Publications univ. Pror. Dr. MED. HEYMUT OMRAN

10.

11.

12.

13.

14.

15.

16.

17.

18.

19.

Hildebrandt F, Pohlmann A, Omran H. LODVIEW: A computer program for the graphicalevaluation of lod
score results in exclusion mapping of human disease genes. Comput Biomed Res 26:592-599, 1993
Hildebrandt F, Singh-Sawhney I, Schnieders B, Centofante L, Omran H, Pohlmann A, SchmaltzC,
Wedekind H, Schubotz C, Antignac C, Weber JL, Brandis M.and Members of the APN Study Group.
Mapping of a gene for familial juvenile nephronophthisis: Refining the map and definition of flanking
markers on chromosome 2. Am J Hum Genet 53:1256-1261, 1993 (IF 11,2)

Kaiser R, Kern A, Fressle R, Steinbrecher A, Omran H, Malzacher V, Kigler D, Kampa D,Batsford S.
Zeckenvermittelte Erkrankungen in Baden-Wurttemberg. Miinch med Wschr 138:647-652, 1996

Omran H, Hildebrandt F, Korinthenberg R, Brandis M. Probable Opitz trigonocephaly Csyndrome with
medulloblastoma. Am J Med Genetics 69:395-399, 1997 (IF 2,3)

Vollmer M, Koehrer M, Topaloglu R, Strahm B, Omran H, Hildebrandt F. Two novel mutations of the gene
for Kir 1.1 (ROMK) in neonatal Bartter syndrome. Pediatr Nephrol 12:69-71, 1998 (1F2,9)

Omran H, Ketelsen UP, Heinen F, Sauer M, Rudnik-Schéneborn S, Wirth B, Zerres K, KratzerW,
Korithenberg R. Axonal neuropathy and predominance of type Il myofibres in SMA 1. J ChildNeurol ,
13:327-331, 1998 (IF 1,9)

Omran H, Haffner K, Vollmer M, Pigulla J, Wagner G, Caridi G, Hildebrandt F. Exclusion of the candidate
genes ACE and Bcl-2 for six families with nephronophthisis not linked to the NPH1 locus. Nephrol Dial
Transplant 14:2328-2331, 1999 (IF 3,3)

Hildebrandt F., Otto E., Omran H. Nephronophthise und verwandte Erkrankungen. Med Gen1 2:225-231,
2000

Omran H, Fernandez C, Jung M, Haffner K, Fargier B, Waldherr R, Gretz N, Brandis M, Ruschendorf F,
Reis A, Hildebrandt F. Identification of a new gene locus for adolescent nephronophthisis, on chromosome
3022 in a large Venzuelan pedigree. Am J Hum Genet 66:118-127, 2000 (IF 11,2)

Omran H, Uhl M, Brandis M, Wolff G. Survival and dominant transmission of “lethal® platyspondylic
dwarfism of the “Westcoast-types,,. J Ped 136:411-413, 2000 (IF 4,0)

Omran H, Héffner K, Vdlkel A, Kuehr J, Ketelsen UP, Ross UH, Konietzko N, Wienker T, BrandisM,
Hildebrandt F. Homozygosity mapping of a gene locus for primary ciliary dyskinesia on chromosome 5p and
identification of the heavy dynein chain DNAH5 as a candidate gene. Am J Resp Cell Mol Biol 23:669-702,
2000 (IF 4,1)

Hildebrandt F. und Omran H. New insights: Nephronophthisis / medullary cystic kidney disease. Ped
Nephrol 16:168-176, 2001 (IF 2,0)

Omran H. und Hildebrandt F. Nephronophthise und ,medullary cystic kidney disease”. Nieren u
Hochdruckk 30:304-309, 2001

Omran H, Héffner K, Burth S, Fernandez C, Fargier B, Villaquiran A, Nothwang HG, Schnittger S, Lehrach
H, Woo D, Brandis M, Sudbrak R, Hildebrandt F. Human adolescent nephronophthisis: Gene locus synteny
with polycystic kidney disease in pcy mice. J Am Soc Nephrol 12:107-113, 2001 (IF 9,0)

Hildebrandt F, Rensing C, Betz RC, Sommer U, Birnbaum S, Imm A, Omran H, Leipholdt M, Otto E, and
Members of the APN Study Group. Establishing an Algorithm for Molecular Genetic Diagnostics in 127
Families with Juvenile Nephronophthisis. Kidney Int 59:434-445, 2001 (IF 7,9)

Omran H, Héffner K, Burth S, Ala-Mello S, Antignac C, Hildebrandt F. Evidence for further genetic
heterogeneity in nephronophthisis. Nephrol Dial Transplant 16:755-758, 2001 (IF 3,3)

Birkenhager R, Otto E, Schirmann MJ, Ruf EM, Maier-Lutz |, Beekmann F, Fekete A, Omran H, Feldmann
D, Milford DV, Jeck N, Konrad M, Landau D, Knoers N, Antignac C, Sudbrak R,Kispert A, Hildebrandt F.
Mutation of BSND causes Bartter syndrome with sensorineural deafness and kidney failure. Nat Genet
29:310-314, 2001 (IF 35,2)

Omran H, Sasmaz G, Haffner K, Volz A, Olbrich H, Otto E, Wienker TF, Korinthenberg R,Brandis M,
Antignac C, Hildebrandt F. Identification of a gene locus for Senior-Lgken syndrome in the region of the
nephronophthisis type 3 gene. J Am Soc Nephrol 13:75-79, 2002 (IF 9,0)

Olbrich H, Haffner K, Kispert A, Vélkel A, Volz A, Sasmaz G, Reinhardt R, Hennig S, Lehrach H,Konietzko
N, Zariwala M, Noone PG, Knowles M, Mitchison HM, Meeks M, Chung EMK,Hildebrandt F, Sudbrak R,



20.

21.

22.

23.

24.

25.

26.

27.

28.

29.

30.

31.

32.

33.

34.

35.

36.

Omran H. Mutations in DNAH5 cause primary ciliary dyskinesia and randomization of left-right
asymmetry. Nat Genet 30:143-144, 2002 (IF 35,2)

Schuermann MJ, Otto E, Becker A, Saar K, Ruschendorf F, Polak BC, Ala-Mello S, Hoefele J, Wiedensohler
A, Haller M, Omran H, Nurnberg P, Hildebrandt F. Mapping of Gene Loci for Nephronophthisis Type 4
and Senior-Loken Syndrome, to Chromosome 1p36. Am J Hum Genet70:1240-1246, 2002 (IF 11,2)

Volz A, Melkaoui R, Hildebrandt F, Omran H. Candidate gene analysis of KIAA0678 encoding a DnaJ-like
protein for adolescent nephronophthisis and Senior-Loken syndrome type 3. Cytogenet Genome Res 97:163-
166, 2002 (IF 2,0)

Neesen J, Drenkhahn J, Tiede S, Burfeind P, Grzmil M, Konietzko J, Dixkens C, Kreutzberger J,Laccone F,
Engel W, Omran H. Identification of the Human Ortholog of the t-Complex-Encoded Protein TCTEX2 and
Evaluation as a Candidate Gene for Primary Ciliary Dyskinesia. Cytogenet Genome Res 98:38-44, 2002 (IF
2,0)

Rudnik-Schéneborn S, Goebel H, Schlote W, Molaian S, Omran H., Ketelsen U., KorinthenbergR., Wenzel
D., Lauffer H., Kreiss-Nachtsheim M., Wirth B., Zerres K. Classical infantile spinalmuscular atrophy with
SMN deficiency causes sensory neuronopathy. Neurology 60:983-7, 2003 (IF 8,2)

Fliegauf M, Frohlich C, Horvath J, Olbrich H, Hildebrandt F, Omran H. Identification of the human CYS1
gene and candidate gene analysis in Boichis disease. Ped Nephrol 18:498-505, 2003 (1F2,0)

Kispert A, Olbrich H, Volz A, Ketelsen UP, Horvath J, Melkaoui R, Petry M, Zariwala M, NoonePG,
Knowles M, Omran H. Evidence for Genotype-Phenotype Correlations in DNAH5 Mutations of Patients
with Primary Ciliary Dyskinesia - Expression of DNAH5’s Mouse Ortholog in the Upper and Lower Airway.
Thorax 58:552-4, 2003 (IF 8,3)

Horvath J, Ketelsen UP, Geibel-Zehender A, Korinthenberg R, Omran H. Identification of a novel LAMP2
mutation responsible for X chromosomal dominant Danon disease. Neuropediatrics 34:270-3, 2003 (IF 1,2)
Olbrich H, Fliegauf M, Hoefele J,Kispert A, Otto E, Volz A, Wolf MT, Sasmaz G, Trauer U,Reinhardt R,
Sudbrak R, Antignac C, Gretz N, Walz G, Schermer B, Benzing T, Hildebrandt F, Omran H. Mutations in
a novel gene, NPHP3, cause adolescent nephronophthisis, tapeto-retinal degeneration and hepatic fibrosis.
Nat Genet 34:455-9, 2003 (IF 35,2)

El Zein L., Omran H., Bouvagnet P. Lateralization defects and ciliary dyskinesia: lessons from algae. Trends
Genet. 19:162-7, 2003 (IF 9,3)

bafiez-Tallon I., Heintz N., Omran H. To beat or not to beat, roles of cilia in development and disease. Hum
Mol Genet, 12:R27-35, 2003 (IF 7,7)

Ibanez-Tallon I, Pagenstecher A, Fliegauf M, Olbrich H, Kispert A, Ketelsen UP, North A, HeintzN, Omran
H. Dysfunction of axonemal dynein heavy chain Mdnah5 inhibits ependymal flow and reveals a novel
mechanism for hydrocephalus formation. Hum Mol Genet 13:2133-41, 2004 (IF7,7)

Zankl A, Neumann L, Ignatius J, Nikkels P, Schrander-Stumpel C, Mortier G, Omran H, Wright M, Hilbert
K, Bonafe L, Spranger J, Zabel B, Superti-Furga A. Dominant negative mutations in the C-propeptide of
COL2A1 cause platyspondylic lethal skeletal dysplasia, torrance type, and define a novel subfamily within
the type 2 collagenopathies. Am J Med Genet 133:61-67, 2005 (IF 2,3)

Vougioukas VI, Omran H, Glasker, S, Van Velthoven, V. Far lateral supracerebellar infratentorial approach
for the treatment of upper brainstem gliomas: clinical experience with pediatric patients. Childs nervous
system 21:1037-1041. 2005

Omran H. Genetic defects in primary ciliary dyskinesia. Monatsschrift Kinderheilkunde 153:246+ 2005
Kubisch C, Ketelsen UP, Goebel I, Omran H. Autosomal recessive rippling muscle disease with
homozygous CAV3 mutations. Annals Neurol 57:303-304, 2005 (IF 11,2)

Otto EA, Loeys B, Khanna H, Hellemans J, Sudbrak R, Fan S, Muerb U, O'Toole JF, Helou J, Attanasio M,
Utsch B, Sayer JA, Lillo C, Jimeno D, Coucke P, De Paepe A, Reinhardt R, Klages S, Tsuda M, Kawakami
I, Kusakabe T, Omran H, Imm A, Tippens M, Raymond PA, Hill J, Beales P, He S, Kispert A, Margolis B,
Williams DS, Swaroop A, Hildebrandt F. Nephrocystin-5, a ciliary 1Q domain protein, is mutated in Senior-
Loken syndrome and interacts with RPGR and calmodulin. Nat Genet. 37:282-8. 2005 (IF 35,2)

Fliegauf M., Olbrich H., Horvath J., Wildhaber J.H., Zariwala M.A., Kennedy M., Knowles M.R.,Omran H.
Mis-localization of DNAH5 and DNAH9 in respiratory cells from primary ciliary dyskinesia patients. Am J
Respir Crit Care Med 171:1343-1349, 2005 (IF 11)



37.

38.

39.

40.

41.

42,

43.

44,

45,

46.

47.

48.

49,

50.

51.

52.

53.

Tacke U., Olbrich H., Sass J.O., Fekete A., Horvath J., Ziyeh S., Kleijer W.J., Rolland M.O.Payne S.,
Vargiami E., Zafeiriou D.l., Omran H. Possible genotype-phenotype correlations in children with mild
clinical course of Canavan disease. Neuropediatrics 36:252-255, 2005 (IF 1,2)

Ketelsen UP, Brand-Saberi B., Uhlenberg B., Wagner M, Laberke HG, Omran H. Congenital myopathy
with arrest of myogenesis prior to formation of myotubes. Neuropediatrics 36:246-251,2005 (IF 1,2)
Horvath J., Olbrich H., Fliegauf M., Kispert A., King S.M., Mitchison H., Zariwala M.A, KnowlesM.R.,
Sudbrack R., Reinhardt R., Omran H. Identification of the human axonemal dynein light chain 1 (DNAL1)
gene and candidate gene analysis in patients with primary ciliary dyskinesia. Am J Resp Cell Mol Biol 33:41-
47,2005 (IF 4,1)

Omran H. Genetische Defekte bei Primérer Zilidrer Dyskinesie. Monatsschr Kinderheilkd 153:246-254,
2005

Omran H. Genetische Grundlagen und Diagnostik hereditarer Erkrankungen. Neuropadiatrie in Klinik und
Praxis, 2:1-9, 2005

Storm van's Gravesande K. und Omran H. Primary Ciliary Dyskinesia: clinical presentation, diagnosis and
genetics. Ann Med 37:439-449, 2005 (IF 5,4)

*Schermer B., *Hopker K., *Omran H.,Ghenoiu C., Fliegauf M., Fekete A., Horvath J., KottgenM., Hackl
M., Zschiedrich S., Huber T.B., Kramer-Zucker A., Zentgraf H., Blaukat A., Walz G.,Benzing T.
Phosphorylation by casein kinase 2 induces PACS-1 binding of nephrocystin and targeting to cilia. EMBO J
24:4415-24, 2005 (*shared first co-authorship) (IF 9,8)

Vougioukas V.1, Omran H., Glasker S., van Velthoven V. Far lateral supracerebellarinfratentorial approach
for the treatment of pontomesencephalic gliomas: clinical experience withpediatric patients. Childs Nerv Syst
22:1149-53, 2006 (IF 1,2)

