, Gozuacik D, Mugnier C, Lagorce D, 
Brechot C. Hepatitis B virus-related insertional 
mutagenesis occurs frequently human liver 
cancers and recurrently targets human 
telomerase gene. Oncogene, 2003, 22: 3911-6.

• Perrault I, Hanein S, Gerber S, Barbet F, 
Oufier JL, Munnich A, Rozet JM, Kaplan J. 
Evidence of autosomal dominant Leber 
congenital amaurosis (LCA] underiain by a CRX 
heterozygous nul) allele. J Med Genet, 2003, 
40: e90.

• Picard C, Puel A, Bonnet M, Ku CL, Bustamante 
J, Yang K, Soudais C, flupuis S, Feinberg J, 
Fieschi C, Elbim C, Hitchcock R, Lammas D, 
pavies G, Al-Ghonaium A, Al-Rayes H, Al-Jumaah 
S, Al-Hajjar 5, Al-Mohsen IZ, Frayha HH, Rucker 
R, Hawn TR, Aderem A, Tufenkeji H, Haraguchi 
S, Clay NR, Good RA, Gougerot-Pocidalo MA, 
Ozinsky A, Casanova JL. Pyogenic bacterial 
infections in humans with IRAK-4 deficiency. 
Science, 2003, 299: 2076-9

• Rieux-Laucat C Fischer A, Deist FL. Eell-
death signaling and human disease. Curr Opin 
Immunol, 2003, 15: 325-31.

• Savouret C, Brisson E, Essers J, Kanaar R, 
Pastink A, te Riele H, Junien C, Gourdon G. CTG 
repeat instability and size variation timing in 
DNA repair-deficient mice. The EMBO Journal, 
2003, 22: 2254-73.

• Tieu K, Perier C, Caspersen C, Teismann P, Wu 
OC, Yan 513, Naini A, Vila M, Jackson-Lewis V, Ra 
masa my R, Przedborski S. 0-beta-hydroxybuty 
rate rescues mitochondrial respiration and 
mitigates features cf Parkinson disease. J Clin 
Invest, 2003, 112: 892-901. 

• Van Kleist-Retzow JE, Cormier-Caire V, Viot 
G, Goldenberg A, Mardach B, Amiel J, Saada P, 
Dumez Y, Brunelle CSaudubrayJM, Chretien 
0, RotigA, Rustin P, Munnich A, De Lonlay E 
Antenatal manifestations of mitochondrial 
respiratory chain deficiency. J Pediotr, 2003, 
143: 208-12.

Les principales publications  
scientifiques Imagine 



Co
nc

ep
tio

n:
 E

ur
o 

RS
CG


