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Callewaert B (2019) A clinical scoring system for congenital contractural arachnodactyly.
Genet Med. 22:124-131. doi: 10.1038/s41436-019-0609-8. Epub 2019 Jul 18. PMID:
31316167

O'Donnell-Luria AH, Pais LS, Faundes V, Wood JC, Sveden A, Luria V, Abou Jamra R,
Accogli A, Amburgey K, Anderlid BM, Azzarello-Burri S, Basinger AA, Bianchini C, Bird
LM, Buchert R, Carre W, Ceulemans S, Charles P, Cox H, Culliton L, Curro A;
Deciphering Developmental Disorders (DDD) Study, Demurger F, Dowling JJ, Duban-
Bedu B, Dubourg C, Eiset SE, Escobar LF, Ferrarini A, Haack TB, Hashim M, Heide S,
Helbig KL, Helbig I, Heredia R, Héron D, Isidor B, Jonasson AR, Joset P, Keren B, Kok
F, Kroes HY, Lavillaureix A, Lu X, Maas SM, Maegawa GHB, Marcelis CLM, Mark PR,
Masruha MR, McLaughlin HM, McWalter K, Melchinger EU, Mercimek-Andrews S, Nava
C, Pendziwiat M, Person R, Ramelli GP, Ramos LLP, Rauch A, Reavey C, Renieri A,
Rie3 A, Sanchez-Valle A, Sattar S, Saunders C, Schwarz N, Smol T, Srour M, Steindl K,
Syrbe S, Taylor JC, Telegrafi A, Thiffault I, Trauner DA, van der Linden H Jr, van
Koningsbruggen S, Villard L, Vogel I, Vogt J, Weber YG, Wentzensen IM, Widjaja E,
Zak J, Baxter S, Banka S, Rodan LH (2019) Heterozygous Variants in KMT2E Cause a
Spectrum of Neurodevelopmental Disorders and Epilepsy. Am J Hum Genet. 2019 Jun
6;104(6):1210-1222. doi: 10.1016/j.ajhg.2019.03.021. Epub 2019 May 9.
PMID:31079897
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201.

200.

Hiatt SM, Thompson ML, Prokop JW, Lawlor JMJ, Gray DE, Bebin EM, Rinne T,
Kempers M, Pfundt R, van Bon BW, Mignot C, Nava C, Depienne C, Kalsner L, Rauch
A, Joset P, Bachmann-Gagescu R, Wentzensen IM, McWalter K, Cooper GM (2019)
Deleterious Variation in BRSK2 Associates with a Neurodevelopmental Disorder. Am J
Hum Genet 104:701-708. PMID:30879638

Boonsawat P, Joset P, Steindl K, Oneda B, Gogoll L, Azzarello-Burri S, Sheth F, Datar
C, Verma IC, Puri RD, Zollino M, Bachmann-Gagescu R, Niedrist D, Papik M, Figueiro-
Silva J, Masood R, Zweier M, Kraemer D, Lincoln S, Rodan L; Undiagnosed Diseases
Network (UDN), Passemard S, Drunat S, Verloes A, Horn AHC, Sticht H, Steinfeld R,
Plecko B, Latal B, Jenni O, Asadollahi R, Rauch A (2019) Elucidation of the phenotypic
spectrum and genetic landscape in primary and secondary microcephaly. Genet Med.
21:2043-2058. doi: 10.1038/s41436-019-0464-7. Epub 2019 Mar 7. PMID: 30842647

Begemann A, Acufia MA, Zweier M, Vincent M, Steindl K, Bachmann-Gagescu R,
Hackenberg A, Abela L, Plecko B, Kroell-Seger J, Baumer A, Yamakawa K, Inoue Y,
Asadollahi R, Sticht H, Zeilhofer HU, Rauch A (2019) Further corroboration of distinct
functional features in SCN2A variants causing intellectual disability or epileptic
phenotypes. Mol Med. 25:6. doi: 10.1186/s10020-019-0073-6. PMID:30813884

