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MRSD: a quantitative approach for assessing suitability of RNA-seq in the investigation of mis-splicing in Mendelian
disease

Rowlands, C., Taylor, A., Rice, G., Whiffin, N., Hall, H. N., Newman, W., Black, G., kConFab Investigators, O'Keefe, R.,
Hubbard, S., Douglas, A. G. L., Baralle, D. & Briggs, T., 12 Dec 2021, (Accepted/In press) In: American Journal of Human
Genetics.

Enhanced cGAS-STING-dependent interferon signaling associated with mutations in ATAD3A

Lepelley, A., Mina, E. D., Nieuwenhove, E. V., Waumans, L., Fraitag, S., Rice, G. I, Dhir, A., Frémond, M-L., Rodero, M.
P., Seabra, L., Carter, E., Bodemer, C., Buhas, D., Callewaert, B., Lonlay, P. D., Somer, L. D., Dyment, D. A, Faes, F.,
Grove, L., Holden, S. & 10 others, Hully, M., Kurian, M. A., McMillan, H. J., Suetens, K., Tyynismaa, H., Chhun, S., Wai, T.
, Wouters, C., Bader-Meunier, B. & Crow, Y. J., 13 Aug 2021, In: Journal of Experimental Medicine. 218, 10, e20201560.
DOI: 10.1084/jem.20201560

Differential levels of IFNa subtypes in autoimmunity and viral infection

Bondet, V., Rodero, M. P., Posseme, C., Bost, P., Decalf, J., Haljasmé&gi, L., Bekaddour, N., Rice, G. I., Upasani, V.,
Herbeuval, J-P., Reynolds, J. A., Briggs, T. A., Bruce, |. N., Mauri, C., Isenberg, D., Menon, M., Hunt, D., Schwikowski, B.,
Mariette, X., Pol, S. & 5 others, Rozenberg, F., Cantaert, T., Eric Gottenberg, J., Kisand, K. & Duffy, D., 1 Aug 2021, In:
Cytokine. 144, 155533.

DOI: 10.1016/j.cyt0.2021.155533

Differential Expression of Interferon-Alpha Protein Provides Clues to Tissue Specificity Across Type | Interferonopathies
Lodi, L., Melki, I., Bondet, V., Seabra, L., Rice, G. |., Carter, E., Lepelley, A., Martin-Niclés, M. J., Al Adba, B., Bader-
Meunier, B., Barth, M., Blauwblomme, T., Bodemer, C., Boespflug-Tanguy, O., Dale, R. C., Desguerre, |., Ducrocq, C.,
Dulieu, F., Dumaine, C., Ellul, P. & 19 others, Hadchouel, A., Hentgen, V., Hié, M., Hully, M., Jeziorski, E., Lévy, R.,
Mochel, F., Orcesi, S., Passemard, S., Pouletty, M., Quartier, P., Renaldo, F., Seidl, R., Shetty, J., Neven, B., Blanche, S.
, Duffy, D., Crow, Y. J. & Frémond, M-L., 1 Apr 2021, In: Journal of clinical immunology. 41, 3, p. 603-609 7 p.

DOI: 10.1007/s10875-020-00952-x

LACC1 deficiency links juvenile arthritis with autophagy and metabolism in macrophages

Omarjee, O., Mathieu, A-L., Quiniou, G., Moreews, M., Ainouze, M., Frachette, C., Melki, I., Dumaine, C., Gerfaud-
Valentin, M., Duquesne, A., Kallinich, T., Tahir Turanli, E., Malcus, C., Viel, S., Pescarmona, R., Georgin-Lavialle, S.,
Jamilloux, Y., Larbre, J-P., Sarrabay, G., Magnotti, F. & 9 others, Rice, G. |., Bleicher, F., Reboulet, J., Merabet, S.,
Henry, T., Crow, Y. J., Faure, M., Walzer, T. & Belot, A., 1 Mar 2021, In: The Journal of experimental medicine. 218, 3,
20201006.