Olbrich H., Horvath J., Fekete A., Loges N.T., Storm van’s Gravesande K., Blum A., Hérmann K.,Omran
H. Axonemal localization of the dynein component DNAHS is not altered in secondary ciliary dyskinesia.
Ped. Research 59:418-22, 2006 (IF 2,7)

Sass J.0., Mohr V., Olbrich H., Engelke U., Horvath J., Fliegauf M., Loges N.T., Schweitzer-Krantz S.,
Moebus R., Weiler P., Kispert A., Superti-Furga A., Wevers R.A., Omran H. Mutations in ACY1, the gene
encoding aminoacylase 1, cause a novel inborn error of metabolism. Am J Hum Genet 78:401-9, 2006 (IF
11,2)

Mills P.B., Struys E., Jakobs C., Plecko B., Baxter P., Baumgartner M., Willemsen M.A., Omran H., Tacke
U., Uhlenberg B., Weschke B., Clayton P.T. Mutations in antiquitin in individuals with pyridoxine-dependent
seizures. Nat Med. 12:307-9, 2006 (IF 22,8)

Hornef N, Olbrich H, Horvath J, Zariwala MA, Fliegauf M, Loges NT, Wildhaber J, Noone PG,Kennedy M,
Antonarakis SE, Blouin JL, Bartoloni L, Nublein T, Ahrens P, Griese M, Kuhl H,Sudbrak R, Knowles MR,
Reinhardt R, Omran H. DNAH5 Mutations are a Common Cause of Primary Ciliary Dyskinesia with Outer
Dynein Arm Defects. Am J Respir Crit Care Med. 174:120-126; 2006 (IF 11)

Budny B, Chen W, Omran H, Fliegauf M, Tzschach A, Wisniewska M, Jensen LR, Raynaud M,Shoichet
SA, Badura M, Lenzner S, Latos-Bielenska A, Ropers HH. A novel X-linked recessive mental retardation
syndrome comprising macrocephaly and ciliary dysfunction is allelic to oralfacial-digital type | syndrome.
Hum Genet. 120:171-8, 2006 (IF 5,0)

Vougioukas VI, Glasker S, Hubbe U, Berlis A, Omran H, Neumann HPH, Van Velthoven V. Surgical
treatment of hemangioblastomas of the central nervous system in pediatric patients. Childs nervous system
22:1149-1153 2006

Zariwala MA, Leigh MW, Ceppa F, Kennedy MP, Noone PG, Carson JL, Hazucha MJ, Lori A,Horvath J,
Olbrich H, Loges NT, Bridoux AM, Pennarun G, Duriez B, Escudier E, Mitchison HM, Chodhari R, Chung
EM, Morgan LC, de longh RU, Rutland J, Pradal U, Omran H, Amselem S,Knowles MR. Mutations of
DNAI1 in Primary Ciliary Dyskinesia: Evidence of Founder Effect in a Common Mutation. Am J Respir Crit
Care Med. 174:858-66, 2006 (IF 11)

Fliegauf M, Horvath J, von Schnakenburg C, Olbrich H, Muller D, Thumfart J, Schermer B,Pazour GJ,
Neumann HP, Zentgraf H, Benzing T, Omran H. Nephrocystin specifically localizes to the transition zone
of renal and respiratory cilia and photoreceptor connecting cilia. J Am SocNephrol. 17:2424-33, 2006 (IF 9,0)
Schermer B, Ghenoiu C, Bartram M, Muller RU, Kotsis F, Hohne M, Kuhn W, Rapka M, NitschkeR,
Zentgraf H, Fliegauf M, Omran H, Walz G, Benzing T. The von Hippel-Lindau tumor suppressor protein
controls ciliogenesis by orienting microtubule growth. J Cell Biol. 175:547-54,2006 (IF 10,8)



54.

55.

56.

57.

58.

59.
60.

61.

62.

63.

64.

65.

66.

67.

68.

69.

70.

71.

72.

Fliegauf M. und Omran H. Novel tools to unravel molecular mechanisms in cilia-related disorders. Trends
Genet. 22:241-5, 2006 (IF 9,3)

H. Omran und N. Hornef. Genetische Defekte bei primarer ziliarer Dyskinesie. Atemw.-Lungenkrkh.
32:194-200, 2006

Zariwala MA, Knowles MR, Omran H. Genetic Defects in Ciliary Structure and Function. Annu Rev
Physiol. 69:423-450, 2006 (IF 20,8)

Liebau MC, Gal A, Superti-Furga A, Omran H, Pohl M. LLCAM mutation in a boy with hydrocephalus
and duplex kidneys. Pediatr Nephrol. 22:1058-61, 2007 (IF 2,9)

von Schnakenburg C, Fliegauf M, Omran H. Nephrocystin and ciliary defects not only in the kidney?
Pediatr Nephrol. 22:765-9, 2007 (IF 2,9)

H. Omran. Diagnostik der priméren zilidren Dyskinesie. Der Pneumologe. 4:267-275, 2007

Driller K, Pagenstecher A, Uhl M, Omran H, Berlis A, Grunder A, Sippel AE. Nuclear Factor | X deficiency
causes brain malformation and severe skeletal defects. Mol Cell Biol. 27:3855-3867,2007 (IF 5,4)

Kennedy MP, Omran H, Leigh MW, Dell S, Morgan L, Molina PL, Robinson BV, Minnix SL, Olbrich H,
Severin T, Ahrens P, Lange L, Morillas HN, Noone PG, Zariwala MA, Knowles MR. Congenital Heart
Disease and other Heterotaxic Defects in a Large Cohort of Patients with Primary Ciliary Dyskinesia.
Circulation 115:2814-21, 2007 (IF 15,2)

Engelke UF, Sass JO, Van Coster RN, Gerlo E, Olbrich H, Krywawych S, Calvin J, Hart C, Omran H,
Wevers RA. NMR spectroscopy of aminoacylase 1 deficiency, a novel inborn error of metabolism. NMR
Biomed. 21:138-47. 2008 (IF 3,4)

Janzarik WG, Kratz CP, Loges NT, Olbrich H, Klein C, Schafer T, Scheurlen W, Roggendorf W, Weiller C,
Niemeyer C, Korinthenberg R, Pfister S, Omran H. Further Evidence for a Somatic KRAS Mutation in a
Pilocytic Astrocytoma. Neuropediatrics. 38: 61-3, 2007 (IF 1,2)

Sass JO, Olbrich H, Mohr V, Hart C, Woldseth B, Krywawych S, Bjurulf B, Lakhani PK, Buchdahl RM,
Omran H. Neurological findings in aminoacylase 1 deficiency. Neurology 68:2151-3, 2007 (IF 8,2)

Helou J, Otto EA, Attanasio M, Allen SJ, Parisi M, Glass I, Utsch B, Hashmi S, Fazzi E, Omran H, O' Toole
J, Sayer J, Hildebrandt F. Mutation analysis of NPHP6/CEP290 in patients with Joubert-Syndrome and
Senior-Loken-Syndrome. J Med Genet. 44:657-63, 2007 (IF 5,7)

Tan SY, Rosenthal J, Zhao XQ, Francis RJ, Chatterjee B, Sabol SL, Linask KL, Bracero L, Connelly PS,
Daniels MP, Yu Q, Omran H, Leatherbury L, Lo CW. Heterotaxy and complex structural heart defects in a
mutant mouse model of primary ciliary dyskinesia. J Clin Invest. 117:3742-3752, 2007 (IF 12,8)

Schwabe GC, Hoffmann K, Loges NT, Birker D, Rossier C, de Santi MM, Olbrich H, Fliegauf M, Failly M,
Liebers U, Collura M, Gaedicke G, Mundlos S, Wahn U, Blouin JL, Niggemann B, Omran H, Antonarakis
SE, Bartoloni L. Primary ciliary dyskinesia associated with normal axoneme ultrastructure is caused by
DNAH11 Mutations. Hum Mutat. 29:289-98, 2008 (IF 5,2)

Bergmann C, Fliegauf M, Briichle NO, Frank V, Olbrich H, Kirschner J, Schermer B, Schmeddingl, Kispert
A, Krénzlin B, Nirnberg G, Becker C, Grimm T, Girschick G, Lynch SA, Kelehan P,Senderek J, Neuhaus
TJ, Stallmach T, Zentgraf H, Nirnberg P, Gretz N, Lo C, Lienkamp S,Schafer T, Walz G, Benzing T, Zerres
K, Omran H. Loss of nephrocystin-3 function can cause embryonic lethality, Meckel-Gruber-like syndrome,
situs inversus, and renal-hepatic-pancreatic dysplasia. Am J Hum Genet. 82:959-70, 2008 (IF 11,2)

Pfister S, Janzarik WG, Remke M, Ernst A, Werft W, Becker N, Toedt G, Wittmann A, Kratz C, Olbrich H,
Ahmadi R, Thieme B, Joos S, Radlwimmer B, Kulozik A, Pietsch T, Herold-Mende C, Gnekow A,
Reifenberger G, Korshunov A, Scheurlen W, Omran H, Lichter P. BRAF gene duplication constitutes a
mechanism of MAPK pathway activation in low-grade astrocytomas. J Clin Invest. 118:1739-49, 2008 (IF
12,8)

Wessels MW, Avital A, Failly M, Munoz A, Omran H, Blouin JL, Willems PJ. Candidate gene analysis in
three families with acilia syndrome. Am J Med Genet A. 146:1765-7, 2008 (IF 2,3)

Sass JO, Jobard F, Topcu M, Mahfoud A, Werlé E, Cure S, Al-Sannaa N, Alshahwan SA, Bataillard M,
Cimbalistiene L, Grolik C, Kemmerich V, Omran H, Sztriha L, Tabache M, Fischer J. L: -2-Hydroxyglutaric
aciduria: ldentification of ten novel mutations in the LZHGDH gene. J Inherit Metab Dis. Short Report
31(2):S275-279, 2008 (IF 4,0)

Morris-Rosendahl DJ, Najm J, Lachmeijer AM, Sztriha L, Martins M, Kuechler A, Haug V, Zeschnigk C,
Martin P, Santos M, Vasconcelos C, Omran H, Kraus U, Van der Knaap MS, Schuierer G, Kutsche K,



73.

74.

75.

76.

77.

78.

79.

80.

81.

82.

83.

84.

85.

86.

87.

88.

Uyanik G. Refining the phenotype of alpha-la Tubulin (TUBA1A) mutation in patients with classical
lissencephaly. Clin Genet. 74:425-33, 2008 (IF 3,9)

Loges NT, Olbrich H, Fenske L, Mussaffi H, Horvath J, Fliegauf M, Kuhl H, Baktai G, Peterffy E,Chodhari
R, Chung EM, Rutman A, O'Callaghan C, Blau H, Tiszlavicz L, Voelkel K, Witt M, Zietkiewicz E, Neesen
J, Reinhardt R, Mitchison HM, Omran H. DNAI2 mutations cause primary ciliary dyskinesia with defects
in the outer dynein arm. Am J Hum Genet. 83:547-58, 2008 (IF11,2)

Omran H, Kobayashi D, Olbrich H, Tsukahara T, Loges NT, Hagiwara H, Zhang Q, Leblond G,0'Toole E,
Hara C, Mizuno H, Kawano H, Fliegauf M, Yagi T, Koshida S, Miyawaki A, Zentgraf H, Seithe H, Reinhardt
R, Watanabe Y, Kamiya R, Mitchell DR, Takeda H. Ktu/PF13 is required for cytoplasmic pre-assembly of
axonemal dyneins. Nature 456:611-6, 2008 (IF 38,5)

Fliegauf M, Benzing T, Omran H. When cilia go bad: cilia defects and ciliopathies. Nat Rev Mol Cell Biol.
8:880-93, 2007. Erratum in: Nat Rev Mol Cell Biol. 2008 Jan;9(1):88. (IF 37,1)

Francis RJ, Chatterjee B, Loges NT, Zentgraf H, Omran H, Lo CW. The initiation and maturation of cilia
generated flow in the newborn and postnatal mouse airway. Am J Physiol Lung Cell Mol Physiol.
296(6):L1067-1075, 2009 (IF 3,7)

Barbato A, Frischer T, Kuehni CE, Snijders D, Azevedo |, Baktai G, Bartoloni L, Eber E,Escribano A,
Haarman E, Hesselmar B, Hogg C, Jorissen M, Lucas J, Nielsen KG, O'CallaghanC, Omran H, Pohunek P,
Strippoli MP, Bush A. Primary ciliary dyskinesia: a consensus statement on diagnostic and treatment
approaches in children. Eur Respir J. 34:1264-76, 2009 (IF 6,3)

Koehler U, Holinski-Feder E, Omran H, Gravesande, KSV. A 7 Mb duplication 11q12.1q13.1 detected by
array CGH in two mentally and developmentally retarded siblings. Chromosome Research 17:33.34 2009
Stolting T, Omran H, Erlekotte A, Denecke J, Reunert J, Marquardt T. Novel ALG8 mutations expand the
clinical spectrum of congenital disorder of glycosylation type Ih. Mol Genet Metab. 98:305-9, 2009 (IF 2,8)
Osten L, Kubitza M, Gallagher AR, Kastner J, Olbrich H, de Vries U, Kees F, Lelongt B, Somlo S, Omran
H, Witzgall R. Doxycycline accelerates renal cyst growth and fibrosis in the pcy/pcy mouse model of type 3
nephronophthisis, a form of recessive polycystic kidney disease. Histochem Cell Biol. 132:199-210, 2009 (IF
2,6)

Loges NT, Olbrich H, Becker-Heck A, Haffner K, Heer A, Reinhard C, Schmidts M, Kispert A, Zariwala
MA, Leigh MW, Knowles MR, Zentgraf H, Seithe H, Nlrnberg G, Nilrnberg P, Reinhardt R, Omran H.
Deletions and point mutations of LRRC50 cause primary ciliary dyskinesia due to dynein arm defects. Am J
Hum Genet. 85:883-9, 2009 (11,2)