Hauer NN, Popp B, Taher L, Vogl C, Dhandapany PS, Biitther C, Uebe S, Sticht H,
Ferrazzi F, Ekici AB, De Luca A, Klinger P, Kraus C, Zweier C, Wiesener A, Jamra RA,
Kunstmann E, Rauch A, Wieczorek D, Jung AM, Rohrer TR, Zenker M, Doerr HG, Reis
A, Thiel CT (2019) Evolutionary conserved networks of human height identify multiple
Mendelian causes of short stature. Eur J Hum Genet 27:1061-1071. doi:
10.1038/s41431-019-0362-0. Epub 2019 Feb 26. PMID: 30809043

Vuillaume ML, Moizard MP, Baumer A, Cottereau E, Brioude F, Rauch A, Toutain A
(2019) CUGC for Simpson-Golabi-Behmel syndrome (SGBS). Eur J Hum Genet 27:663-
668. PMID:30683921

Zweier M, Begemann A, McWalter K, Cho MT, Abela L, Banka S, Behring B, Berger A,
Brown CW, Carneiro M, Chen J, Cooper GM; Deciphering Developmental Disorders
(DDD) Study, Finnila CR, Guillen Sacoto MJ, Henderson A, Huffmeier U, Joset P, Kerr
B, Lesca G, Leszinski GS, McDermott JH, Meltzer MR, Monaghan KG, Mostafavi R,
Ounap K, Plecko B, Powis Z, Purcarin G, Reimand T, Riedhammer KM, Schreiber JM,
Sirsi D, Wierenga KJ, Wojcik MH, Papuc SM, Steindl K, Sticht H, Rauch A (2019)
Spatially clustering de novo variants in CYFIP2, encoding the cytoplasmic FMRP
interacting protein 2, cause intellectual disability and seizures. Eur J Hum Genet 27:747-
759. doi: 10.1038/s41431-018-0331-z. Epub 2019 Jan 21. PMID: 30664714

Papuc SM, Abela L, Steindl K, Begemann A, Simmons TL, Schmitt B, Zweier M, Oneda
B, Socher E, Crowther LM, Wohlrab G, Gogoll L, Poms M, Seiler M, Papik M, Baldinger
R, Baumer A, Asadollahi R, Kroell-Seger J, Schmid R, Iff T, Schmitt-Mechelke T, Otten
K, Hackenberg A, Addor MC, Klein A, Azzarello-Burri S, Sticht H, Joset P, Plecko B,
Rauch A (2019) The role of recessive inheritance in early-onset epileptic
encephalopathies: a combined whole-exome sequencing and copy number study. Eur J
Hum Genet 27:408-421. PMID:30552426

Tran Mau-Them F, Guibaud L, Duplomb L, Keren B, Lindstrom K, Marey |, Mochel F,
van den Boogaard MJ, Oegema R, Nava C, Masurel A, Jouan T, Jansen FE, Au M,
Chen AH, Cho M, Duffourd Y, Lozier E, Konovalov F, Sharkov A, Korostelev S, Urteaga
B, Dickson P, Vera M, Martinez-Agosto JA, Begemann A, Zweier M, Schmitt-Mechelke
T, Rauch A, Philippe C, van Gassen K, Nelson S, Graham JM Jr, Friedman J, Faivre L,
Lin HJ, Thauvin-Robinet C, Vitobello A (2019) De novo truncating variants in the
intronless IRF2BPL are responsible for developmental epileptic encephalopathy. Genet
Med. 21:1008-1014. doi: 10.1038/s41436-018-0143-0. Epub 2018 Aug 31. PMID:
30166628

2018

Stephen J, Maddirevula S, Nampoothiri S, Burke JD, Herzog M, Shukla A, Steindl K,
Eskin A, Patil SJ, Joset P, Lee H, Garrett LJ, Yokoyama T, Balanda N, Bodine SP,
Tolman NJ, Zerfas PM, Zheng A, Ramantani G, Girisha KM, Rivas C, Suresh PV,
Elkahloun A, Alsaif HS, Wakil SM, Mahmoud L, Ali R, Prochazkova M; Undiagnosed
Diseases Network members, Kulkarni AB, Ben-Omran T, Colak D, Morris HD, Rauch A,
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199.