DOI: 10.1084/jem.20201006

From diagnosis to prognosis: Revisiting the meaning of muscle ISG15 overexpression in juvenile inflammatory myopathies
Hou, C., Durrleman, C., Periou, B., Barnerias, C., Bodemer, C., Desguerre, I., Quartier, P., Melki, ., Rice, G. I., Rodero,
M. P., Charuel, J-L., Relaix, F., Bader-Meunier, B., Authier, F. J. & Gitiaux, C., Jan 2021, In: Arthritis & rheumatology
(Hoboken, N.J.).

DOI: 10.1002/art.41625

Overview of STING-Associated Vasculopathy with Onset in Infancy (SAVI) Among 21 Patients
Frémond, M-L., Hadchouel, A., Berteloot, L., Melki, I., Bresson, V., Barnabei, L., Jeremiah, N., Belot, A., Bondet, V.,
Brocq, O., Chan, D., Dagher, R., Dubus, J-C., Duffy, D., Feuillet-Soummer, S., Fusaro, M., Gattorno, M., Insalaco, A.,



Jeziorski, E., Kitabayashi, N. & 24 others, Lopez-Corbeto, M., Mazingue, F., Morren, M-A., Rice, G. I, Riviéere, J. G,
Seabra, L., Sirvente, J., Soler-Palacin, P., Stremler-Le Bel, N., Thouvenin, G., Thumerelle, C., Van Aerde, E., Volpi, S.,
Willcocks, S., Wouters, C., Breton, S., Molina, T., Bader-Meunier, B., Moshous, D., Fischer, A., Blanche, S., Rieux-Laucat,
F., Crow, Y. J. & Neven, B., 2021, In: The journal of allergy and clinical immunology. In practice.

DOI: 10.1016/j.jaip.2020.11.007

cGAS-mediated induction of type | interferon due to inborn errors of histone pre-mRNA processing

Uggenti, C., Lepelley, A., Depp, M., Badrock, A. P., Rodero, M. P., El-Daher, M-T., Rice, G. I., Dhir, S., Wheeler, A. P.,
Dhir, A., Albawardi, W., Fremond, M-L., Seabra, L., Doig, J., Blair, N., Martin-Niclos, M. J., Della Mina, E., Rubio-Roldan,
A., Garcia-Perez, J. L., Sproul, D. & 36 others, Rehwinkel, J., Hertzog, J., Boland-Auge, A., Olaso, R., Deleuze, J-F.,
Baruteau, J., Brochard, K., Buckley, J., Cavallera, V., Cereda, C., De Waele, L. M. H., Dobbie, A., Doummar, D., EImslie,
F., Koch-Hogrebe, M., Kumar, R., Lamb, K., Livingston, J. H., Majumdar, A., Lorenco, C. M., Orcesi, S., Peudenier, S.,
Rostasy, K., Salmon, C. A., Scott, C., Tonduti, D., Touati, G., Valente, M., van der Linden, H. J., Van Esch, H., Vermelle,
M., Webb, K., Jackson, A. P., Reijns, M. A. M., Gilbert, N. & Crow, Y. J., 1 Dec 2020, In: Nature Genetics. 52, 12, p. 1364-
13729 p.

DOI: 10.1038/s41588-020-00737-3

JAK Inhibition in the Aicardi-Goutieres Syndrome

Neven, B., Al Adba, B., Hully, M., Desguerre, I., Pressiat, C., Boddaert, N., Duffy, D., Rice, G. I., Seabra, L., Fremond, M-
L., Blanche, S. & Crow, Y. J., 26 Nov 2020, In: New England Journal Of Medicine. 383, 22, p. 2190-2193

DOI: 10.1056/NEJMc2031081

Mutations in COPA lead to abnormal trafficking of STING to the Golgi and interferon signaling