Jurk K, Schulz AS, Kehrel BE, Rapple D, Schulze H, Mdébest D, Friedrich WW, Omran H, Deak E,
Henschler R, Scheele JS, Zieger B. Novel integrin-dependent platelet malfunction in siblings with leukocyte
adhesion deficiency-111 (LAD-I11) caused by a point mutation in FERMT3. Thromb Haemost. 103:1053-64,
2010 (IF 6,0)

Valstar MJ, Bertoli-Avella AM, Wessels MW, Ruijter GJ, de Graaf B, Olmer R, Elfferich P, NeijsS,
Kariminejad R, Suheyl Ezgl F, Tokatli A, Czartoryska B, Bosschaart AN, van den Bos-Terpstra F, Puissant
H, Blrger F, Omran H, Eckert D, Filocamo M, Simeonov E, Willems PJ,Wevers RA, Niermeijer MF, Halley
DJ, Poorthuis BJ, van Diggelen OP. Mucopolysaccharidosistype I1ID: 12 new patients and 15 novel
mutations. Hum Mutat. 31E1348-60. 2010 (IF 5,2)

Tylki-Szymanska A, Gradowska W, Sommer A, Heer A, Walter M, Reinhard C, Omran H, SassJO, Jurecka
A. Aminoacylase 1 deficiency associated with autistic behavior. J Inherit Metab Dis.33(3):211-214, 2010 (IF
4,0)

Walter KN, Bross F, Omran H. Large congenital naevus with melanin deposits in the central nervous system.
Monatsschrift Kinderheilkunde. 158:480-482. 2010

Kuehni CE, Frischer T, Strippoli MP, Maurer E, Bush A, Nielsen KG, Escribano A, Lucas JS,Yiallouros P,
Omran H, Eber E, O'Callaghan C, Snijders D, Barbato A; ERS Task Force on Primary Ciliary Dyskinesia
in Children. Factors influencing age at diagnosis of primary ciliary dyskinesia in European children. Eur
Respir J. 36(6):1248-58, 2010 (IF 6,3)

Omran H, Olbrich H. Zilienkrankheiten unter besonderer Beriicksichtigung der Priméren Zilidren
Dyskinesie. Medizinische Genetik 2010, 22(3):315-321

Omran H. NPHP proteins: gatekeepers of the ciliary compartment. J Cell Biol. 190:715-7, 2010 (IF 10,8)



89.

90.

91

92.

93.

94.

95.

96.

97.

98.

99.

100.

101.

102.

103.

Eisenhardt AE, Olbrich H, R6ring M, Janzarik W, Van Anh TN, Cin H, Remke M, Witt H, Korshunov A,
Pfister SM, Omran H, Brummer T. Functional characterization of a BRAF insertion mutant associated with
pilocytic astrocytoma. Int J Cancer. 129(9):2297-2303, 2011 (IF 6,2)

Berg JS, Evans JP, Leigh MW, Omran H, Bizon C, Mane K, Knowles MR, Weck KE, Zariwala MA. Next
generation massively parallel sequencing of targeted exomes to identify genetic mutations in primary ciliary
dyskinesia: implications for application to clinical testing. Genet Med.13:218-29, 2011 (IF 5,6)

Schindler G, Capper D, Meyer J, Janzarik W, Omran H, Herold-Mende C, Schmieder K, Wesseling P,
Mawrin C, Hasselblatt M, Louis DN, Korshunov A, Pfister S, Hartmann C, Paulus W, Reifenberger G, von
Deimling A. Analysis of BRAF V600E mutation in 1,320 nervous system tumors reveals high mutation
frequencies in pleomorphic xanthoastrocytoma, ganglioglioma and extra-cerebellar pilocytic astrocytoma.
Acta Neuropathol. 121:397-405, 2011 (IF 9,7)

Omran H. Cilia dysfunction — Importance in inflammatory airway diseases. Allergologie 34:357-358
Sommer JU, Schéfer K, Omran H, Olbrich H, Wallmeier J, Blum A, Hormann K, Stuck BA. ENT
manifestations in patients with primary ciliary dyskinesia: prevalence and significance of
otorhinolaryngologic co-morbidities. Eur Arch Otorhinolaryngol. 268:383-8, 2011 (IF 1,4)

Merveille AC, Davis EE, Becker-Heck A, Legendre M, Amirav |, Bataille G, Belmont J, Beydon N, Billen
F, Clément A, Clercx C, Coste A, Croshie R, de Blic J, Deleuze S, Duquesnoy P, Escalier D, Escudier E,
Fliegauf M, Horvath J, Hill K, Jorissen M, Just J, Kispert A, Lathrop M, Loges NT, Marthin JK, Momozawa
Y, Montantin G, Nielsen KG, Olbrich H, Papon JF, Rayet I, Roger G, Schmidts M, Tenreiro H, Towbin JA,
Zelenika D, Zentgraf H, Georges M, Lequarré AS, Katsanis N, Omran H, Amselem S. CCDC39 is required
for assembly of inner dynein arms and the dynein regulatory complex and for normal ciliary motility in
humans and dogs. Nat Genet. 43(1):72-78,2011 (IF 35,2)

Becker-Heck A, Zohn IE, Okabe N, Pollock A, Lenhart KB, Sullivan-Brown J, McSheene J, LogesNT,
Olbrich H, Haeffner K, Fliegauf M, Horvath J, Reinhardt R, Nielsen KG, Marthin JK, Baktai G, Anderson
KV, Geisler R, Niswander L, Omran H, Burdine RD. The coiled-coil domain containing protein CCDC40
is essential for motile cilia function and left-right axis formation. Nat Genet. 43:79-84, 2011 (IF 35,2)

Cin H, Meyer C, Herr R, Janzarik WG, Lambert S, Jones DT, Jacob K, Benner A, Witt H, Remke M, Bender
S, Falkenstein F, Van Anh TN, Olbrich H, von Deimling A, Pekrun A, Kulozik AE, Gnekow A, Scheurlen
W, Witt O, Omran H, Jabado N, Collins VP, Brummer T, Marschalek R, Lichter P, Korshunov A, Pfister
SM. Oncogenic FAM131B-BRAF fusion resulting from 7934 deletion comprises an alternative mechanism
of MAPK pathway activation in pilocytic astrocytoma. Acta Neuropathol. 121(6):763-74, 2011 (IF 9,7)
Sommer A, Christensen E, Schwenger S, Seul R, Haas D, Olbrich H, Omran H, Sass JO. The molecular
basis of aminoacylase 1 deficiency. Biochim Biophys Acta. 1812:685-90, 2011 (IF 4,6)

Schmid F, Glaus E, Barthelmes D, Fliegauf M, Gaspar H, Nurnberg G, Nlrnberg P, Omran H, Berger W,
Neidhardt J. U1 snRNA-mediated gene therapeutic correction of splice defects caused by an exceptionally
mild BBS mutation. Hum Mutat. 32:815-24, 2011 (IF 5,2)

Réseler S, Sandrock K, Bartsch I, Busse A, Omran H, Loges NT, Zieger B. Lethal phenotype of mice
carrying a Sept11 null mutation. Biol Chem. 392:779-81, 2011 (IF 2,7)

Zariwala MA, Omran H, Ferkol TW. The emerging genetics of primary ciliary dyskinesia. Proc Am Thorac
Soc. 8:430-3, 2011

Knowles MR, Leigh MW, Carson JL, Davis SD, Dell SD, Ferkol TW, Olivier KN, Sagel SD, Rosenfeld M,
Burns KA, Minnix SL, Armstrong MC, Lori A, Hazucha MJ, Loges NT, Olbrich H, Becker-Heck A,
Schmidts M, Werner C, Omran H, Zariwala MA. Genetic Disorders of Mucociliary Clearance Consortium.
Mutations of DNAH11 in patients with primary ciliary dyskinesia with normal ciliary ultrastructure. Thorax.
67:433-41, 2012 (IF 8,3)

Mitchison HM, Schmidts M, Loges NT, Freshour J, Dritsoula A, Hirst RA, O'Callaghan C, Blau H, Al
Dabbagh M, Olbrich H, Beales PL, Yagi T, Mussaffi H, Chung EM, Omran H, Mitchell DR. Mutations in
axonemal dynein assembly factor DNAAF3 cause primary ciliary dyskinesia. Nat Genet. 44:381-9, 2012 (IF
35,2)

M Schmidts, J Freshour, NT Loges, A Dritsoula, D Antony, RA Hirst, C O’Callaghan, H Blau, H Olbrich, T
Yagi, H Mussaffi, EMK Chung, H Omran, DR Mitchell, H Mitchison. Mutations in the dynein assembly
factor PF22 (DNAAF3) cause primary ciliary dyskinesia with absent dynein arms. Cilia. 2012; 1(Suppl 1):
P101. Published online 2012 Nov 16. doi: 10.1186/2046-2530-1-S1-P101



104.

105.

106.

107.

108.

109.

110.

111.

112.

113.

114.

Nakhleh N, Francis R, Giese RA, Tian X, Li Y, Zariwala MA, Yagi H, Khalifa O, Kureshi S, Chatterjee B,
Sabol SL, Swisher M, Connelly PS, Daniels MP, Srinivasan A, Kuehl K, Kravitz N, Burns K, Sami I, Omran
H, Barmada M, Olivier K, Chawla KK, Leigh M, Jonas R, Knowles M, Leatherbury L, Lo CW. High
prevalence of respiratory ciliary dysfunction in congenital heart disease patients with heterotaxy. Circulation.
2232-42, 2012 (IF 15,2)

Panizzi JR, Becker-Heck A, Castleman VH, Al-Mutairi DA, Liu Y, Loges NT, Pathak N, Austin-Tse C,
Sheridan E, Schmidts M, Olbrich H, Werner C, Haffner K, Hellman N, Chodhari R, Gupta A, Kramer-Zucker
A, Olale F, Burdine RD, Schier AF, O'Callaghan C, Chung EM, Reinhardt R, Mitchison HM, King SM,
Omran H, Drummond IA. CCDC103 mutations cause primary ciliary dyskinesia by disrupting assembly of
ciliary dynein arms. Nat Genet. 44:714-9, 2012 (IF 35,2)

Chaki M, Airik R, Ghosh AK, Giles RH, Chen R, Slaats GG, Wang H, Hurd TW, Zhou W, Cluckey A, Gee
HY, Ramaswami G, Hong CJ, Hamilton BA, Cervenka |, Ganji RS, Bryja V, Arts HH, vanReeuwijk J, Oud
MM, Letteboer SJ, Roepman R, Husson H, Ibraghimov-Beskrovnaya O, Yasunaga T, Walz G, Eley L, Sayer
JA, Schermer B, Liebau MC, Benzing T, Le Corre S, Drummond I, Janssen S, Allen SJ, Natarajan S, O'Toole
JF, Attanasio M, Saunier S, Antignac C, Koenekoop RK, Ren H, Lopez I, Nayir A, Stoetzel C, Dollfus H,
Massoudi R, Gleeson JG, Andreoli SP, Doherty DG, Lindstrad A, Golzio C, Katsanis N, Pape L, Abboud
EB, Al-Rajhi AA, Lewis RA, Omran H, Lee EY, Wang S, Sekiguchi JM, Saunders R, Johnson CA, Garner
E, Vanselow K, Andersen JS, Shlomai J, Nurnberg G, Nurnberg P, Levy S, Smogorzewska A, Otto EA,
Hildebrandt F. Exome capture reveals ZNF423 and CEP164 mutations, linking renal ciliopathies to DNA
damage response signaling. Cell. 150:533-48. 2012 (IF 31,9)

Bukowy-Bierytto Z, Zietkiewicz E, Loges NT, Wittmer M, Geremek M, Olbrich H, Fliegauf M, Voelkel K,
Rutkiewicz E, Rutland J, Morgan L, Pogorzelski A, Martin J, Haan E, Berger W, Omran H, Witt M. RPGR
mutations might cause reduced orientation of respiratory cilia. Pediatr Pulmonol. 48:352-363. 2013 (IF 2,4)
Schaumburg F, Schmalstieg C, Fiedler B, Brentrup A, Omran H, Becker K. A bumpy road to the diagnosis
of a Kytococcus schroeteri shunt infection. J Med Microbiol. 62:165-168, 2013 (IF 2,29)

Olbrich H, Schmidts M, Werner C, Onoufriadis A, Loges NT, Raidt J, Banki NF, Shoemark A,Burgoyne T,
Al Turki S, Hurles ME; UK10K Consortium, Kéhler G, Schroeder J, Nirnberg G, Nirnberg P, Chung EM,
Reinhardt R, Marthin JK, Nielsen KG, Mitchison HM, Omran H. Recessive HYDIN Mutations Cause
Primary Ciliary Dyskinesia without Randomization of Left-Right Body Asymmetry. Am J Hum Genet.
91(4):672-84. 2012 (IF 11,2)

Halbritter J, Diaz K, Chaki M, Porath JD, Tarrier B, Fu C, Innis JL, Allen SJ, Lyons RH, StefanidisCJ,
Omran H, Soliman NA, Otto EA. High-throughput mutation analysis in patients with a nephronophthisis-
associated ciliopathy applying multiplexed barcoded array-based PCR amplification and next-generation
sequencing. J Med Genet. 49(12):756-767. 2012 (IF 5,7)

Antony D, Becker-Heck A, Zariwala MA, Schmidts M, Onoufriadis A, Forouhan M, Wilson R, Taylor-Cox
T, Dewar A, Jackson C, Goggin P, Loges NT, Olbrich H, Jaspers M, Jorissen M, Leigh MW, Wolf WE,
Daniels ML, Noone PG, Ferkol TW, Sagel SD, Rosenfeld M, Rutman A, Dixit A, O'Callaghan C, Lucas JS,
Hogg C, Scambler PJ, Emes RD, Uk10k, Chung EM, Shoemark A, Knowles MR, Omran H, Mitchison HM.
Mutations in CCDC39 and CCDCA40 are the major cause of primary ciliary dyskinesia with axonemal
disorganisation and absent inner dyneinarms. Hum Mutat. 34:462-472. 2013 (IF 5,2)

Wirschell M, Olbrich H, Werner C, Tritschler D, Bower R, Sale WS, Loges NT, Pennekamp P, Lindberg S,
Stenram U, Carlén B, Horak E, Kdhler G, Niirnberg P, Nirnberg G, Porter ME, Omran H. The nexin-dynein
regulatory complex subunit DRCL1 is essential for motile cilia function in algae and humans. Nat Genet.
45:262-268. 2013 (IF 35,2)

Tarkar A, Loges NT, Slagle CE, Francis R, Dougherty GW, Tamayo JV, Shook B, Cantino M,Schwartz D,
Jahnke C, Olbrich H, Werner C, Raidt J, Pennekamp P, Abouhamed M, Hjeij R,Kéhler G, Griese M, Li Y,
Lemke K, Klena N, Liu X, Gabriel G, Tobita K, Jaspers M, Morgan LC,Shapiro AJ, Letteboer SJ, Mans DA,
Carson JL, Leigh MW, Wolf WE, Chen S, Lucas JS, Onoufriadis A, Plagnol V, Schmidts M, Boldt K;
UK10K, Roepman R, Zariwala MA, Lo CW, Mitchison HM, Knowles MR, Burdine RD, Loturco JJ, Omran
H. DY X1C1 is required for axonemal dynein assembly and ciliary motility. Nat Genet. 45:995-1003. 2013.
(IF 35,2)

Hjeij R, Lindstrand A, Francis R, Zariwala MA, Liu X, Li Y, Damerla R, Dougherty GW, Abouhamed M,
Olbrich H, Loges NT, Pennekamp P, Davis EE, Carvalho CM, Pehlivan D, Werner C, Raidt J, Kéhler G,
Héffner K, Reyes-Mugica M, Lupski JR, Leigh MW, Rosenfeld M, Morgan LC, Knowles MR, Lo CW,



115.