198.

197.

196.

195.

194.

193.

192.

Martinez-Agosto JA, Nelson SF, Alkuraya FS, Gahl WA, Malicdan MCV (2018) Bi-allelic
TMEM94 Truncating Variants Are Associated with Neurodevelopmental Delay,
Congenital Heart Defects, and Distinct Facial Dysmorphism. Am J Hum Genet 103:948-
967. PMID: 30526868.

Popp B, Krumbiegel M, Grosch J, Sommer A, Uebe S, Kohl Z, Pl6tz S, Farrell M,
Trautmann U, Kraus C, Ekici AB, Asadollahi R, Regensburger M, Gunther K, Rauch A,
Edenhofer F, Winkler J, Winner B, Reis A (2018) Need for high-resolution Genetic
Analysis in iPSC: Results and Lessons from the ForlPS Consortium. Sci Rep 8:17201.
PMID: 30464253.

Gregor A, Sadleir LG, Asadollahi R, Azzarello-Burri S, Battaglia A, Ousager LB,
Boonsawat P, Bruel AL, Buchert R, Calpena E, Cogné B, Dallapiccola B, Distelmaier F,
Elmslie F, Faivre L, Haack TB, Harrison V, Henderson A, Hunt D, Isidor B, Joset P,
Kumada S, Lachmeijer AMA, Lees M, Lynch SA, Martinez F, Matsumoto N, McDougall
C, Mefford HC, Miyake N, Myers CT, Moutton S, Nesbitt A, Novelli A, Orellana C,
Rauch A, Rosello M, Saida K, Santani AB, Sarkar A, Scheffer IE, Shinawi M, Steind| K,
Symonds JD, Zackai EH; University of Washington Center for Mendelian Genomics;
DDD Study, Reis A, Sticht H, Zweier C (2018) De Novo Variants in the F-Box Protein
FBXO11 in 20 Individuals with a Variable Neurodevelopmental Disorder. Am J Hum
Genet 103:305-316. PMID: 30057029

Nahorski MS, Maddirevula S, Ishimura R, Alsahli S, Brady AF, Begemann A, Mizushima
T, Guzman-Vega FJ, Obata M, Ichimura Y, Alsaif HS, Anazi S, Ibrahim N, Abdulwahab
F, Hashem M, Monies D, Abouelhoda M, Meyer BF, Alfadhel M, Eyaid W, Zweier M,
Steindl K, Rauch A, Arold ST, Woods CG, Komatsu M, Alkuraya FS (2018) Biallelic
UFM1 and UFC1 mutations expand the essential role of ufmylation in brain
development. Brain 141:1934-1945 PMID: 29868776

Hauer NN, Popp B, Schoeller E, Schuhmann S, Heath KE, Hisado-Oliva A, Klinger P,
Kraus C, Trautmann U, Zenker M, Zweier C, Wiesener A, Abou Jamra R, Kunstmann E,
Wieczorek D, Uebe S, Ferrazzi F, Bittner C, Ekici AB, Rauch A, Sticht H, Dérr HG,
Reis A, Thiel CT (2018) Clinical relevance of systematic phenotyping and exome
sequencing in patients with short stature Genet Med. 20:630-638. doi:
10.1038/gim.2017.159. Epub 2017 Oct 12. PMID: 29758562

Stellacci E, Steindl K, Joset P, Mercurio L, Anselmi M, Cecchetti S, Gogoll L, Zweier M,
Hackenberg A, Bocchinfuso G, Stella L, Tartaglia M, Rauch A (2018) Clinical and
functional characterization of two novel ZBTB20 mutations causing Primrose syndrome.
Hum Mutat 39:959-964. PMID:29737001