Lepelley, A., Martin-Niclos, M. J., Le Bihan, M., Marsh, J. A., Uggenti, C., Rice, G. ., Bondet, V., Duffy, D., Hertzog, J.,
Rehwinkel, J., Amselem, S., Boulisfane-El Khalifi, S., Brennan, M., Carter, E., Chatenoud, L., Chhun, S., 'Hermine, A. C.,
Depp, M., Legendre, M., Mackenzie, K. J. & 12 others, Marey, J., McDougall, C., McKenzie, K. J., Molina, T. J., Neven, B.
, Seabra, L., Thumerelle, C., Wislez, M., Nathan, N., Manel, N., Crow, Y. J. & Fremond, M-L., 2 Nov 2020, In: Journal of
Experimental Medicine. 217, 11

DOI: 10.1084/jem.20200600

Leukoencephalopathy with calcifications and cysts: Genetic and phenotypic spectrum

Crow, Y. J., Marshall, H., Rice, G. |, Seabra, L., Jenkinson, E. M., Baranano, K., Battini, R., Berger, A., Blair, E.,
Blauwblomme, T., Bolduc, F., Boddaert, N., Buckard, J., Burnett, H., Calvert, S., Caumes, R., Ng, A. C-H., Chiang, D.,
Clifford, D. B., Cordelli, D. M. & 48 others, de Burca, A., Demic, N., Desguerre, |., De Waele, L., Di Fonzo, A., Dunham, S.
R., Dyack, S., Elmslie, F., Ferrand, M., Fisher, G., Karimiani, E. G., Ghoumid, J., Gibbon, F., Goel, H., Hilmarsen, H. T.,
Hughes, I., Jacob, A., Jones, E. A., Kumar, R., Leventer, R. J., MacDonald, S., Maroofian, R., Mehta, S. G., Metz, I,
Monfrini, E., Neumann, D., Noetzel, M., O'Driscoll, M., Ounap, K., Panzer, A., Parikh, S., Prabhakar, P., Ramond, F.,
Sandford, R., Saneto, R., Soh, C., Stutterd, C. A., Subramanian, G. M., Talbot, K., Thomas, R. H., Toro, C., Touraine, R.,
Wakeling, E., Wassmer, E., Whitney, A., Livingston, J. H., O'Keefe, R. T. & Badrock, A. P., 7 Oct 2020, In: American
Journal of Medical Genetics. Part A.

DOI: 10.1002/ajmg.a.61907

Expanding the clinical spectrum of Fowler syndrome: Three siblings with survival into adulthood and systematic review of
the literature

De Luca, C., Crow, Y. J., Rodero, M., Rice, G. |., Ahmed, M., Lammens, M., De Cock, P., Van Esch, H., Lagae, L. &
Rochtus, A., 11 May 2020, In: Clinical Genetics.

DOI: 10.1111/cge.13761

Clinical Reasoning: A 25-year-old woman with recurrent episodes of collapse and loss of consciousness

Wildman, J., Baker, M. R., Price, D. A., Tiwari, S., Kumar, H., Rice, G. ., Crow, Y. J. & Thomas, R. H., 1 May 2020, In:
Neurology.

DOI: 10.1212/WNL.0000000000009533

Biallelic mutations in NRROS cause an early onset lethal microgliopathy

Smith, C., McColl, B. W., Patir, A., Barrington, J., Armishaw, J., Clarke, A., Eaton, J., Hobbs, V., Mansour, S., Nolan, M.,
Rice, G. I., Rodero, M. P., Seabra, L., Uggenti, C., Livingston, J. H., Bridges, L. R., Jeffrey, |. J. M. & Crow, Y. J., May
2020, In: Acta Neuropathologica. 139, 5, p. 947-951 5 p.

DOI: 10.1007/s00401-020-02137-7



Analysis of U8 snoRNA Variants in Zebrafish Reveals how Bi-allelic Variants Cause Leukoencephalopathy with
Calcifications and Cysts

Badrock, A., Uggenti, C., Wacheul, L., Crilly, S., Jenkinson, E., Rice, G., Kasher, P., Lafontaine, D., Crow, Y. & O'Keefe,
R., 30 Apr 2020, In: American Journal of Human Genetics. 106, 5, p. 694-706 13 p.

