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TP, Silva OP, Hoffman JD, Muhlbauer W, Ruprecht KW, Loeys BL, Shino M, Kaindl
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prenatal testing: more caution in counseling is needed in high risk pregnancies with
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KDM1A cause developmental delay and distinctive facial features. Genet Med
18:788-795

Fauth C, Steindl K, Toutain A, Farrell S, Witsch-Baumgartner M, Karall D, Joset P,
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Andrieux J, Aylward E, Baujat G, Caldeira I, Conus P, Ferrari C, Forzano F, Gérard
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(VIP) Consortium (2016) Defining the Effect of the 16p11.2 Duplication on Cognition,
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mutations. Muscle Nerve 52:668-673.

Rosin N, Elcioglu NH, Beleggia F, Isguven P, Altmiller J, Thiele H, Steindl K, Joset
P, Rauch A, Nurnberg P, Wollnik B, Yigit G (2015) Mutations in XRCC4 cause
primary microcephaly, short stature and increased genomic instability. Hum Mol
Genet 24:3708-3717.

Vulto-van Silfhout AT, Nakagawa T, Bahi-Buisson N, Haas SA, Hu H, Bienek M,
Vissers LE, Gilissen C, Tzschach A, Busche A, Mlsebeck J, Rump P, Mathijssen IB,
Avela K, Somer M, Doagu F, Philips AK, Rauch A, Baumer A, Voesenek K, Poirier
K, Vigneron J, Amram D, Odent S, Nawara M, Obersztyn E, Lenart J, Charzewska
A, Lebrun N, Fischer U, Nillesen WM, Yntema HG, Jéarvela I, Ropers HH, de Vries
BB, Brunner HG, van Bokhoven H, Raymond FL, Willemsen MA, Chelly J, Xiong Y,
Barkovich AJ, Kalscheuer VM, Kleefstra T, de Brouwer AP (2015) Variants in
CULA4B are Associated with Cerebral Malformations. Hum Mutat 36:106-117.

Bilow L, Lissewski C, Bressel R, Rauch A, Stark Z, Zenker M, Bartsch O (2015)
Hydrops, fetal pleural effusions and chylothorax in three patients with CBL
mutations. Am J Med Genet A 167A:394-399.

Popp B, Stagve SI, Endele S, Myklebust LM, Hoyer J, Sticht H, Azzarello-Burri S,
Rauch A, Arnesen T, Reis A (2015) De novo missense mutations in the NAA10
gene cause severe non-syndromic developmental delay in males and females. Eur J
Hum Genet 23:602-609.

2014

Asadollahi R, Oneda B, Joset P, Azzarello-Burri S, Bartholdi D, Steindl K, Vincent M,
Cobilanschi J, Sticht H, Baldinger R, Reissmann R, Sudholt |, Thiel CT, Ekici AB,
Reis A, Bijlsma EK, Andrieux J, Dieux A, FitzPatrick D, Ritter S, Baumer A, Latal B,
Plecko B, Jenni OG, Rauch A (2014) The clinical significance of small copy number
variants in neurodevelopmental disorders. J Med Genet 51:677-688.

Dieks JK, Baumer A, Wilichowski E, Rauch A, Sigler M (2014) Microcephalic
osteodysplastic primordial dwarfism type 1I (MOPD II) with multiple vascular
complications misdiagnosed as Dubowitz syndrome. Eur J Pediatr 173:1253-1256.

Oneda B, Baldinger R, Reissmann R, Reshetnikova |, Krejci P, Masood R,
Ochsenbein-Kélble N, Bartholdi D, Steindl K, Morotti D, Faranda M, Baumer A,
Asadollahi R, Joset P, Niedrist D, Breymann C, Hebisch G, Husler M, Mueller R,
Prentl E, Wisser J, Zimmermann R, Rauch A (2014) High-resolution chromosomal
microarrays in prenatal diagnosis significantly increase diagnostic power. Prenat
Diagn 34:525-533.

Vulto-van Silfhout AT, Rajamanickam S, Jensik PJ, Vergult S, de Rocker N, Newhall
KJ, Raghavan R, Reardon SN, Jarrett K, Mcintyre T, Bulinski J, Ownby SL,
Huggenvik JI, McKnight GS, Rose GM, Cai X, Willaert A, Zweier C, Endele S, de
Ligt J, van Bon BW, Lugtenberg D, de Vries PF, Veltman JA, van Bokhoven H,
Brunner HG, Rauch A, de Brouwer AP, Carvill GL, Hoischen A, Mefford HC, Eichler
EE, Vissers LE, Menten B, Collard MW, de Vries BB (2014) Mutations Affecting the
SAND Domain of DEAF1 Cause Intellectual Disability with Severe Speech
Impairment and Behavioral Problems. Am J Hum Genet 94:649-661.

Hackenberg A, Baumer A, Sticht H, Schmitt B, Kroell-Seger J, Wille D, Joset P,
Papuc S, Rauch A, Plecko B (2014) Infantile Epileptic Encephalopathy, Transient
Choreoathetotic Movements, and Hypersomnia due to a De Novo Missense
Mutation in the SCN2A Gene. Neuropediatrics 45:261-264.
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155. Bartholdi D, Stray-Pedersen A, Azzarello-Burri S, Kibaek M, Kirchhoff M, Oneda B,
Rgdningen O, Schmitt-Mechelke T, Rauch A, Kjaergaard S (2014) A newly
recognized 13g12.3 microdeletion syndrome characterized by intellectual disability,
microcephaly, and eczema/atopic dermatitis encompassing the HMGB1 and
KATNAL1 genes. Am J Med Genet A164A:1277-1283.