Wallis M, Baumer A, Smaili W, Jaouad IC, Sefiani A, Jacobson E, Bowyer L, Mowat D,
Rauch A (2018) Surprisingly good outcome in antenatal diagnosis of severe
hydrocephalus related to CCDC88C deficiency. Eur J Med Genet. 61:189-196. doi:
10.1016/j.ejmg.2017.12.002. Epub 2017 Dec 7. PMID: 29225145

Létard P, Drunat S, Vial Y, Duerinckx S, Ernault A, Amram D, Arpin S, Bertoli M, Busa
T, Ceulemans B, Desir J, Doco-Fenzy M, Elalaoui SC, Devriendt K, Faivre L,
Francannet C, Geneviéve D, Gérard M, Gitiaux C, Julia S, Lebon S, Lubala T, Mathieu-
Dramard M, Maurey H, Metreau J, Nasserereddine S, Nizon M, Pierquin G, Pouvreau N,
Rivier-Ringenbach C, Rossi M, Schaefer E, Sefiani A, Sigaudy S, Sznajer Y, Tunca Y,
Guilmin Crepon S, Alberti C, Elmaleh-Bergées M, Benzacken B, Wollnick B, Woods CG,
Rauch A, Abramowicz M, El Ghouzzi V, Gressens P, Verloes A, Passemard S (2018)
Autosomal recessive primary microcephaly due to ASPM mutations: An update. Hum
Mutat 39:319-332. doi: 10.1002/humu.23381. Epub 2018 Jan 16. PMID: 29243349

Ivanovski I, Djuric O, Caraffi SG, Santodirocco D, Pollazzon M, Rosato S, Cordelli DM,
Abdalla E, Accorsi P, Adam MP, Ajmone PF, Badura-Stronka M, Baldo C, Baldi M,
Bayat A, Bigoni S, Bonvicini F, Breckpot J, Callewaert B, Cocchi G, Cuturilo G, De Brasi
D, Devriendt K, Dinulos MB, Hjortshgj TD, Epifanio R, Faravelli F, Fiumara A,
Formisano D, Giordano L, Grasso M, Grgnborg S, lodice A, lughetti L, Kuburovic V,
Kutkowska-Kazmierczak A, Lacombe D, Lo Rizzo C, Luchetti A, Malbora B, Mammi |,
Mari F, Montorsi G, Moutton S, Mgller RS, Muschke P, Nielsen JEK, Obersztyn E,
Pantaleoni C, Pellicciari A, Pisanti MA, Prpic |, Poch-Olive ML, Raviglione F, Renieri A,
Ricci E, Rivieri F, Santen GW, Savasta S, Scarano G, Schanze |, Selicorni A, Silengo M,
Smigiel R, Spaccini L, Sorge G, Szczaluba K, Tarani L, Tone LG, Toutain A, Trimouille
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185.

184.

183.

182.

A, Valera ET, Vergano SS, Zanotta N, Zenker M, Conidi A, Zollino M, Rauch A, Zweier
C, Garavelli L (2018) Phenotype and genotype of 87 patients with Mowat-Wilson
syndrome and recommendations for care. Genet Med 20:965-975. doi:
10.1038/gim.2017.221. Epub 2018 Jan 4. PMID: 29300384

Asadollahi R, Strauss JE, Zenker M, Beuing O, Edvardson S, Elpeleg O, Strom T, Joset
P, Niedrist D, Otte C, Oneda B, Boonsawat P, Azzarello-Burri S, Bartholdi D, Papik M,
Zweier M, Haas C, Ekici A, Baumer A, Boltshauser E, Steindl K, Nothnagel M, Schinzel
A, Stoeckli ET, Rauch A (2018) Clinical and experimental evidence suggest a link
between KIF7 and C5orf42-related ciliopathies through Sonic Hedgehog signaling. Eur J
Hum Genet 26:197-209. doi: 10.1038/s41431-017-0019-9. Epub 2018 Jan 10. PMID:
29321670

Pasutto F, Flinter F, Rauch A, Reis A (2018) Novel STRA6 null mutations in the original
family described with Matthew-Wood syndrome. Am J Med Genet A176:134-138. PMID:
29168296