DOI: 10.1016/j.ajhg.2020.04.003

Contribution of rare and predicted pathogenic gene variants to childhood-onset lupus: a large, genetic panel analysis of
British and French cohorts

Belot, A., Rice, G., Ommar, O. S., Rouchon, Q., Smith, E. M. D., Moreews, M., Tusseau, M., Frachette, C.,
Bournhonesque, R., Thielens, N., Gaboriaud, C., Rouvet, |., Chopin, E., Hoshino, A., Latour, S., Ranchin, B., Cimaz, R,
Romagnani, P., Malcus, C., Fabien, N. & 22 others, Sarda, M-N., Kassai, B., Lega, J. C., Decramer, S., Abou-Jaoude, P.,
Bruce, I., Simonet, T., Bardel, C., Rollat-Farnier, P. A., Viel, S., Reumaux, H., O'Sullivan, J., Walzer, T., Mathieu, A-L.,
Marenne, G., Ludwig, T., Genin, E., Ellingford, J., Bader-Meunier, B., Briggs, T., Beresford, M. W. & Crow, Y., Feb 2020,
In: The Lancet Rheumatology. 2, p. €99-109 10 p.

DOI: 10.1016/S2665-9913(19)30142-0

Genetic polymorphism in C3 is associated with progression in chronic kidney disease (CKD) patients with IgA nephropathy
but not in other causes of CKD

Ibrahim, S. T., Chinnadurai, R., Ali, I., Payne, D., Rice, G. |., Newman, W. G., Algohary, E., Adam, A. G. & Kalra, P. A, 31
Jan 2020, In: PLoS ONE. 15, 1, e0228101.

DOI: 10.1371/journal.pone.0228101

Genetic and phenotypic spectrum associated with IFIH1 gain-of-function

Rice, G. I, Park, S., Gavazzi, F., Adang, L. A, Ayuk, L. A., Van Eyck, L., Seabra, L., Barrea, C., Battini, R., Belot, A.,
Berg, S., Billette de Villemeur, T., Bley, A. E., Blumkin, L., Boespflug-Tanguy, O., Briggs, T. A., Brimble, E., Dale, R. C.,
Darin, N., Debray, F-G. & 43 others, De Giorgis, V., Denecke, J., Doummar, D., Drake Af Hagelsrum, G., Eleftheriou, D.,
Estienne, M., Fazzi, E., Feillet, F., Galli, J., Hartog, N., Harvengt, J., Heron, B., Heron, D., Kelly, D. A., Lev, D., Levrat, V.,
Livingston, J. H., Marti, I., Mignot, C., Mochel, F., Nougues, M-C., Oppermann, I., Pérez-Duefias, B., Popp, B., Rodero, M.
P., Rodriguez, D., Saletti, V., Sharpe, C., Tonduti, D., Vadlamani, G., Van Haren, K., Tomas Vila, M., Vogt, J., Wassmer,
E., Wiedemann, A., Wilson, C. J., Zerem, A., Zweier, C., Zuberi, S. M., Orcesi, S., Vanderver, A. L., Hur, S. & Crow, Y. J.,
3 Jan 2020, In: Human Mutation.

DOI: 10.1002/humu.23975

Use of ruxolitinib in COPA syndrome manifesting as life-threatening alveolar haemorrhage

Fremond, M-L., Legendre, M., Fayon, M., Clement, A., Filhol-Blin, E., Richard, N., Berdah, L., Roullaud, S., Rice, G. |,
Bondet, V., Duffy, D., Sileo, C., le Pointe, H. D., Begueret, H., Coulomb, A., Neven, B., Amselem, S., Crow, Y. & Nathan,
N., 1 Jan 2020, In: Thorax. 75, 1, p. 92-95

DOI: 10.1136/thoraxjnl-2019-213892

Anti-MDAJ5 juvenile idiopathic inflammatory myopathy: a specific subgroup defined by differentially enhanced interferon-a
signalling