154. Hart L, Rauch A, Carr AM, Vermeesch JR, O'Driscoll M (2014) LETM1
haploinsufficiency causes mitochondrial defects in Wolf-Hirschhorn syndrome
patient cells: implications for dissecting underlying pathomechanisms in this
condition. Dis Model Mech 7:535-545.

153. Douzgou S, Clayton-Smith J, Gardner S, Day R, Griffiths P, Strong K; the
DYSCERNE expert panel, Amiel J, Baraitser M, Brueton L, Brunner H, Chrzanowska
K, Dallapiccola B, Del Campo Casanelles M, Devriendt K, Donnai D, Fitzpatrick D,
Gillessen-Kaesbach G, Houge G, Kerr B, Krajewska-Walasek M, Lacombe D,
Meinecke P, Metcalfe K, Mortier G, Odent S, Philip N, Prescott T, Raas-Rothschild
A, Rauch A, Rittinger O, Salonen R, Schrander-Stumpel C, Suri M, Temple K,
Tolmie J, Van Der Burgt I, Verloes A, Wieczorek D, Zenker M (2014) Dysmorphology
at a distance: results of a web-based diagnostic service. Eur J Hum Genet 22:327-
332.

2) Reviews 2014-2018

15. Oneda B, Rauch A (2017) Microarrays in prenatal diagnosis. Best Pract Res Clin Obstet
Gynaecol. doi:10.1016/j.bpobgyn.2017.01.003. [Epub ahead of print] PMID: 28215395.

14. Bachmann-Gagescu R, Rauch A (2015) Potenzial und Herausforderungen
der Genomchirurgie mit CRISPR. Bulletin SAMW 4/15:1-5.

C) Contributions to books 2014-2018

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

Press

5. Imthurn B, Berger W, Macas E, Magyar |, Oneda B, Rauch A, Xie M (2015): “Chapter 8:
Polar body diagnosis (PBD): an alternative and supplement to preimplantation diagnosis

for single embryo transfer” in Scott Sills E (Ed.) Screening the Single Euploid Em
Molecular Genetics in Reproductive Medicine, Springer

D) Oral contributions to international conferences / workshops (2014-2018)

bryo,

Date Meeting/Symposium Location Title of presentation
10.11.2014 Manchester bianual Birth Manchester 2novel entities with borderline
defects meeting (UK) IQ caused by 5p deletions
10.05.2014 | GENERATION SEQUENCING (Italy)
39th Annual Conference of | Ahmedabad Non-syndromic sporadic
53 Indian Society of Human (India) intellectual disability: an
' Genetics and International exome sequencing study
25.01.2014
conference on Human
Genetics

25.- 35th Annual David W. Wisconsin The significance of small copy
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30.07.2014 | Smith Workshop on (USA) number variants in neuro-
Malformations and developmental disorders
Morphogenesis

14.- 36th Annual David W. St. Michaels, Clinical and experimental

19.08.2015 | Smith Workshop on Maryland evidence establish a link
Malformations and (USA) between KIF7 and C5orf42-
Morphogenesis related ciliopathies

13.- 4th COURSE IN NEXT Bertinoro Exome diagnostics in

16.05.2015 | GENERATION SEQUENCING | (Italy) intellectual disability

19.09.2015 | Opening Symposium of the | Dubai
Center of Human Safety & Genetic Testing in Personalized
Health and Genome Medicine
Diagnostic Analysis

15.- Annual meeting oft he Graz (Austria) High-Rgsolution mic‘roarra\./

17.04.2015 . testing in prenatal diagnosis
German Society of Human - .

Genetics 5|.gn|f|car.1tly.|ncreases
diagnostic yield

02.10.2015 Sympc.>5|u.m Human Erlangen Individual Genomes and
Genetics in the Era of (Germany) . ..

i . Personalized Medicine
Translational Medicine

9.- European Dysmorphology | Strasbourg KDM1A mutations in

11.09.2015 | Meeting (France) intellectual disability

06.- Annual meeting of the Glasgow - . .

09.06.2015 | European Society of (Scottland) NGS in diagnostics: Challenging

. example cases
Human Genetics

03.12.2016 | Symposium in Honor of Salt Lake City A Praise to Clinical Genetics
Prof. Dr. John M. Opitz (USA)

29.05.2017 | Annual meeting of the Copenhagen Clinical Exomes
European Society of (Denmark)

Human Genetics

11- The Translational Science Tutzing New insights into the etiology

13.04.2018 | of Rare Disease (Germany) of epileptic encephalopathy

05.- European Dysmorphology | Strasbourg SURPRISING TWIST IN A LONG-

07.09.2018 | Meeting (France) LASTING UNKNOWN CASE

WITH SYNDROMIC PRIMARY
MICROCEPHALY

15.11.2018 | Annual meeting of the Porto Keynote Lecture: The Genetic

Portugues Society of (Portugal) Landscape of ID

Human Genetics