116.

117.

118.

119.

120.

121.

122.

123.

124.

125.

Katsanis N, Omran H. ARMC4 Mutations Cause Primary Ciliary Dyskinesia with Randomization of
Left/Right Body Asymmetry. Am J Hum Genet. 2013,93(2):357-367. (IF 11,2)

Zariwala MA, Gee HY, Kurkowiak M, Al-Mutairi DA, Leigh MW, Hurd TW, Hjeij R, Dell SD, Chaki M,
Dougherty GW, Adan M, Spear PC, Esteve-Rudd J, Loges NT, Rosenfeld M, Diaz KA, Olbrich H, Wolf
WE, Sheridan E, Batten TF, Halbritter J, Porath JD, Kohl S, Lovric S, Hwang DY, Pittman JE, Burns KA,
Ferkol TW, Sagel SD, Olivier KN, Morgan LC, Werner C, Raidt J, Pennekamp P, Sun Z, Zhou W, Airik R,
Natarajan S, Allen SJ, Amirav |, Wieczorek D, Landwehr K, Nielsen K, Schwerk N, Sertic J, Kohler G,
Washburn J, Levy S, Fan S, Koerner-Rettberg C, Amselem S, Williams DS, Mitchell BJ, Drummond IA,
Otto EA, Omran H, Knowles MR, Hildebrandt F. ZMYND10 Is Mutated in Primary Ciliary Dyskinesia and
Interacts with LRRC6. Am J Hum Genet. 2013, 93(2):336-345. (IF 11,2)

Knowles MR, Ostrowski LE, Loges NT, Hurd T, Leigh MW, Huang L, Wolf WE, Carson JL, Hazucha MJ,
Yin W, Davis SD, Dell SD, Ferkol TW, Sagel SD, Olivier KN, Jahnke C, Olbrich H, Werner C, Raidt J,
Wallmeier J, Pennekamp P, Dougherty GW, Hijeij R, Gee HY, Otto EA, Halbritter J, Chaki M, Diaz KA,
Braun DA, Porath JD, Schueler M, Baktai G, Griese M, Turner EH, Lewis AP, Bamshad MJ, Nickerson DA,
Hildebrandt F, Shendure J, Omran H, Zariwala MA. Mutations in SPAG1 Cause Primary Ciliary Dyskinesia
Associated with Defective Outer and Inner Dynein Arms. Am J Hum Genet. 2013 93(4):711-720. (IF 11,2)
Austin-Tse C, Halbritter J, Zariwala MA, Gilberti RM, Gee HY, Hellman N, Pathak N, Liu Y,Panizzi JR,
Patel-King RS, Tritschler D, Bower R, O'Toole E, Porath JD, Hurd TW, Chaki M, Diaz KA, Kohl S, Lovric
S, Hwang DY, Braun DA, Schueler M, Airik R, Otto EA, Leigh MW, Noone PG, Carson JL, Davis SD,
Pittman JE, Ferkol TW, Atkinson JJ, Olivier KN, Sagel SD, Dell SD, Rosenfeld M, Milla CE, Loges NT,
Omran H, Porter ME, King SM, Knowles MR, Drummond IA, Hildebrandt F. Zebrafish Ciliopathy Screen
Plus Human Mutational Analysis Identifies C21orf59 and CCDC65 Defects as Causing Primary Ciliary
Dyskinesia. Am J Hum Genet. 2013; 93(4):672-686. (IF 11,2)

Wallmeier J, Al-Mutairi DA, Chen CT, Loges NT, Pennekamp P, Menchen T, Ma L, Shamseldin HE, Olbrich
H, Dougherty GW, Werner C, Alsabah BH, K&hler G, Jaspers M, Boon M, Griese M, Schmitt-Grohé S,
Zimmermann T, Koerner-Rettberg C, Horak E, Kintner C, Alkuraya FS, Omran H. Mutations in CCNO
result in congenital mucociliary clearance disorder with reduced generation of multiple motile cilia. Nat
Genet. 2014; 46(6):646-51.

Ma L, Quigley I, Omran H, Kintner C. Multicilin drives centriole biogenesis via E2f proteins. Genes Dev.
2014; 1;28(13):1461-71.

Boon M, Wallmeier J, Ma L, Loges NT, Jaspers M, Olbrich H, Dougherty GW, Raidt J, Werner C, Amirav
I, Hevroni A, Abitbul R, Avital A, Soferman R, Wessels M, O'Callaghan C, Chung EM, Rutman A, Hirst
RA, Moya E, Mitchison HM, Van Daele S, De Boeck K, Jorissen M, Kintner C, Cuppens H, Omran H.
MCIDAS mutations result in a mucociliary clearance disorder with reduced generation of multiple motile
cilia. Nat Commun. 2014; 5:4418

Raidt J, Wallmeier J, Hjeij R, Onnebrink JG, Pennekamp P, Loges NT, Olbrich H, H&ffner K, Dougherty
GW, Omran H, Werner C. Ciliary beat pattern and frequency in genetic variants of primary ciliary
dyskinesia. Eur Respir J. 2014;44(6):1579-88.

Hjeij R, Onoufriadis A, Watson CM, Slagle CE, Klena NT, Dougherty GW, Kurkowiak M, Loges NT, Diggle
CP, Morante NF, Gabriel GC, Lemke KL, Li Y, Pennekamp P, Menchen T, Konert F, Marthin JK, Mans DA,
Letteboer SJ, Werner C, Burgoyne T, Westermann C, Rutman A, Carr IM, O'Callaghan C, Moya E, Chung
EM; UK10K Consortium, Sheridan E, Nielsen KG, Roepman R, Bartscherer K, Burdine RD, Lo CW, Omran
H, Mitchison HM. CCDC151 mutations cause primary ciliary dyskinesia by disruption of the outer dynein
arm docking complex formation. Am J Hum Genet. 2014; 95(3):257-74.

Narasimhan V, Hjeij R, Vij S, Loges NT, Wallmeier J, Koerner-Rettberg C, Werner C, Thamilselvam SK,
Boey A, Choksi S, Pennekamp P, Roy S, Omran H. Mutations in CCDC11, Which Encodes a Coiled-coil
Containing Ciliary Protein, Causes situs inversus Due to Dysmotility of Monocilia in the Left-Right
Organizer. Hum Mutat. 2014

Epting D, Slanchev K, Boehlke C, Hoff S, Loges NT, Yasunaga T, Indorf L, Nestel S, Lienkamp SS, Omran
H, Kuehn EW, Ronneberger O, Walz G, Kramer-Zucker A. The Racl regulator ELMO controls basal body
migration and docking in multiciliated cells through interaction with Ezrin. Development. 2015; 142:174-
184,

Werner C, Onnebrink JG, Omran H. Diagnosis and management of primary ciliary dyskinesia. Cilia. 2015;
2. doi: 10.1186/s13630-014-0011-8. eCollection 2015.



126.

127.

128.

129.

130.

131.

132.

133.

134.

135.

136.

137.

Funk MC, Bera AN, Menchen T, Kuales G, Thriene K, Lienkamp SS, Dengjel J, Omran H, Frank M, Arnold
SJ. Cyclin O (Ccno) functions during deuterosome-mediated centriole amplification of multiciliated cells.
EMBO J. 2015 Feb 23. pii: €201490805.

Amirav |, Mussaffi H, Roth Y, Schmidts M, Omran H, Werner C; Israeli PCD Consortium Investigators. A
reach-out system for video microscopy analysis of ciliary motions aiding PCD diagnosis. BMC Res Notes.
2015 Dec;8(1):999. doi: 10.1186/s13104-015-0999-x. Epub 2015 Mar 8.

Frommer A, Hjeij R, Loges NT, Edelbusch C, Jahnke C, Raidt J, Werner C, Wallmeier J, GroRe-Onnebrink
J, Olbrich H, Cindri¢ S, Jaspers M, Boon M, Memari Y, Durbin R, Kolb-Kokocinski A, Sauer S, Marthin JK,
Nielsen KG, Amirav I, Elias N, Eitan K, Shoseyov D, Haeffner K, Omran H. Immunofluorescence Analysis
and Diagnosis of Primary Ciliary Dyskinesia with Radial Spoke Defects. Am J Respir Cell Mol Biol. 2015
Mar 19.

Wheway G, Schmidts M, Mans DA, Szymanska K, Nguyen TM, Racher H, Phelps IG, Toedt G, Kennedy J,
Wunderlich KA, Sorusch N, Abdelhamed ZA, Natarajan S, Herridge W, van Reeuwijk J, Horn N, Boldt K,
Parry DA, Letteboer SJ, Roosing S, Adams M, Bell SM, Bond J, Higgins J, Morrison EE, Tomlinson DC,
Slaats GG, van Dam TJ, Huang L, Kessler K, Giessl A, Logan CV, Boyle EA, Shendure J, Anazi S,
Aldahmesh M, Al Hazzaa S, Hegele RA, Ober C, Frosk P, Mhanni AA, Chodirker BN, Chudley AE, Lamont
R, Bernier FP, Beaulieu CL, Gordon P, Pon RT, Donahue C, Barkovich AJ, Wolf L, Toomes C, Thiel CT,
Boycott KM, McKibbin M, Inglehearn CF; UK10K Consortium; University of Washington Center for
Mendelian Genomics, Stewart F, Omran H, Huynen MA, Sergouniotis PI, Alkuraya FS, Parboosingh JS,
Innes AM, Willoughby CE, Giles RH, Webster AR, Ueffing M, Blacque O, Gleeson JG, Wolfrum U, Beales
PL, Gibson T, Doherty D, Mitchison HM, Roepman R, Johnson CA. An siRNA-based functional genomics
screen for the identification of regulators of ciliogenesis and ciliopathy genes. Nat Cell Biol. 2015
17(8):1074-87.

Raidt J, Werner C, Menchen T, Dougherty GW, Olbrich H, Loges NT, Schmitz R, Pennekamp P, Omran H.
Ciliary function and motor protein composition of human fallopian tubes. Hum Reprod. 2015, 30:2871-2880.
Olbrich H, Cremers C, Loges NT, Werner C, Nielsen KG, Marthin JK, Philipsen M, Wallmeier J, Pennekamp
P, Menchen T, Edelbusch C, Dougherty GW, Schwartz O, Thiele H, Altmuller J, Rommelmann F, Omran
H. Loss-of-Function GAS8 Mutations Cause Primary Ciliary Dyskinesia and Disrupt the Nexin-Dynein
Regulatory Complex. Am J Hum Genet. 2015, 97:546-554.

Werner, C. Titieni, A. Omran, H. Hochfrequenzvideo-mikroskopie zur Diagnostik der primaren zilidren
Dyskinesie. Padiatrische Praxis 2015, 84(4):563-573

Park JH, Hogrebe M, Griineberg M, DuChesne I, von der Heiden AL, Reunert J, Schlingmann KP, Boycott
KM, Beaulieu CL, Mhanni AA, Innes AM, Hortnagel K, Biskup S, Gleixner EM, Kurlemann G, Fiedler B,
Omran H, Rutsch F, Wada Y, Tsiakas K, Santer R, Nebert DW, Rust S, Marquardt T. SLC39A8 Deficiency:
A Disorder of Manganese Transport and Glycosylation. Am J Hum Genet. 2015 Dec 3;97(6):894-903. doi:
10.1016/j.ajhg.2015.11.003.

Werner C, Lablans M, Ataian M, Raidt J, Wallmeier J, GroRe-Onnebrink J, Kuehni CE, Haarman EG, Leigh
MW, Quittner AL, Lucas JS, Hogg C, Witt M, Priftis KN, Yiallouros P, Nielsen KG, Santamaria F, Uckert
F, Omran H. An international registry for primary ciliary dyskinesia. Eur Respir J. 2016 Mar;47(3):849-59.
doi: 10.1183/13993003.00776-2015. Epub 2015 Dec 8.