Melki, 1., Devilliers, H., Gitiaux, C., Bondet, V., Duffy, D., Charuel, J-L., Miyara, M., Bokov, P., Kheniche, A., Kwon, T.,
Authier, F. J., Allenbach, Y., Belot, A., Bodemer, C., Bourrat, E., Dumaine, C., Fabien, N., Faye, A., Frémond, M-L.,
Hadchouel, A. & 14 others, Kitabayashi, N., Lepelley, A., Martin-Niclos, M. J., Mudumba, S., Musset, L., Quartier, P.,
Rice, G. I., Seabra, L., Uettwiller, F., Uggenti, C., Viel, S., Rodero, M. P., Crow, Y. J. & Bader-Meunier, B., 2020, In:
Rheumatology (Oxford, England).

DOI: 10.1093/rheumatology/kez525

Severe type | interferonopathy and unrestrained interferon signaling due to a homozygous germline mutation in STAT2
Rice, G., Lovell, S., Pavaine, J., Wright, R., Zeef, L., Hambleton, S., Briggs, T. & et al., 13 Dec 2019, In: Science
Immunology. 4, 42, eaav7501.

DOI: 10.1126/sciimmunol.aav7501

PSMB10, the last immunoproteasome gene missing for PRAAS

Sarrabay, G., Méchin, D., Salhi, A., Boursier, G., Rittore, C., Crow, Y., Rice, G., Tran, T-A., Cezar, R., Duffy, D., Bondet,
V., Boudhane, L., Broca, C., Kant, B. P., VanGijn, M., Grandemange, S., Richard, E., Apparailly, F. & Touitou, I., 26 Nov
2019, (E-pub ahead of print) In: The Journal of allergy and clinical immunology.

DOI: 10.1016/j.jaci.2019.11.024



Complexity in unclassified auto-inflammatory disease: a case report illustrating the potential for disease arising from the
allelic burden of multiple variants

Tucker, L. B., Lamot, L., Niemietz, I., Chung, B. K., Cabral, D. A., Houghton, K., Petty, R. E., Morishita, K. A., Rice, G. I,
Turvey, S. E., Gibson, W. T. & Brown, K. L., 28 Oct 2019, In: Pediatric Rheumatology Online Journal. 17, 1, p. 70

DOI: 10.1186/s12969-019-0374-x

RNASEH2B Related Adult-Onset Interferonopathy
Briggs, T. A., Paul, A., Rice, G. & Herrick, A. L., Aug 2019, In: Journal of Clinical Immunology. 39, 6, p. 620-622 3 p.
DOI: 10.1007/s10875-019-00673-w

HETEROZYGOUS MUTATIONS IN COPA ARE ASSOCIATED WITH ENHANCED TYPE | INTERFERON SIGNALLING
Fremond, M-L., Lepelley, A., Uggenti, C., Martin-Niclos, M. J., Depp, M., Bondet, V., Duffy, D., Rice, G. |, Brennan, M.,
Thumerelle, C., Boulisfane, S., Legendre, M., Amselem, S., Molina, T., Nathan, N. & Crow, Y., Jun 2019, In: Annals of the
rheumatic diseases. 78, p. 127-127

DOI: 10.1136/annrheumdis-2019-eular.4158

CLINICAL AND SEROLOGICAL FEATURES OF INCREASED INTERFERON-ALPHA ACTIVITY IN AN UNSELECTED
CONNECTIVE TISSUE DISEASE COHORT

Reynolds, J. A., Briggs, T. A., Rice, G. |., Darmalinggam, S., Bondet, V., Bruce, E., Khan, M., Haque, S., Chinoy, H.,
Herrick, A. L., McCarthy, E. M., Zeef, L., Hayes, A., Duffy, D., Parker, B. & Bruce, I. N., Apr 2019, In: Rheumatology. 58,
p. 194-194

A child with severe juvenile dermatomyositis treated with ruxolitinib (vol 141, pg e80, 2018)

Aeschlimann, F. A., Fremond, M-L., Duffy, D., Rice, G. I., Charuel, J-L., Bondet, V., Saire, E., Neven, B., Bodemer, C.,
Balu, L., Gitiaux, C., Crow, Y. J. & Bader-Meunier, B., Jan 2019, In: Brain. 142, p. €3-e3