2017

Grinblatt E*, Oneda B*, Ekici AB, Ball J, Geissler J, Uebe S, Romanos M, Rauch A*
Walitza S* (2017) High resolution chromosomal microarray analysis in paediatric
obsessive-compulsive disorder. BMC Med Genomics 10:68. PMID: 29179725

Tan TY, Gonzaga-Jauregui C, Bhoj EJ, Strauss KA, Brigatti K, Puffenberger E, Li D, Xie
L, Das N, Skubas I, Deckelbaum RA, Hughes V, Brydges S, Hatsell S, Siao CJ,
Dominguez MG, Economides A, Overton JD, Mayne V, Simm PJ, Jones BO, Eggers S,
Le Guyader G, Pelluard F, Haack TB, Sturm M, Riess A, Waldmueller S, Hofbeck M,
Steindl K, Joset P, Rauch A, Hakonarson H, Baker NL, Farlie PG (2017) Monoallelic
BMP2 Variants Predicted to Result in Haploinsufficiency Cause Craniofacial, Skeletal,
and Cardiac Features Overlapping Those of 20p12 Deletions. Am J Hum Genet
101:985-994. PMID: 29198724

Oneda B, Asadollahi R, Azzarello-Burri S, Niedrist D, Baldinger R, Masood R, Schinzel
A, Latal B, Jenni OG, Rauch A (2017) Low-Level Chromosomal Mosaicism in
Neurodevelopmental Disorders. Mol Syndromol 8:266-271. PMID: 28878611.

Asadollahi R, Zweier M, Gogoll L, Schiffmann R, Sticht H, Steindl K, Rauch A (2017)
Genotype-phenotype evaluation of MED13L defects in the light of a novel truncating and
a recurrent missense mutation. Eur J Med Genet 60:451-464. PMID: 28645799.

Gabriele M, Vulto-van Silfhout AT, Germain PL, Vitriolo A, Kumar R, Douglas E, Haan E,
Kosaki K, Takenouchi T, Rauch A, Steindl K, Frengen E, Misceo D, Pedurupillay CRJ,
Stromme P, Rosenfeld JA, Shao Y, Craigen WJ, Schaaf CP, Rodriguez-Buritica D,
Farach L, Friedman J, Thulin P, McLean SD, Nugent KM, Morton J, Nicholl J, Andrieux
J, Stray-Pedersen A, Chambon P, Patrier S, Lynch SA, Kjaergaard S, Tarring PM,
Brasch-Andersen C, Ronan A, van Haeringen A, Anderson PJ, Powis Z, Brunner HG,
Pfundt R, Schuurs-Hoeijmakers JHM, van Bon BWM, Lelieveld S, Gilissen C, Nillesen
WM, Vissers LELM, Gecz J, Koolen DA, Testa G, de Vries BBA (2017) YY1
Haploinsufficiency Causes an Intellectual Disability Syndrome Featuring Transcriptional
and Chromatin Dysfunction. Am J Hum Genet 100:907-925. PMID: 28575647.

Abela L, Spiegel R, Crowther LM, Klein A, Steindl K, Papuc SM, Joset P, Zehavi Y,
Rauch A, Plecko B, Simmons TL (2017) Plasma metabolomics reveals a diagnostic
metabolic fingerprint for mitochondrial aconitase (ACO2) deficiency. PLOSone
12(5):e0176363. PMID: 2463998.

Plecko B, Zweier M, Begemann A, Mathis D, Schmitt B, Striano P, Baethmann M, Vari
SM, Beccaria F, Zara F, Crowther LM, Joset P, Sticht H, Papuc SM, Rauch A (2017)
Confirmation of mutations in PROSC as a novel cause of vitamin B6 -dependent
epilepsy. J Med Genet 54:809-814. PMID: 28391250

Zweier M, Peippo MM, Pdyhdnen M, Kéaaridinen H, Begemann A, Joset P, Oneda B,
Rauch A (2017) The HHID syndrome of hypertrichosis, hyperkeratosis, abnormal
corpus callosum, intellectual disability, and minor anomalies is caused by mutations in
ARID1B. Am J Med Genet A 173:1440-1443; doi: 10.1002/ajmg.a.38143 PMID:
28323383.