Grosse-Onnebrink J, Werner C, Loges NT, Hérmann K, Blum A, Schmidt R, Olbrich H, Omran H. Effect
of TH2 cytokines and interferon gamma on beat frequency of human respiratory cilia. Pediatr Res. 2016
May;79(5):731-5

Amirav |, Wallmeier J, Loges NT, Menchen T, Pennekamp P, Mussaffi H, Abitbul R, Avital A, Bentur L,
Dougherty GW, Nael E, Lavie M, Olbrich H, Werner C, Kintner C, Omran H; lIsraeli PCD Consortium
Investigators#. Systematic Analysis of CCNO Variants in a Defined Population: Implications for Clinical
Phenotype and Differential Diagnosis. Hum Mutat. 2016 Apr; 37(4):396-405. doi: 10.1002/humu.22957.
Epub 2016 Feb 4

Dougherty GW, Loges NT, Klinkenbusch JA, Olbrich H, Pennekamp P, Menchen T, Raidt J, Wallmeier J,
Werner C, Westermann C, Ruckert C, Mirra V, Hjeij R, Memari Y, Durbin R, Kolb-Kokocinski A, Praveen
K, Kashef MA, Kashef S, Eghtedari F, Haffner K, Valmari P, Baktai G, Aviram M, Bentur L, Amirav I,
Davis EE, Katsanis N, Brueckner M, Shaposhnykov A, Pigino G, Dworniczak B, Omran H. DNAH11
Localization in the Proximal Region of Respiratory Cilia Defines Distinct Outer Dynein Arm Complexes.
Am J Respir Cell Mol Biol. 2016 Aug;55(2):213-24.



138.

139.

140.

141.

142.

143.

144,

145.

146.

147.

Boldt K, van Reeuwijk J, Lu Q, Koutroumpas K, Nguyen TM, Texier Y, van Beersum SE, Horn N, Willer
JR, Mans DA, Dougherty G, Lamers |1J, Coene KL, Arts HH, Betts MJ, Beyer T, Bolat E, Gloeckner CJ,
Haidari K, Hetterschijt L, laconis D, Jenkins D, Klose F, Knapp B, Latour B, Letteboer SJ, Marcelis CL,
Mitic D, Morleo M, Oud MM, Riemersma M, Rix S, Terhal PA, Toedt G, van Dam TJ, de Vrieze E,
Wissinger Y, Wu KM, Apic G, Beales PL, Blacque OE, Gibson TJ, Huynen MA, Katsanis N, Kremer H,
Omran H, van Wijk E, Wolfrum U, Kepes F, Davis EE, Franco B, Giles RH, Ueffing M, Russell RB,
Roepman R; UK10K Rare Diseases Group. An organelle-specific protein landscape identifies novel diseases
and molecular mechanisms. Nat Commun. 2016 May 13;7:11491. doi: 10.1038/ncomms11491.

Dau C, Fliegauf M, Omran H, Schlensog M, Dahl E, van Roeyen CR, Kriz W, Moeller MJ, Braun GS. The
atypical cadherin Dachsousl localizes to the base of the ciliary apparatus in airway epithelia. Biochem
Biophys Res Commun. 2016 May 13;473(4):1177-84. doi: 10.1016/j.bbrc.2016.04.036. Epub 2016 Apr 10.
Wheway G, Schmidts M, Mans DA, Szymanska K, Nguyen TM, Racher H, Phelps IG, Toedt G, Kennedy J,
Wunderlich KA, Sorusch N, Abdelhamed ZA, Natarajan S, Herridge W, van Reeuwijk J, Horn N, Boldt K,
Parry DA, Letteboer SJ, Roosing S, Adams M, Bell SM, Bond J, Higgins J, Morrison EE, Tomlinson DC,
Slaats GG, van Dam TJ, Huang L, Kessler K, Giessl A, Logan CV, Boyle EA, Shendure J, Anazi S,
Aldahmesh M, Al Hazzaa S, Hegele RA, Ober C, Frosk P, Mhanni AA, Chodirker BN, Chudley AE, Lamont
R, Bernier FP, Beaulieu CL, Gordon P, Pon RT, Donahue C, Barkovich AJ, Wolf L, Toomes C, Thiel CT,
Boycott KM, McKibbin M, Inglehearn CF; UK10K Consortium; University of Washington Center for
Mendelian Genomics, Stewart F, Omran H, Huynen MA, Sergouniotis PI, Alkuraya FS, Parboosingh JS,
Innes AM, Willoughby CE, Giles RH, Webster AR, Ueffing M, Blacque O, Gleeson JG, Wolfrum U, Beales
PL, Gibson T, Doherty D, Mitchison HM, Roepman R, Johnson CA. An siRNA-based functional genomics
screen for the identification of regulators of ciliogenesis and ciliopathy genes. Nat Cell Biol. 2015
Aug;17(8):1074-87.

Kobbernagel HE, Buchvald FF, Haarman EG, Casaulta C, Collins SA, Hogg C, Kuehni CE, Lucas JS,
Omran H, Quittner AL, Werner C, Nielsen KG. Study protocol, rationale and recruitment in a European
multi-centre randomized controlled trial to determine the efficacy and safety of azithromycin maintenance
therapy for 6 months in primary ciliary dyskinesia. BMC Pulm Med. 2016 16:104.

Wallmeier J, Shiratori H, Dougherty GW, Edelbusch C, Hjeij R, Loges NT, Menchen T, Olbrich H,
Pennekamp P, Raidt J, Werner C, Minegishi K, Shinohara K, Asai Y, Takaoka K, Lee C, Griese M, Memari
Y, Durbin R, Kolb-Kokocinski A, Sauer S, Wallingford JB, Hamada H, Omran H. TTC25 Deficiency
Results in Defects of the Outer Dynein Arm Docking Machinery and Primary Ciliary Dyskinesia with Left-
Right Body Asymmetry Randomization. Am J Hum Genet. 2016, 99:460-9.

Abitbul R, Amirav |, Blau H, Alkrinawi S, Aviram M, Shoseyov D, Bentur L, Avital A, Springer C, Lavie
M, Prais D, Dabbah H, Elias N, Elizur A, Goldberg S, Hevroni A, Kerem E, Luder A, Roth Y, Cohen-
Cymberknoh M, Ben Ami M, Mandelberg A, Livnat G, Picard E, Rivlin J, Rotschild M, Soferman R, Loges
NT, Olbrich H, Werner C, Wolter A, Herting M, Wallmeier J, Raidt J, Omran H, Mussaffi H. Primary ciliary
dyskinesia in Israel: Prevalence, clinical features, current diagnosis and management practices. Respir Med.
2016, 119:41-47.

Amirav |, Roduta Roberts M, Mussaffi H, Mandelberg A, Roth Y, Abitbul R, Luder A, Blau H, Alkrinawi S,
Aviram M, Ben-Ami M, Rotschild M, Bentur L, Shoseyov D, Cohen-Cymberknoh M, Kerem E, Avital A,
Springer C, Hevroni A, Dabbah H, Elizur A, Picard E, Goldberg S, Rivlin J, Livnat G, Lavie M, Alias N,
Soferman R, Olbrich H, Raidt J, Wallmeier J, Werner C, Loges NT, Omran H. Collecting clinical data in
primary ciliary dyskinesia- challenges and opportunities. FL000Res. 2016, 5:2031.

Fuchs S, Kaiser-Labusch P, Bank J, Ammann S, Kolb-Kokocinski A, Edelbusch C, Omran H, Ehl S.
Tyrosine kinase 2 is not limiting human antiviral type 111 interferon responses. Eur J Immunol. 2016, 46:2639-
2649.

Lucas JS, Barbato A, Collins SA, Goutaki M, Behan L, Caudri D, Dell S, Eber E, Escudier E, Hirst RA,
Hogg C, Jorissen M, Latzin P, Legendre M, Leigh MW, Midulla F, Nielsen KG, Omran H, Papon JF,
Pohunek P, Redfern B, Rigau D, Rindlisbacher B, Santamaria F, Shoemark A, Snijders D, Tonia T, Titieni
A, Walker WT, Werner C, Bush A, Kuehni CE. European Respiratory Society guidelines for the diagnosis
of primary ciliary dyskinesia. Eur Respir J. 2017, 4; 49.

Paff T, Loges NT, Aprea I, Wu K, Bakey Z, Haarman EG, Daniels JM, Sistermans EA, Bogunovic N,
Dougherty GW, Hdben IM, GrolRe-Onnebrink J, Matter A, Olbrich H, Werner C, Pals G, Schmidts M,



148.

149.

150.

151.

152.

153.

154.

155.

156.

157.

158.

159.

160.

Omran H, Micha D. Mutations in PIH1D3 Cause X-Linked Primary Ciliary Dyskinesia with Outer and Inner
Dynein Arm Defects. Am J Hum Genet. 2017, 100:160-168.

Goutaki M, Maurer E, Halbeisen FS, Amirav |, Barbato A, Behan L, Boon M, Casaulta C, Clement A,
Crowley S, Haarman E, Hogg C, Karadag B, Koerner-Rettberg C, Leigh MW, Loebinger MR, Mazurek H,
Morgan L, Nielsen KG, Omran H, Schwerk N, Scigliano S, Werner C, Yiallouros P, Zivkovic Z, Lucas JS,
Kuehni CE; PCD Italian Consortium.; Swiss PCD Group.; French Reference Centre for Rare Lung Diseases.;
Genetic Disorders of Mucociliary Clearance Consortium. The international primary ciliary dyskinesia cohort
(iPCD Cohort): methods and first results. Eur Respir J. 2017, 49

Kyriacou K, Yiallouros PK, Kouis P, Papatheodorou SI, Omran H. Better experimental screening and
treatment for primary ciliary dyskinesia: The FP7 BESTCILIA project. Ultrastruct Pathol. 2017 41:110-112.
Emiralioglu N, Wallmeier J, Olbrich H, Omran H, Ozcelik U. DYNC2H1 Mutation Causes Jeune Syndrome
and Recurrent Lung Infections Associated with Ciliopathy. Clin Respir J. 2017, 12:1017-1020.

Edelbusch C, Cindri¢ S, Dougherty GW, Loges NT, Olbrich H, Rivlin J, Wallmeier J, Pennekamp P, Amirav
I, Omran H. Mutation of serine/threonine protein kinase 36 (STK36) causes primary ciliary dyskinesia with
a central pair defect. Hum Mutat. 2017, 38:964-969.

Sigg MA, Menchen T, Lee C, Johnson J, Jungnickel MK, Choksi SP, Garcia G 3rd, Busengdal H, Dougherty
GW, Pennekamp P, Werner C, Rentzsch F, Florman HM, Krogan N, Wallingford JB, Omran H, Reiter JF.
Evolutionary Proteomics Uncovers Ancient Associations of Cilia with Signaling Pathways. Dev Cell. 2017,
43:744-762.

Kdnig J, Kranz B, Kénig S, Schlingmann KP, Titieni A, Tonshoff B, Habbig S, Pape L, Héaffner K, Hansen
M, Bischer A, Bald M, Billing H, Schild R, Walden U, Hampel T, Staude H, Riedl M, Gretz N, Lablans M,
Bergmann C, Hildebrandt F, Omran H, Konrad M; Gesellschaft fur Padiatrische Nephrologie (GPN).
Phenotypic Spectrum of Children with Nephronophthisis and Related Ciliopathies. Clin J Am Soc Nephrol.
2017, 12:1974-1983.

Lucas JS, Evans HJ, Haarman EG, Hirst RA, Hogg C, Jackson CL, Nielsen KG, Omran H, Papon JF,
Robinson P, Shoemark A, Walker WT. Exploring the Art of Ciliary Beating: The Benefits of High-Speed
Video Analysis. Chest. 2017, 152:1348-1349.

Pol A, Renkema GH, Tangerman A, Winkel EG, Engelke UF, de Brouwer APM, Lloyd KC, Araiza RS, van
den Heuvel L, Omran H, Olbrich H, Oude Elberink M, Gilissen C, Rodenburg RJ, Sass JO, Schwab KO,
Schéfer H, Venselaar H, Sequeira JS, Op den Camp HIM, Wevers RA. Mutations in SELENBP1, encoding
a novel human methanethiol oxidase, cause extraoral halitosis. Nat Genet. 2018, 50:120-129.

Potratz J, Ahlmann M, Réssig C, Omran H, Masjosthusmann K. Successful Extracorporeal Life Support in
a Pediatric Hematopoietic Stem Cell Transplant Recipient With Periengraftment Respiratory Failure. J
Pediatr Hematol Oncol. 2018, 40:e256-e259.

Schaefer C, Mallela N, Seggewil3 J, Lechtape B, Omran H, Dirksen U, Korsching E, Potratz J. Target
discovery screens using pooled shRNA libraries and next-generation sequencing: A model workflow and
analytical algorithm. PLoS One. 2018, 13(1):e0191570. doi: 10.1371/journal.pone.0191570. eCollection
2018.

Hoben IM, Hjeij R, Olbrich H, Dougherty GW, Nothe-Menchen T, Aprea I, Frank D, Pennekamp P,
Dworniczak B, Wallmeier J, Raidt J, Nielsen KG, Philipsen MC, Santamaria F, Venditto L, Amirav |,
Mussaffi H, Prenzel F, Wu K, Bakey Z, Schmidts M, Loges NT, Omran H. Mutations in C110rf70 Cause
Primary Ciliary Dyskinesia with Randomization of Left/Right Body Asymmetry Due to Defects of Outer and
Inner Dynein Arms. Am J Hum Genet. 2018, 102:973-984.

Halbeisen FS, Goutaki M, Spycher BD, Amirav I, Behan L, Boon M, Hogg C, Casaulta C, Crowley S,
Haarman EG, Karadag B, Koerner-Rettberg C, Loebinger MR, Mazurek H, Morgan L, Nielsen KG, Omran
H, Santamaria F, Schwerk N, Thouvenin G, Yiallouros P, Lucas JS, Latzin P, Kuehni CE. Lung function in
patients with primary ciliary dyskinesia: an iPCD Cohort study. Eur Respir J. 2018 Aug 23;52(2). pii:
1801040. doi: 10.1183/13993003.01040-2018. Print 2018 Aug.

Ta-Shma A, Hjeij R, Perles Z, Dougherty GW, Abu Zahira I, Letteboer SJF, Antony D, Darwish A, Mans
DA, Spittler S, Edelbusch C, Cindri¢ S, Nothe-Menchen T, Olbrich H, Stuhlmann F, Aprea |, Pennekamp P,
Loges NT, Breuer O, Shaag A, Rein AJJT, Gulec EY, Gezdirici A, Abitbul R, Elias N, Amirav |, Schmidts
M, Roepman R, Elpeleg O, Omran H. Homozygous loss-of-function mutations in MNS1 cause laterality
defects and likely male infertility. PLoS Genet. 2018, 14(8):e1007602.