DOI: 10.1093/brain/awy286

Biallelic Mutations in MTPAP Associated with a Lethal Encephalopathy

Van Eyck, L., Bruni, F., Ronan, A., Briggs, T. A., Roscioli, T., Rice, G. I., Vassallo, G., Rodero, M. P., He, L., Taylor, R. W.
, Livingston, J. H., Chrzanowska-Lightowlers, Z. M. A. & Crow, Y. J., 2019, In: Neuropediatrics.

DOI: 10.1055/s-0039-3400979

Bloom syndrome protein restrains innate immune sensing of micronuclei by cGAS

Gratia, M., Rodero, M. P., Conrad, C., Bou Samra, E., Maurin, M., Rice, G. |., Duffy, D., Revy, P., Petit, F., Dale, R. C.,
Crow, Y. J., Amor-Gueret, M. & Manel, N., 2019, In: The Journal of experimental medicine.

DOI: 10.1084/jem.20181329

Cardiac valve involvement in ADAR-related type | interferonopathy

Crow, Y., Keshavan, N., Barbet, J. P., Bercu, G., Bondet, V., Boussard, C., Dedieu, N., Duffy, D., Hully, M., Giardini, A.,
Gitiaux, C., Rice, G. |., Seabra, L., Bader-Meunier, B. & Rahman, S., 2019, In: Journal of Medical Genetics.

DOI: 10.1136/jmedgenet-2019-106457

Type | interferon in patients with systemic autoimmune rheumatic disease is associated with haematological abnormalities
and specific autoantibody profiles

Reynolds, J., Briggs, T., Rice, G., Darmalinggam, S., Bondet, V., Bruce, E., Khan, M., Haque, S., Chinoy, H., Herrick, A.,
Mccarthy, E., Zeef, L., Hayes, A., Duffy, D., Parker, B. & Bruce, I., 2019, In: Arthritis Research and Therapy. 21, 1, 147.
DOI: 10.1186/s13075-019-1929-4

Reverse-Transcriptase Inhibitors in the Aicardi-Goutiéres Syndrome

Rice, G. I., Meyzer, C., Bouazza, N., Hully, M., Boddaert, N., Semeraro, M., Zeef, L. A. H., Rozenberg, F., Bondet, V.,
Duffy, D., Llibre, A., Baek, J., Sambe, M. N., Henry, E., Jolaine, V., Barnerias, C., Barth, M., Belot, A., Cances, C., Debray,
F-G. & 19 others, Doummar, D., Frémond, M-L., Kitabayashi, N., Lepelley, A., Levrat, V., Melki, I., Meyer, P., Nougues, M-
C., Renaldo, F., Rodero, M. P., Rodriguez, D., Roubertie, A., Seabra, L., Uggenti, C., Abdoul, H., Treluyer, J-M.,
Desguerre, |., Blanche, S. & Crow, Y. J., 6 Dec 2018, In: The New England Journal of Medicine. 379, 23, p. 2275-7 3 p.
DOI: 10.1056/NEJMc1810983



VARIABLE EXPRESSION IN SAMHD1 - ASSOCIATED FAMILIAL AICARDI-GOUTIERES SYNDROME

Glanzmann, B., Abraham, D. R., Moller, M., Glashoff, R., van Coller, A., Uren, C., Durrheim, G., Urban, M., Hoal, E. G.,
Esser, M. M., Rice, G. I, Crow, Y. J. & Kinnear, C. J., 1 Dec 2018, In: Current Allergy & Clinical Immunology. 31, 4, p.
265-270

Sine causa tetraparesis: A pilot study on its possible relationship with interferon signature analysis and Aicardi Goutiéres
syndrome related genes analysis