Scientific output 2016-2021 Anita Rauch page 9

181.

180.

179.

15.

178.

177.

176.

175.

Lehalle D, Mosca-Boidron AL, Begtrup A, Boute-Benejean O, Charles P, Cho MT,
Clarkson A, Devinsky O, Duffourd Y, Duplomb-Jego L, Gérard B, Jacquette A, Kuentz P,
Masurel-Paulet A, McDougall C, Moutton S, Olivié H, Park SM, Rauch A, Revencu N,
Riviere JB, Rubin K, Simonic I, Shears DJ, Smol T, Taylor Tavares AL, Terhal P,
Thevenon J, Van Gassen K, Vincent-Delorme C, Willemsen MH, Wilson GN, Zackai E,
Zweier C, Callier P, Thauvin-Robinet C, Faivre L (2017) STAG1 mutations cause a
novel cohesinopathy characterised by unspecific syndromic intellectual disability. J Med
Genet. 54:479-488. doi: 10.1136/jmedgenet-2016-104468. Epub 2017 Jan 24. PMID:
28119487

Shaw ND, Brand H, Kupchinsky ZA, Bengani H, Plummer L, Jones TI, Erdin S,
Williamson KA, Rainger J, Stortchevoi A, Samocha K, Currall BB, Dunican DS, Collins
RL, Willer JR, Lek A, Lek M, Nassan M, Pereira S, Kammin T, Lucente D, Silva A,
Seabra CM, Chiang C, An Y, Ansari M, Rainger JK, Joss S, Smith JC, Lippincott MF,
Singh SS, Patel N, Jing JW, Law JR, Ferraro N, Verloes A, Rauch A, Steindl K, Zweier
M, Scheer |, Sato D, Okamoto N, Jacobsen C, Tryggestad J, Chernausek S,
Schimmenti LA, Brasseur B, Cesaretti C, Garcia-Ortiz JE, Buitrago TP, Silva OP,
Hoffman JD, Muhlbauer W, Ruprecht KW, Loeys BL, Shino M, Kaindl AM, Cho CH,
Morton CC, Meehan RR, van Heyningen V, Liao EC, Balasubramanian R, Hall JE,
Seminara SB, Macarthur D, Moore SA, Yoshiura Kl, Gusella JF, Marsh JA, Graham JM
Jr, Lin AE, Katsanis N, Jones PL, Crowley WF Jr, Davis EE, FitzPatrick DR, Talkowski
ME (2017) SMCHD1 mutations associated with a rare muscular dystrophy can also
cause isolated arhinia and Bosma arhinia microphthalmia syndrome. Nat Genet 49:238-
248; PMID:28067909; doi: 10.1038/ng.3743

Reuter MS, Riess A, Moog U, Briggs TA, Chandler KE, Rauch A, Stampfer M, Steindl
K, Glaser D, Joset P; DDD Study., Krumbiegel M, Rabe H, Schulte-Mattler U, Bauer P,
Beck-Wddl S, Kohlhase J, Reis A, Zweier C (2017) FOXP2 variants in 14 individuals
with developmental speech and language disorders broaden the mutational and clinical
spectrum. J Med Genet 54:64-72; PMID:27572252; doi: 10.1136/jmedgenet-2016-
104094.

Review article: Oneda B, Rauch A (2017) Microarrays in prenatal diagnosis. Best Pract
Res Clin Obstet Gynaecol 42:53-63. do0i:10.1016/j.bpobgyn.2017.01.003. PMID:
28215395.