161. Radine A, Werner C, Raidt J, Dougherty GW, Kerschke L, Omran H, Grosse-Onnebrink J. Comparison of
Nocturnal Cough Analysis in Healthy Subjects and in Patients with Cystic Fibrosis and Primary Ciliary
Dyskinesia: A Prospective Observational Study. Respiration. 2019;97(1):60-69. Epub 2018 Nov 8

162. Loges NT, Antony D, Maver A, Deardorff MA, Gile¢ EY, Gezdirici A, Néthe-Menchen T, Hében IM, Jelten
L, Frank D, Werner C, Tebbe J, Wu K, Goldmuntz E, Cuturilo G, Krock B, Ritter A, Hjeij R, Bakey Z,
Pennekamp P, Dworniczak B, Brunner H, Peterlin B, Tanidir C, Olbrich H, Omran H, Schmidts M.
Recessive DNAH9 Loss-of-Function Mutations Cause Laterality Defects and Subtle Respiratory Ciliary-
Beating Defects. Am J Hum Genet. 2018 Dec 6;103(6):995-1008. doi: 10.1016/j.ajhg.2018.10.020. Epub
2018 Nov 21.

163. Pringsheim M, Mitter D, Schrdder S, Warthemann R, Plimacher K, Kluger G, Baethmann M, Bast T, Braun
S, Buttel HM, Conover E, Courage C, Datta AN, Eger A, Grebe TA, Hasse-Wittmer A, Heruth M, Hoft K|
Kaindl AM, Karch S, Kautzky T, Korenke GC, Kruse B, Lutz RE, Omran H, Patzer S, Philippi H, Ramsey
K, Rating T, Rie A, Schimmel M, Westman R, Zech FM, Zirn B, Ulmke PA, Sokpor G, Tuoc T, Leha A,
Staudt M, Brockmann K. Structural brain anomalies in patients with FOXG1 syndrome and in Foxgl+/-
mice. Ann Clin Transl Neurol. 2019 Mar 3;6(4):655-668.

164. Burkhalter MD, Sridhar A, Sampaio P, Jacinto R, Burczyk MS, Donow C, Angenendt M, Investigators
CNFCHD, Hempel M, Walther P, Pennekamp P, Omran H, Lopes SS, Ware SM, Philipp M. Imbalanced
mitochondrial function provokes heterotaxy via aberrant ciliogenesis. J Clin Invest. 2019 May 16;
129(7):2841-2855.

165. van Dam TJP, Kennedy J, van der Lee R, de Vrieze E, Wunderlich KA, Rix S, Dougherty GW, Lambacher
NJ, Li C, Jensen VL, Leroux MR, Hjeij R, Horn N, Texier Y, Wissinger Y, van Reeuwijk J, Wheway G,
Knapp B, Scheel JF, Franco B, Mans DA, van Wijk E, Képés F, Slaats GG, Toedt G, Kremer H, Omran H,
Szymanska K, Koutroumpas K, Ueffing M, Nguyen TT, Letteboer SJF, Oud MM, van Beersum SEC,
Schmidts M, Beales PL, Lu Q, Giles RH, Szklarczyk R, Russell RB, Gibson TJ, Johnson CA, Blacque OE,
Wolfrum U, Boldt K, Roepman R, Hernandez-Hernandez V, Huynen MA. CiliaCarta: An integrated and
validated compendium of ciliary genes. PLoS One. 2019 May 16;14(5):e0216705. doi:
10.1371/journal.pone.0216705. eCollection 2019.

166. Olm MAK, Marson FAL, Athanazio RA, Nakagawa NK, Macchione M, Loges NT, Omran H, Rached Sz,
Bertuzzo CS, Stelmach R, Saldiva PHN, Ribeiro JD, Jones MH, Mauad T. Severe pulmonary disease in an
adult primary ciliary dyskinesia population in Brazil. Sci Rep. 2019 Jun 18;9(1):8693.

167. Roden L, Gorlich D, Omran H, Peters G, GroRe-Onnebrink J, Kahl BC. A retrospective analysis of the
pathogens in the airways of patients with primary ciliary dyskinesia. Respir Med. 2019 Sep;156:69-77.

168. Kouis P, Goutaki M, Halbeisen FS, Gioti I, Middleton N, Amirav I; Israeli PCD Consortium, Barbato A,
Italian PCD Consortium, Behan L, Boon M, Emiralioglu N, Haarman EG, Karadag B, Koerner-Rettberg C,
Lazor R; Swiss PCD Group, Loebinger MR, Maitre B; French Reference Centre for Rare Lung Diseases,
Mazurek H, Morgan L, Nielsen KG, Omran H, Ozcelik U, Price M, Pogorzelski A, Snijders D; PCD Italian
Consortium, Thouvenin G; French Reference Centre for Rare Lung Diseases, Werner C, Zivkovic Z, Kuehni
CE, Yiallouros PK. Prevalence and course of disease after lung resection in primary ciliary dyskinesia: a
cohort & nested case-control study. Respir Res. 2019 Sep 18;20(1):212.

169. Cindri¢ S, Dougherty GW, Olbrich H, Hjeij R, Loges NT, Amirav I, Philipsen MC, Marthin JK, Nielsen KG,
Sutharsan S, Raidt J, Werner C, Pennekamp P, Dworniczak B, Omran H. SPEF2- and HYDIN-mutant Cilia
Lack the Central Pair Associated Protein SPEF2 Aiding PCD Diagnostics. Am J Respir Cell Mol Biol. 2019
Sep 23. doi: 10.1165/rcmb.2019-00860C. [Epub ahead of print]

170. Grosse-Onnebrink J, Rudloff J, Kessler C, Werner C, Dougherty GW, Kerschke L, Kahl BC, Omran H.
Acinetobacter baumannii Is a Risk Factor for Lower Respiratory Tract Infections in Children and Adolescents
With a Tracheostom. Pediatr Infect Dis J. 2019 Oct;38(10):1005-1009.

171.Lucas JS, Davis SD, Omran H, Shoemark A. Primary ciliary dyskinesia in the genomics age. Lancet Respir
Med. 2020 Feb;8(2):202-216

172. Wallmeier J, Frank D, Shoemark A, N6the-Menchen T, Cindric S, Olbrich H, Loges NT, Aprea |, Dougherty
GW, Pennekamp P, Kaiser T, Mitchison HM, Hogg C, Carr SB, Zariwala MA, Ferkol T, Leigh MW, Davis
SD, Atkinson J, Dutcher SK, Knowles MR, Thiele H, Altmiller J, Krenz H, Woste M, Brentrup A, Ahrens
F, Vogelberg C, Morris-Rosendahl DJ, Omran H. De Novo Mutations in FOXJ1 Result in a Motile
Ciliopathy with Hydrocephalus and Randomization of Left/Right Body Asymmetry. Am J Hum Genet. 2019
Nov 7;105(5):1030-1039. doi: 10.1016/j.ajhg.2019.09.022. Epub 2019 Oct 17.



173.

174.

175.

176.

177.

178.

179.

180.

181.

182.

183.

184.

185.

186.

Shapiro AJ, Leigh MW, Omran H, Lavergne V, Knowles MR Errors in Methodology Affect Diagnostic
Accuracy of High-Speed Videomicroscopy Analysis in Primary Ciliary Dyskinesia. Chest. 2019
Nov;156(5):1032-1033. doi: 10.1016/j.chest.2019.06.021.

No6the-Menchen T, Wallmeier J, Pennekamp P, Hében IM, Olbrich H, Loges NT, Raidt J, Dougherty GW,
Hjeij R, Dworniczak B, Omran H. Randomization of Left-right Asymmetry and Congenital Heart Defects:
The Role of DNAH5 in Humans and Mice. Circ Genom Precis Med. 2019 Oct 22. doi:
10.1161/CIRCGEN.119.002686.

Chivukula RR, Montoro DT, Leung HM, Yang J, Shamseldin HE, Taylor MS, Dougherty GW, Zariwala
MA, Carson J, Daniels MLA, Sears PR, Black KE, Hariri LP, Almogarri I, Frenkel EM, Vinarsky V, Omran
H, Knowles MR, Tearney GJ, Alkuraya FS, Sabatini DM. A human ciliopathy reveals essential functions for
NEKZ10 in airway mucociliary clearance. Nat Med. 2020 Feb;26(2):244-251

Shoemark A, Boon M, Brochhausen C, Bukowy-Bieryllo Z, De Santi MM, Goggin P, Griffin P, Hegele RG,
Hirst RA, Leigh MW, Lupton A, MacKenney K, Omran H, Pache JC, Pinto A, Reinholt FP, Schroeder J,
Yiallouros P, Escudier E; representing the BEAT-PCD Network Guideline Development Group.
International consensus guideline for reporting transmission electron microscopy results in the diagnosis of
primary ciliary dyskinesia (BEAT PCD TEM Criteria). Eur Respir J. 2020 Apr 16;55(4):1900725. doi:
10.1183/13993003.00725-2019

Schwierzeck V, Konig JC, Kihn J, Mellmann A, Correa-Martinez CL, Omran H, Konrad M, Kaiser T,
Kampmeier S. First reported nosocomial outbreak of severe acute respiratory syndrome coronavirus 2
(SARS-CoV-2) in a pediatric dialysis unit. Clin Infect Dis. 2020 Apr 27:ciaa491. doi: 10.1093/cid/ciaa491.
Kobbernagel HE, Buchvald FF, Haarman EG, Casaulta C, Collins SA, Hogg C, Kuehni CE, Lucas JS, Moser
CE, Quittner AL, Raidt J, Rosthgj S, Sgrensen AL, Thomsen K, Werner C, Omran H, Nielsen KG. Efficacy
and safety of azithromycin maintenance therapy in primary ciliary dyskinesia (BESTCILIA): a multicentre,
double-blind, randomised, placebo-controlled phase 3 trial. Lancet Respir Med. 2020 May;8(5):493-505.
Ardura-Garcia C, Goutaki M, Carr SB, Crowley S, Halbeisen FS, Nielsen KG, Pennekamp P, Raidt J,
Thouvenin G, Yiallouros PK, Omran H, Kuehni CE. Registries and collaborative studies for primary ciliary
dyskinesia in Europe. ERJ Open Res. 2020 May 26;6(2):00005-2020

Schoning L, Loges NT, Nitschke Y, Hoben IM, Ropke A, Crisponi L, Omran H, Rutsch F, Buers I. Stem
Generation of induced pluripotent stem cell lines from a Crisponi/Cold induced sweating syndrome type 1
individual. Cell Res. 2020 Jul;46:101820

Buers I, Schoning L, Tomas Loges N, Nitschke Y, Hoben IM, Ropke A, Crisponi L, Omran H, Rutsch F.
Crisponi syndrome/cold-induced sweating syndrome type 2: Reprogramming of CS/CISS2 individual
derived fibroblasts into three clones of one iPSC line. Stem Cell Res. 2020 Jul;46:101855.

Ramani A, Miller L, Ostermann PN, Gabriel E, Abida-Islam P, Miller-Schiffmann A, Mariappan A,
Goureau O, Gruell H, Walker A, Andrée M, Hauka S, Houwaart T, Dilthey A, Wohlgemuth K, Omran H,
Klein F, Wieczorek D, Adams O, Timm J, Korth C, Schaal H, Gopalakrishnan J. SARS-CoV-2 targets
neurons of 3D human brain organoids. J. EMBO J. 2020 Oct 15;39(20):e106230. doi:
10.15252/embj.2020106230. Epub 2020 Sep 23. PMID: 32876341

Wallmeier J, Nielsen KG, Kuehni CE, Lucas JS, Leigh MW, Zariwala MA, Omran H. Motile ciliopathies.
Nat Rev Dis Primers. 2020 Sep 17;6(1):77. doi: 10.1038/s41572-020-0209-6. PMID: 32943623

Crowley S, Azevedo I, Boon M, Bush A, Eber E, Haarman E, Karadag B, Kétz K, Leigh M, Moreno-Galdd
A, Mussaffi H, Nielsen KG, Omran H, Papon JF, Pohunek P, Priftis K, Rindlisbacher B, Santamaria F,
Valiulis A, Witt M, Yiallouros P, Zivkovic Z, Kuehni CE, Lucas JS. Access to medicines for rare diseases:
beating the drum for primary ciliary dyskinesia. ERJ Open Res. 2020 Sep 14;6(3):00377-2020. doi:
10.1183/23120541.00377-2020. eCollection 2020 Jul. PMID: 32964005

Abdelhamed Z, Lukacs M, Cindric S, Ali S, Omran H, Stottmann RW. A novel hypomorphic allele of
Spagl7 causes primary ciliary dyskinesia phenotypes in mice. Dis Model Mech. 2020 Oct
30;13(10):dmm045344. doi: 10.1242/dmm.045344. PMID: 32988999

Epting D, Senaratne LDS, Ott E, Holmgren A, Sumathipala D, Larsen SM, Wallmeier J, Bracht D, Frikstad
KM, Crowley S, Sikiric A, Bargy T, Kdsmann-Kellner B, Decker E, Decker C, Bachmann N, Patzke S,
Phelps IG, Katsanis N, Giles R, Schmidts M, Zucknick M, Lienkamp SS, Omran H, Davis EE, Doherty D,
Stremme P, Frengen E, Bergmann C, Misceo D. Loss of CBY1 results in a ciliopathy characterized by
features of Joubert syndrome. Hum Mutat. 2020 Dec;41(12):2179-2194.