AGS study group, Dec 2018, In: Medicine (Philadelphia). 97, 52, p. 13893

DOI: 10.1097/MD.0000000000013893

A child with severe juvenile dermatomyositis treated with ruxolitinib

Aeschlimann, F. A., Frémond, M., Duffy, D., Rice, G. I., Charuel, J., Bondet, V., Saire, E., Neven, B., Bodemer, C., Balu, L.
, Gitiaux, C., Crow, Y. J. & Bader-meunier, B., 1 Nov 2018, In: Brain. 141, 11, p. €80

DOI: 10.1093/brain/awy255

JAK 1/2 Blockade in MDA5 Gain-of-Function

McLellan, K. E., Martin, N., Davidson, J. E., Cordeiro, N., Oates, B. D., Neven, B., Rice, G. |. & Crow, Y. J., Nov 2018, In:
Journal of clinical immunology. 38, 8, p. 844-846

DOI: 10.1007/s10875-018-0563-2

Combination of exome sequencing and immune testing confirms Aicardi-Goutiéres syndrome type 5 in a challenging
pediatric neurology case

Haskell, G. T., Mori, M., Powell, C., Amrhein, T. J., Rice, G. |., Bailey, L., Strande, N., Weck, K. E., Evans, J. P., Berg, J.
S. & Kishnani, P., 1 Oct 2018, In: Cold Spring Harbor Molecular Case Studies . 4, 5, p. a002758

DOI: 10.1101/mcs.a002758

LUPUS ENGELURE FAMILIAL SUR TROIS GENERATIONS : A PROPOS DE QUATRE CAS
Beltoise, A., Audouin-pajot, C., Lucas, P., Tournier, E., Rice, G., Crow, Y. & Mazereeuw-hautier, J., 25 Sep 2018,
(Accepted/In press) In: Annales de Dermatologie et de Venereologie.

COPA syndrome restricted to life-threatening alveolar hemorrhages: clinical, pathological, molecular and biological
characterization

Nathan, N., Legendre, M., Amselem, S., Clement, A., Filhol-Blin, E., Richard, N., Roullaud, S., Fayon, M., Rice, G. I.,
Duffy, D., Bondet, V., L'Hermine, A. C., Neven, B., Fremond, M-L. & Crow, Y. J., 15 Sep 2018, In: European Respiratory
Journal. 52

DOI: 10.1183/13993003.congress-2018.PA2236

Measurement of Interferon Alpha Expression Using Multiple Methodologies Identifies a Signature in a Subgroup of
Connective Tissue Disease Patients with Haematological Abnormalities

Reynolds, J. A., Briggs, T. A., Rice, G., Bruce, E., Haque, S., McCarthy, E., Herrick, A. L., Chinoy, H., Duffy, D., Crow, Y.
J., Parker, B. & Bruce, I. N., Sep 2018, In: Arthritis & Rheumatology (Hoboken). 70

Comment on: 'Aberrant tRNA processing causes an autoinflammatory syndrome responsive to TNF inhibitors' by
Giannelou et al: mutations in TRNT1 result in a constitutive activation of type | interferon signalling

Frémond, M-L., Melki, I., Kracker, S., Bondet, V., Duffy, D., Rice, G. |., Crow, Y. J. & Bader-Meunier, B., 1 Jun 2018, (E-
pub ahead of print) In: Annals of the rheumatic diseases.

DOI: 10.1136/annrheumdis-2018-213745

An open label trial of JAK 1/2 blockade in progressive IFIH1 associated neuroinflammation
Kothur, K., Bandodkar, S., Chu, S., Wienholt, L., Johnson, A., Barclay, P., Brogan, P. A., Rice, G., Crow, Y. & Dale, R. C.,
2018, In: Neurology .

Autosomal dominant early-onset spastic paraparesis with brain calcification due to IFIH1 gain-of-function

Ruaud, L., Rice, G., Cabrol, C., Piard, J., Rodero, M., van Eyk, L., Boucher-Brischoux, E., Maertens de Noordhout, A.,
Mare, R., Scalais, E., Pauly, F., Debray, F. G., Dobyns, W. B., Uggenti, C., Park, J. W., Hur, S., Livingstone, J. H., Crow,
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