2016

Di Donato N, Jean YY, Maga AM, Krewson BD, Shupp AB, Avrutsky MI, Roy A, Collins
S, Olds C, Willert RA, Czaja AM, Johnson R, Stover JA, Gottlieb S, Bartholdi D, Rauch
A, Goldstein A, Boyd-Kyle V, Aldinger KA, Mirzaa GM, Nissen A, Brigatti KW,
Puffenberger EG, Millen KJ, Strauss KA, Dobyns WB, Troy CM, Jinks RN (2016)
Mutations in CRADD Result in Reduced Caspase-2-Mediated Neuronal Apoptosis and
Cause Megalencephaly with a Rare Lissencephaly Variant. Am J Hum Genet 99:1117-
1129.

Mathis D, Abela L, Albersen M, Birer C, Crowther L, Beese K, Hartmann H, Bok LA,
Struys E, Papuc SM, Rauch A, Hersberger M, Verhoeven-Duif NM, Plecko B (2016)
The value of plasma vitamin B6 profiles in early onset epileptic encephalopathies. J
Inherit Metab Dis. 39:733-741

Oneda B, Steindl K, Masood R, Reshetnikova |, Krejci P, Baldinger R, Reissmann R,
Taralczak M, Guetg A, Wisser J, Fauchere JC, Rauch A (2016) Noninvasive prenatal
testing: more caution in counseling is needed in high risk pregnancies with ultrasound
abnormalities. Eur J Obstet Gynecol Reprod Biol 200:72-75

Mignot C, von Stilpnagel C, Nava C, Ville D, Sanlaville D, Lesca G, Rastetter A, Gachet
B, Marie Y, Korenke GC, Borggraefe |, Hoffmann-Zacharska D, Szczepanik E, Rudzka-
Dybata M, Yis U, Caglayan H, Isapof A, Marey |, Panagiotakaki E, Korff C, Rossier E,
Riess A, Beck-Woedl S, Rauch A, Zweier C, Hoyer J, Reis A, Mironov M, Bobylova M,
Mukhin K, Hernandez-Hernandez L, Maher B, Sisodiya S, Kuhn M, Glaeser D,
Wechuysen S, Myers CT, Mefford HC, Hortnagel K, Biskup S; EuroEPINOMICS-RES
MAE working group, Lemke JR, Héron D, Kluger G, Depienne C (2016) Genetic and
neurodevelopmental spectrum of SYNGAP1l-associated intellectual disability and
epilepsy. Journal of Medical Genetics 53:511-522
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174. Chong JX, Yu JH, Lorentzen P, Park KM, Jamal SM, Tabor HK, Rauch A, Saenz MS,
Boltshauser E, Patterson KE, Nickerson DA, Bamshad MJ (2016) Gene discovery for
Mendelian conditions via social networking: de novo variants in KDM1A cause
developmental delay and distinctive facial features. Genet Med 18:788-795

173. Fauth C, Steindl K, Toutain A, Farrell S, Witsch-Baumgartner M, Karall D, Joset P,
Bo6hm S, Baumer A, Maier O, Zschocke J, Weksberg R, Marshall CR, Rauch A (2016) A
recurrent germline mutation in the PIGA gene causes Simpson-Golabi-Behmel
syndrome type 2. Am J Med Genet A. 170:392-402

172. Abela L, Simmons L, Steindl K, Schmitt B, Mastrangelo M, Joset P, Papuc M, Sticht H,
Baumer A, Crowther LM, Mathis D, Rauch A, Plecko B (2016) N8-acetylspermidine as a
potential plasma biomarker for Snyder-Robinson syndrome identified by clinical
metabolomics. J Inherit Metab Dis 39:131-137

4) Contributions to books 2016-2021

Expert adviser for chapter “Intellectual disability” in Firth HV & Hurst JA (2017) Oxford
Desk Reference Clinical Genetics and Genomics, 2nd edition, Oxford University Press

6) Oral contributions to international conferences 2016-2021

2016 Oral presentation on “Further Delineation of a novel 2q11.1g11.2 Microduplication
syndrome” at the 27th European Meeting on Dysmorphology, Strasbourg, France