187. Dougherty GW, Mizuno K, N&the-Menchen T, Ikawa Y, Boldt K, Ta-Shma A, Aprea I, Minegishi K, Pang
YP, Pennekamp P, Loges NT, Raidt J, Hjeij R, Wallmeier J, Mussaffi H, Perles Z, Elpeleg O, Rabert F,
Shiratori H, Letteboer SJ, Horn N, Young S, Strinker T, Stumme F, Werner C, Olbrich H, Takaoka K, Ide
T, Twan WK, Biebach L, GroBe-Onnebrink J, Klinkenbusch JA, Praveen K, Bracht DC, Hében IM, Junger
K, Giitzlaff J, Cindri¢ S, Aviram M, Kaiser T, Memari Y, Dzeja PP, Dworniczak B, Ueffing M, Roepman R,
Bartscherer K, Katsanis N, Davis EE, Amirav |, Hamada H, Omran H. CFAP45 deficiency causes situs
abnormalities and asthenospermia by disrupting an axonemal adenine nucleotide homeostasis module. Nat
Commun. 2020 Nov 2;11(1):5520..

188.Aprea |, Nothe-Menchen T, Dougherty GW, Raidt J, Loges NT, Kaiser T, Wallmeier J, Olbrich H, Striinker
T, Kliesch S, Pennekamp P, Omran H. Motility of efferent duct cilia aids passage of sperm cells through the
male reproductive system.Mol Hum Reprod. 2021 Feb 27;27(3):gaab009. doi: 10.1093/molehr/gaab009.

189.Aprea I, Raidt J, Hoben IM, Loges NT, N&the-Menchen T, Pennekamp P, Olbrich H, Kaiser T, Biebach L,
Tittelmann F, Horvath J, Schubert M, Krallmann C, Kliesch S, Omran H. Defects in the cytoplasmic
assembly of axonemal dynein arms cause morphological abnormalities and dysmotility in sperm cells leading
to male infertility. PLoS Genet. 2021 Feb 26;17(2):e1009306. doi: 10.1371/journal.pgen.1009306.
eCollection 2021 Feb.

190.Vavassori S, Chou J, Faletti LE, Haunerdinger V, Opitz L, Joset P, Fraser CJ, Prader S, Gao X, Schuch LA,
Wagner M, Hoefele J, Maccari ME, Zhu Y, Elakis G, Gabbett MT, Forstner M, Omran H, Kaiser T, Kessler
C, Olbrich H, Frosk P, Almutairi A, Platt CD, Elkins M, Weeks S, Rubin T, Planas R, Marchetti T, Koovely
D, Kldmbt V, Soliman NA, von Hardenberg S, Klemann C, Baumann U, Lenz D, Klein-Franke A,
Schwemmle M, Huber M, Sturm E, Hartleif S, Haffner K, Gimpel C, Brotschi B, Laube G, Gungér T, Buckley
MF, Kottke R, Staufner C, Hildebrandt F, Reu-Hofer S, Moll S, Weber A, Kaur H, Ehl S, Hiller S, Geha R,
Roscioli T, Griese M, Schmid JP. Multisystem Inflammation and Susceptibility to Viral infections in Human
ZNFX1 Deficiency J Allergy Clin Immunol. 2021 Aug;148(2):381-393.

191.Potratz JC, Guddorf S, Ahlmann M, Tekaat M, Rossig C, Omran H, Masjosthusmann K, Groll AH.
Extracorporeal Membrane Oxygenation in Children With Cancer or Hematopoietic Cell Transplantation:
Single-Center Experience in 20 Consecutive Patients. Front Oncol. 2021 Apr 27;11:664928.

192.Schaaf J, Chalmers J, Omran H, Pennekamp P, Sitbon O, Wagner TOF, Reis A, Kadioglu D, Storf H. The
Registry Data Warehouse in the European Reference Network for Rare Respiratory Diseases - Background,
Conception and Implementation. Stud Health Technol Inform, 2021 May 24;278:41-48.

193.Wallmeier J, Bracht D, Alsaif HS, Dougherty GW, Olbrich H, Cindric S, Dzietko M, Heyer C, Teig N, Thiels
C, Fageih E, Al-Hashim A, Khan S, Mogarri I, Almannai M, Al Otaibi W, Alkuraya FS, Koerner-Rettberg C,
Omran H. Mutations in TP73 cause impaired mucociliary clearance and lissencephaly. Am J Hum Genet.
2021 Jul 1;108(7):1318-1329.

194.Potratz JC, Guddorf S, Ahlmann M, Tekaat M, Rossig C, Omran H, Masjosthusmann K, Groll AH.
Extracorporeal Membrane Oxygenation in Children With Cancer or Hematopoietic Cell Transplantation:
Single-Center Experience in 20 Consecutive Patients. Front Oncol. 2021 Apr 27;11:664928. doi:
10.3389/fonc.2021.664928. eCollection 2021.

195.Schaaf J, Chalmers J, Omran H, Pennekamp P, Sitbon O, Wagner TOF, Reis A, Kadioglu D, Storf H. The
Registry Data Warehouse in the European Reference Network for Rare Respiratory Diseases - Background,
Conception and Implementation.Stud Health Technol Inform. 2021 May 24;278:41-48.

196.Marthin JK, Lucas JS, Boon M, Casaulta C, Crowley S, Destouches DMS, Eber E, Escribano A, Haarman E,
Hogg C, Maitre B, Marsh G, Martinu V, Moreno-Galdé A, Mussaffi H, Omran H, Pohunek P, Rindlisbacher
B, Robinson P, Snijders D, Walker WT, Yiallouros P, Johansen HK, Nielsen KG. International BEAT-PCD
consensus statement for infection prevention and control for primary ciliary dyskinesia in collaboration with
ERN-LUNG PCD Core Network and patient representatives. ERJ Open Res. 2021 Aug 2;7(3):00301-2021.

197.Paff T, Omran H, Nielsen KG, Haarman EG. Current and Future Treatments in Primary Ciliary Dyskinesia.
Int J Mol Sci. 2021 Sep 11;22(18):9834. doi: 10.3390/ijms22189834.

198.Braschi B, Omran H, Witman GB, Pazour GJ, Pfister KK, Bruford EA, King SM. Consensus nomenclature
for dyneins and associated assembly factors. J Cell Biol. 2022 Feb 7;221(2):€202109014. doi:
10.1083/jch.202109014. Epub 2022 Jan 10.

199.Raidt J, Krenz H, Tebbe J, GroRe-Onnebrink J, Olbrich H, Loges NT, Biebach L, Schmalstieg C, KeBler C,
Wallmeier J, Dworniczak B, Pennekamp P, Dugas M, Werner C, Omran H. Limitations of Nasal Nitric Oxide



Measurement for Diagnosis of Primary Ciliary Dyskinesia with Normal Ultrastructure. Ann Am Thorac Soc.
2022 Feb 24. doi: 10.1513/AnnalsATS.202106-7280C. Online ahead of print.

200.Roehmel JF, Doerfler FJ, Koerner-Rettberg C, Brinkmann F, Schlegtendal A, Wetzke M, Rudolf I, Helms S,
GrofRe-Onnebrink J, Yu Y, Nuesslein T, Wojsyk-Banaszak I, Becker S, Eickmeier O, Sommerburg O, Omran
H, Stahl M, Mall MA. Comparison of the Lung Clearance Index in Preschool Children With Primary Ciliary
Dyskinesia and  Cystic  Fibrosis.  Chest. 2022 Mar  7:50012-3692(22)00421-4.  doi:
10.1016/j.chest.2022.02.052. Online ahead of print.

201.Wallmeier J, Dallmayer M, Omran H. The role of cilia for hydrocephalus formation. Am J Med Genet C
Semin Med Genet. 2022 Mar;190(1):47-56. doi: 10.1002/ajmg.c.31972.

202.Morleo M, Vieira HLA, Pennekamp P, Palma A, Bento-Lopes L, Omran H, Lopes SS, Barral DC, Franco B.
Crosstalk between cilia and autophagy: implication for human diseases. Autophagy. 2022 May 25:1-20.

203.Schaaf J, Zieschank A, Goebel J, Wagner TOF, Pennekamp P, Omran H, Storf H. The ERN-LUNG
Population Registry: Aims, Software-Implementation and First Results. Stud Health Technol Inform. 2022,
295:55-58.

204.Ebrahimi-Fakhari D, Kehl HG, Omran H. Cardiol Young. Amiodarone-sirolimus interaction in a neonate
with tuberous sclerosis complex. 2022 Jul 28:1-2. doi: 10.1017/S1047951122002372.

205.Raidt J, Maitre B, Pennekamp P, Altenburg J, Anagnostopoulou P, Armengot M, Bloemsma LD, Boon M,
Borrelli M, Brinkmann F, Carr SB, Carroll MP, Castillo-Corullén S, Coste A, Cutrera R, Dehlink E,
Destouches DMS, Di Cicco ME, Dixon L, Emiralioglu N, Erdem Eralp E, Haarman EG, Hogg C, Karadag B,
Kobbernagel HE, Lorent N, Mall MA, Marthin JK, Martinu V, Narayanan M, Ozcelik U, Peckham D, Pifferi
M, Pohunek P, Polverino E, Range S, Ringshausen FC, Robson E, Roehmel J, Rovira-Amigo S, Santamaria
F, Schlegtendal A, Szépfalusi Z, Tempels P, Thouvenin G, Ullmann N, Walker WT, Wetzke M, Yiallouros
P, Omran H, Nielsen KG. The disease-specific clinical trial network for primary ciliary dyskinesia: PCD-
CTN. ERJ Open Res. 2022 Aug 15;8(3):00139-2022. doi: 10.1183/23120541.00139-2022. eCollection 2022
Jul. PMID: 35983540

206.Biebach L, Cindri¢ S, Koenig J, Aprea I, Dougherty GW, Raidt J, Bracht D, Ruppel R, Schreiber J, Hjeij R,
Olbrich H, Omran H. Recessive Mutations in CFAP74 Cause Primary Ciliary Dyskinesia with Normal
Ciliary Ultrastructure. Am J Respir Cell Mol Biol. 2022 Sep;67(3):409-413. doi: 10.1165/rcmb.2022-0032LE.
PMID: 36047773

207.Al-Mutairi DA, Alsabah BH, Alkhaledi BA, Pennekamp P, Omran H. Identification of a novel founder
variant in DNAI2 cause primary ciliary dyskinesia in five consanguineous families derived from a single tribe
descendant of Arabian Peninsula. Front Genet. 2022 Oct 10;13:1017280. doi: 10.3389/fgene.2022.1017280.
eCollection 2022. PMID: 3630354

208.Hjeij R, Aprea I, Poeta M, Noéthe-Menchen T, Bracht D, Raidt J, Honecker Bl, Dougherty GW, Olbrich H,
Schwartz O, Keller U, Nusse H, Diderich KEM, Vogelberg C, Santamaria F, Omran H. Pathogenic variants
in CLXN encoding the outer dynein arm docking-associated calcium-binding protein calaxin cause primary
ciliary dyskinesia. Genet Med. 2023 May;25(5):100798. doi: 10.1016/j.gim.2023.100798. Epub 2023 Jan 31.
PMID: 36727596

209.Leslie JS, Hjeij R, Vivante A, Bearce EA, Dyer L, Wang J, Rawlins L, Kennedy J, Ubeyratna N, Fasham J,
Irons ZH, Craig SB, Koenig J, George S, Pode-Shakked B, Bolkier Y, Barel O, Mane S, Frederiksen KK,
Wenger O, Scott E, Cross HE, Lorentzen E, Norris DP, Anikster Y, Omran H, Grimes DT, Crosby AH, Baple
EL. Biallelic DAW1 variants cause a motile ciliopathy characterized by laterality defects and subtle ciliary
beating abnormalities. Genet Med. 2022 Nov;24(11):2249-2261. doi: 10.1016/j.gim.2022.07.019. Epub 2022
Sep 8. PMID: 36074124

210.Aprea I, Wilken A, Krallmann C, Néthe-Menchen T, Olbrich H, Loges NT, Dougherty GW, Bracht D,
Brenker C, Kliesch S, Strinker T, Tuttelmann F, Raidt J, Omran H. Pathogenic gene variants in CCDC39,
CCDC40, RSPH1, RSPH9, HYDIN, and SPEF2 cause defects of sperm flagella composition and male
infertility. Front Genet. 2023 Feb 17;14:1117821. doi: 10.3389/fgene.2023.1117821. eCollection 2023.
PMID: 36873931

211.Seidl C, Da Silva F, Zhang K, Wohlgemuth K, Omran H, Niehrs C. Mucociliary Wnt signaling promotes
cilia biogenesis and beating. Nat Commun. 2023 Mar 6;14(1):1259. doi: 10.1038/s41467-023-36743-2.
PMID: 36878953.

212.Raidt J, Loges NT, Olbrich H, Wallmeier J, Pennekamp P, Omran H. Primary ciliary dyskinesia. Presse Med.
2023 Jul 27;52(3):104171. PMID: 37516247



213.Busch AS, Paturlanne JM, Neuhaus N, Wistuba J, Schlatt S, Juul A, Omran H. Male minipuberty in human
and non-human primates: planting the seeds of future fertility. Reproduction. 2023 Sep 4;166(4):R63-R72.
doi: 10.1530/REP-23-0036. PMID: 37606226

214.Schramm A, Raidt J, Gross A, Béhmer M, Beule AG, Omran H. Molecular defects in primary ciliary
dyskinesia are associated with agenesis of the frontal and sphenoid paranasal sinuses and chronic
rhinosinusitis. Front Mol Biosci. 2023 Oct 3;10:1258374. doi: 10.3389/fmolb.2023.1258374. eCollection
2023. PMID: 37860582

215.Al-Mutairi DA, Alsabah BH, Pennekamp P, Omran H. Mapping the Most Common Founder Variant in
RSPH9 That Causes Primary Ciliary Dyskinesia in Multiple Consanguineous Families of Bedouin Arabs. J
Clin Med. 2023 Oct 13;12(20):6505. doi: 10.3390/jcm12206505. PMID: 37892643.