2016 Invited oral presentation on NIPT at the Cartagenia inc. workshop at the Annual meeting
of the European Societ of Human Genetics in Barcelona, Spain

2017 Oral presentation on “Two novel European cases of SPATAS5 mutations causing epileptic
encephalopathy” at the 28th European Meeting on Dysmorphology, Strasbourg, France

2017 Invited lecture “Clinical exomes” at the Annual meeting of the European Society of
Human Genetics in Copenhagen, Denmark

2017 Invited lecture on “New Molecular Tools in Genetics — Rise of the Next Generation” at the
Joint Meeting of Swiss, Austrian and German Pediatric Pathologists in Zurich,
Switzerland

2018 Oral presentation on “Surprising twist in a long-lasting unknown case with syndromic
primary microcephaly” at the 29th European Meeting on Dysmorphology, Strasbourg,
France

2018 Invited lecture “New insights into the etiology of epileptic encephalopathy” at the
Translational Science of Rare Disease Meeting in Tutzing, Germany

2018 Invited key-note lecture “The Genetic Landscape of ID” at the 22nd Anual Meeting of the
Portuguese Society of Human Genetics, Porto, Portugal

2019 Oral presentation on “Phenotypic surprises from prenatal rasopathy testing” at the 30th
European Meeting on Dysmorphology, Strasbourg, France

2019 Invited lecture “Genetic basis of personalized medicine” at the 7 International IZKF-
Symposium, Bad Staffelstein, Germany

2020 Invited lecture on “Genomics of Dysmorphology” at the Pan Arab Human Genetics
Conference in Dubai, UAE

7. Outreach activities 2016-2021

2016 Invited lecture on “Neue diagnostische Wege” at the 6 rare disease day Switzerland in
Zurich, Switzerland

2016 Invited lecture at the Swiss MedLab conference on “Hochdurchsatzsequenzierung in der
Diagnostik monogener Erkrankungen”, Bern, Switzerland

2016 Invited lecture at the annual conference of the Swiss Society of Pediatrics
‘Exomsequencing und Paneldiagnostik — Angebote in der Schweiz”, St. Gallen,
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2016

2016

2016

2016

2017

2018

2018

2019

2019

2019

2019

Switzerland

Lecture on “Metabolische und genetische Erforschung frihkindlicher epileptischer
Enzephalopathien® at the radiz-rare disease initiative Zurich Symposium

Lecture “Indikation und Beratung zu genetischen Untersuchungen und Interpretation
erhaltener Resultate“ at the Padiatrie update refresher course, Zirich, Switzerland

Invited lecture at the special scientific symposium honoring the legay of Professor John
M. Opitz, Advances in the knowledge of Human Genetics, Salt Lake City, Utah, USA

Invited lecture on New diagnostic approaches and panel discussion on “Prénatale
Diagnostik- schaffe ich das oder nicht?” at the 46" conference of the Schweizerischer
Verband Medizinischer PraxisAssistentinnen, Davos, Switzerland

Invited lecture “Lesen im Genom- Was wird aus mir?” Akademie Berlingen, Switzerland

Invited lecture “Ebenen der genetischen Information und Zusatzbefunde» at the ethical
board of the canton of Zurich

Invited lecture “Vorgeburtliche Beratung am Beispiel Trisomie 21» at the
Kompetenzzentrum Medizin-Ethik-Recht Helvetiae, Zurich, Switzerland

Invited lecture “Genanalyse — Risikominimierung” and panel discussion “Seltene
Krankheit — Genetik, Diagnostik und der Wunsch nach weiteren Kindern” at the children
with rare disease support group meeting in Volketswil, Switzerland

Invited lecture “Erbgut editieren — Klinische Anwendung und Dilemmata» Colegiumm
generale HS 2019, University of Bern, Switzerland

Invited lecture “Gentechnik — CRISPR Wunderwaffe oder Teufelswerkzeug?” at the
Alumni-NDS MiG lecture series, Zurich, Switzerland

Invited lecture “Im Genom lesen” at the Trendtage Gesundheit, Luzern, Switzerland