216.Bonnekoh LM, Fellmeth R, Diibbers A, Oesingmann-Weirich S, Fernholz J, Omran H, Romer G. Z [Case
Report of a 14-Year-Old Girl with Addison's Disease Under Initial Presumptive Diagnosis of Anorexia
Nervosa: Confusingly Similar and Yet so Different?] Kinder Jugendpsychiatr Psychother. 2024 Jan 15. doi:
10.1024/1422-4917/a000964. PMID: 38221850

217.Dougherty GW, Ostrowski LE, Nothe-Menchen T, Raidt J, Schramm A, Olbrich H, Yin W, Sears PR, Dang
H, Smith AJ, Beule AG, Hjeij R, Rutjes N, Haarman EG, Maas SM, Ferkol TW, Noone PG, Olivier KN,
Bracht DC, Barbry P, Zaragosi LE, Fierville M, Kliesch S, Wohlgemuth K, Kénig J, George S, Loges NT,
Ceppe A, Markovetz MR, Luo H, Guo T, Rizk H, Eldesoky T, Dahlke K, Boldt K, Ueffing M, Hill DB, Pang
YP, Knowles MR, Zariwala MA, Omran H. Recessively Inherited Deficiency of Secreted WFDC2 (HE4)
Causes Nasal Polyposis and Bronchiectasiss Am J Respir Crit Care Med. 2024 Apr 16. doi:
10.1164/rccm.202308-13700C. Online ahead of print. PMID: 38626355.

218.Dodd DO, Mechaussier S, Yeyati PL, McPhie F, Anderson JR, Khoo CJ, Shoemark A, Gupta DK, Attard T,
Zariwala MA, Legendre M, Bracht D, Wallmeier J, Gui M, Fassad MR, Parry DA, Tennant PA, Meynert A,
Wheway G, Fares-Taie L, Black HA, Mitri-Frangieh R, Faucon C, Kaplan J, Patel M, McKie L, Megaw R,
Gatsogiannis C, Mohamed MA, Aitken S, Gautier P, Reinholt FR, Hirst RA, O'Callaghan C, Heimdal K,
Bottier M, Escudier E, Crowley S, Descartes M, Jabs EW, Kenia P, Amiel J, Bacci GM, Calogero C, Palazzo
V, Tiberi L, Blumlein U, Rogers A, Wambach JA, Wegner DJ, Fulton AB, Kenna M, Rosenfeld M, Holm 1A,
Quigley A, Hall EA, Murphy LC, Cassidy DM, von Kriegsheim A; Scottish Genomes Partnershipl6;
Genomics England Research Consortium45; Undiagnosed Diseases Network46; Papon JF, Pasquier L, Murris
MS, Chalmers JD, Hogg C, Macleod KA, Urquhart DS, Unger S, Aitman TJ, Amselem S, Leigh MW,
Knowles MR, Omran H, Mitchison HM, Brown A, Marsh JA, Welburn JPI, Ti SC, Horani A, Rozet JM,
Perrault 1, Mill P. Ciliopathy patient variants reveal organelle-specific functions for TUBB4B in axonemal
microtubules. Science. 2024 Apr 26;384(6694):eadf5489. doi: 10.1126/science.adf5489. Epub 2024 Apr 26.
PMID: 38662826

219.Raidt J, Staar BO, Omran H, Ringshausen FC. Inn Med (Heidelb). [Primary ciliary dyskinesia].2024
Jun;65(6):545-559. doi: 10.1007/s00108-024-01726-y. Epub 2024 May 27. PMID: 38801438 Review.
German.

220.Schwartz O, Vill K, Pfaffenlehner M, Behrens M, Weil} C, Johannsen J, Friese J, Hahn A, Ziegler A, lllsinger
S, Smitka M, von Moers A, Kolbel H, Schreiber G, Kaiser N, Wilichowski E, Flotats-Bastardas M, Husain
RA, Baumann M, Kohler C, Trollmann R, Schwerin-Nagel A, Eisenkdlbl A, Schimmel M, Fleger M,
Kauffmann B, Wiegand G, Baumgartner M, Rauscher C, Cirak S, Glaser D, Bernert G, Hagenacker T,
Goldbach S, Probst-Schendzielorz K, Lochmuller H, Muller-Felber W, Schara-Schmidt U, Walter MC,
Kirschner J, Pechmann A; SMARTCARE study group. Clinical Effectiveness of Newborn Screening for
Spinal Muscular Atrophy: A Nonrandomized Controlled Trial. JAMA Pediatr. 2024 Jun 1;178(6):540-547.
doi: 10.1001/jamapediatrics.2024.0492. PMID: 38587854

221.Raidt J, Riepenhausen S, Pennekamp P, Olbrich H, Amirav I, Athanazio RA, Aviram M, Balinotti JE, Bar-
On O, Bode SFN, Boon M, Borrelli M, Carr SB, Crowley S, Dehlink E, Diepenhorst S, Durdik P, Dworniczak
B, Emiralioglu N, Erdem E, Fonnesu R, Gracci S, GroBe-Onnebrink J, Gwozdziewicz K, Haarman EG,
Hansen CR, Hogg C, Holgersen MG, Kerem E, Kérner RW, Kotz K, Kouis P, Loebinger MR, Lorent N,
Lucas JS, Maj D, Mall MA, Marthin JK, Martinu V, Mazurek H, Mitchison HM, Néthe-Menchen T, Ozgelik
U, Pifferi M, Pogorzelski A, Ringshausen FC, Roehmel JF, Rovira-Amigo S, Rumman N, Schlegtendal A,
Shoemark A, Sperstad Kennelly S, Staar BO, Sutharsan S, Thomas S, Ullmann N, Varghese J, von Hardenberg
S, Walker WT, Wetzke M, Witt M, Yiallouros P, Zschocke A, Zigtkiewicz E, Nielsen KG, Omran H.
Analyses of 1236 genotyped primary ciliary dyskinesia individuals identify regional clusters of distinct DNA



variants and significant genotype-phenotype correlations. Eur Respir J. 2024 Aug 8;64(2):2301769. doi:
10.1183/13993003.01769-2023. Print 2024 Aug.

222.Hjeij R, Leslie J, Rizk H, Dworniczak B, Olbrich H, Raidt J, Bode SFN, Gardham A, Stals K, Al-Haggar M,
Osman E, Crosby A, Eldesoky T, Baple E, Omran H. Biallelic Variants in MNS1 Are Associated with
Laterality Defects and Respiratory Involvement. Cells. 2024 Jun 11;13(12):1017.

223.Loges NT, Marthin JK, Raidt J, Olbrich H, Hében IM, Cindric S, Bracht D, Kdnig J, Rieck C, George S,
Kloth TL, Wohlgemuth K, Pennekamp P, Dworniczak B, Holgersen MG, Rémel J, Schmalstieg C, Aprea I,
Mortensen J, Nielsen KG, Omran H. A range of 30%-62% of functioning multiciliated airway cells is
sufficient to maintain ciliary airway clearance. Eur Respir J. 2024 Jul 26:2301441. doi:
10.1183/13993003.01441-2023. Online ahead of print. PMID: 38991708

224.Al-Mutairi DA, Alsabah BH, Pennekamp P, Omran H. Novel pathogenic variants of DNAHS5 associated with
clinical and genetic spectra of primary ciliary dyskinesia in an Arab population. Front Genet. 2024 Jul
10;15:1396797. doi: 10.3389/fgene.2024.1396797. eCollection 2024. PMID: 39045318

225.Karbiener M, Kindle G, Meyts I, Seppanen MRJ, Candotti F, Kamieniak M, Ik R, Kreil TR, Seidel MG;
ESID-COVID Consortium. Clinical efficacy of SARS-CoV-2 Omicron-neutralizing antibodies in
immunoglobulin preparations for the treatment of agammaglobulinemia in patients with primary antibody
deficiency. J Med Virol. 2024 Jun;96(6):e29738. doi: 10.1002/jmv.29738. PMID: 38884390

226.Wilken A, Hoben IM, Wolter A, Loges NT, Olbrich H, Aprea |, Dworniczak B, Raidt J, Omran H. Primary
Ciliary Dyskinesia Associated Disease-Causing Variants in CCDC39 and CCDC40 Cause Axonemal Absence
of Inner Dynein Arm Heavy Chains DNAH1, DNAH6, and DNAH?7. Cells. 2024 Jul 15;13(14):1200. doi:
10.3390/cells13141200.

227.Hellmann C, Wohlgemuth K, Pennekamp P, George S, Dahmer-Heath M, Konrad M, Omran H, Kdnig J;
NEOCYST Consortium. Pediatr Nephrol. Immunofluorescence analyses of respiratory epithelial cells aid the
diagnosis of nephronophthisis. 2024 Aug 5. doi: 10.1007/s00467-024-06443-0. Online ahead of print. PMID:
39098869

228.Rubbo B, Kant A, Zhang K, Allegorico A, Basilicata S, Boon M, Borrelli M, Calogero C, Carr SB, Carroll
M, Constant C, Castillo Corullén S, Corvol H, Cutrera R, Dillenhdfer S, Emiralioglu N, Eralp E, Eryilmaz
Polat S, Gardner L, Gokdemir Y, Harris A, Hogg C, Karadag B, Kobbernagel H, Koerner-Rettberg C, Kouis
P, Lorent N, Marcou M, Mathin JK, Martinu V, Moreno-Galdé A, Morgan L, Nielsen KG, Omran H, Ozcelik
U, Pohunek P, Raidt J, Robinson P, Rovira-Amigo S, Santamaria F, Schlegtendal A, Tamalet A, Thouvenin
G, Ullmann N, Walker W, Yiallouros P, Kuehni CE, Latzin P, Beydon N, Lucas JS. Associations between
respiratory pathogens and lung function in primary ciliary dyskinesia: cross-sectional analysis from the
PROVALF-PCD cohort ERJ Open Res. 2024 Sep 30;10(5):00253-2024. doi: 10.1183/23120541.00253-2024.
eCollection 2024 Sep. PMID: 39351386

229.Wohlgemuth K, Hoersting N, Koenig J, Loges NT, Raidt J, George S, Cindri¢ S, Schramm A, Biebach L, Lay
S, Dougherty GW, Olbrich H, Pennekamp P, Dworniczak B, Omran H. Pathogenic variants in CFAP46,
CFAP54, CFAP74, and CFAP221 cause Primary Ciliary Dyskinesia with a defective C1d projection of the
central apparatus. Eur Respir J. 2024 Oct 3:2400790. doi: 10.1183/13993003.00790-2024. Online ahead of
print. PMID: 39362668

230.Holgersen MG, Marthin JK, Raidt J, Qvist T, Johansen HK, Omran H, Nielsen KG. Long-Term Lung
Function and Pseudomonas aeruginosa Infection in Genotyped Primary Ciliary Dyskinesia.Ann Am Thorac
Soc. 2024 Oct 24. doi: 10.1513/AnnalsATS.202404-3400C. Online ahead of print. PMID: 39447114

231.Weill C, Becker LL, Friese J, Blaschek A, Hahn A, lliIsinger S, Schwartz O, Bernert G, Hagen MV, Husain
RA, Goldhahn K, Kirschner J, Pechmann A, Flotats-Bastardas M, Schreiber G, Schara U, Plecko B, Trollmann
R, Horber V, Wilichowski E, Baumann M, Klein A, Eisenkdlbl A, Kéhler C, Stettner GM, Cirak S,
Hasselmann O, Kaindl AM, Garbade SF, Johannsen J, Ziegler A; SMArtCARE and Swiss-Reg-NMD study
group. Efficacy and safety of gene therapy with onasemnogene abeparvovec in children with spinal muscular
atrophy in the D-A-CH-region: a population-based observational study. Lancet Reg Health Eur. 2024 Oct
7,47:101092. doi: 10.1016/j.lanepe.2024.101092. eCollection 2024 Dec. PMID: 39434961

232.Khoury Damaa M, Serizay J, Balagué R, Boudjema AR, Faucourt M, Delgehyr N, Goh KJ, Lu H, Tan EK,
James CT, Faucon C, Mitri R, Bracht DC, Bingle CD, Dunn NR, Arnold SJ, Zaragosi LE, Barbry P, Koszul
R, Omran H, Gil-Gémez G, Escudier E, Legendre M, Roy S, Spassky N, Meunier A. Cyclin O controls entry
into the cell-cycle variant required for multiciliated cell differentiation. Cell Rep. 2025 Jan 28;44(1):115117.
doi: 10.1016/j.celrep.2024.115117. Epub 2024 Dec 30. PMID: 39740663



233.Taudien JE, Bracht D, Olbrich H, Swirski S, D'Abrusco F, Van der Zwaag B, Méller M, Liicke T, Teig N,
Lindberg U, Wohlgemuth K, Wallmeier J, Blanque A, Gatsogiannis C, George S, Jischke C, Owczarek-
Lipska M, Veer D, Kroes HY, Valente EM, Korenke GC, Omran H, Neidhardt J. Pathogenic
KIAAQ0586/TALPID3 variants are associated with defects in primary and matile cilia. iScience. 2024 Dec
21;28(2):111670. doi: 10.1016/j.isci.2024.111670. eCollection 2025 Feb 21. PMID: 39898050

234.Bierhansl L, Langenbruch L, Schulte-Mecklenbeck A, Dik A, Strzelczyk A, Schubert-Bast S, Meyer S,
Kellinghaus C, Gross CC, Omran H, Fiedler B, Ebrahimi-Fakhari D, Wiendl H, Kovac S. Characterization
of immune cell profiles in the blood of children and adults with tuberous sclerosis complex disease. J Neurol
Sci. 2025 May 15;472:123465. doi: 10.1016/j.jns.2025.123465. Epub 2025 Mar 13. PMID: 40121806

235.Karakog E, Hjeij R, Kaya ZB, Emiralioglu N, Ademhan Tural D, Atilla P, Ozcelik U, Omran H. Diagnostic
Role of Immunofluorescence Analysis in Primary Ciliary Dyskinesia-Suspected Individuals. J Clin Med. 2025
Mar 13;14(6):1941. doi: 10.3390/jcm14061941. PMID: 40142748

236.Yuksel Kalyoncu M, Hjeij R, Yanaz M, Gulieva A, Selcuk Balc1 M, Karabulut S, Metin Cakar N, Ergenekon
AP, Erdem Eralp E, Gokdemir Y, Omran H, Karadag BT. Empowering limited-resource countries:
collaborating with expert centers for diagnosis of primary ciliary dyskinesia. Front Mol Biosci. 2025 Mar
20;12:1547152. doi: 10.3389/fmolb.2025.1547152. eCollection 2025. PMID: 40182617



