Priv.-Doz. Dr. Barbara Vona
Group Leader

Tel: +49 (0)551-38-51337
Email: barbara.vona@med.uni-goettingen.de

DESCRIPTION OF MY ACADEMIC CAREER
| completed my Bachelor and Master degrees at the University of Arizona (USA) before arriving in

Germany to specialize in the genetics of human hearing loss. | completed my PhD at the University
of Wirzburg (2014) on the topic “Molecular characterization of genes involved in hearing loss”.
During my post doc (University of Wirzburg) until 2018, | was recruited as a Junior Group Leader
at the Tubingen Hearing Research Center (University of Tubingen). In Tubingen, | contributed my
expertise to a diverse team of hearing research experts while absorbing in-depth knowledge in
hearing science and mouse models of deafness. In 2019, | completed my Habilitation titled
“Identification and characterization of genes in connection with hereditary hearing disorders”. In
2021, | joined the Institute for Auditory Neuroscience at the University Medical Center Géttingen,
starting my present group. | came with a vision that shaped and motivated contributions to novel
frameworks for exciting science while enhancing patient care. | conceived and established the
Otoferlin and CABP2 Patient Registries. These were particularly impactful, as they are first gene-
based registries in the world for isolated forms of hearing loss. In parallel, | founded the “Center
for Rare Hearing Disorders” at the Center for Rare Diseases Gottingen, improving multidisciplinary
care while contributing structures for research and clinical trials. My vision is to build a national

hearing loss registry framework to support genetic stratification for clinical trials and improved care.

| am an editorial board member for The Journal of the Association for Research in Otolaryngology,
Scientific Reports and Molecular Syndromology and serve as the sole German-based member for
the international ClinGen Hearing Loss Variant and Gene Curation Expert Panels. | am a reviewer
for well-known journals, such as Nature Communications, Nucleic Acids Research, The New
England Journal of Medicine, and JAMA Neurology. | serve the Communications Committee of the
Association for Research in Otolaryngology. | have given invited talks at the German Society of
Oto-Rhino-Laryngology, Head and Neck Surgery, DGA/ADANO, and the European Society of
Human Genetics. | have supervised 35 trainees, from bachelor to PhD and medical student level

and have extensive experience in training young scientists and medical professionals.

Due to synergistic opportunities, | was recently able to showcase my specialization in auditory
human genomics and was accepted into the Heisenberg Programme at the DFG that started in
April 2025. In addition to being offered a W2 tenure-track professorship at University Medical
Center Géttingen, | have used the opportunity to enrich my skill set in the genomics of hearing loss
at Harvard Medical School and MIT, which is from where | submit this application. This will enhance

my profile and improve patient-oriented research and care for patients in Germany and worldwide.



RESEARCH STATEMENT

| am interested in characterizing human hereditary disorders using modern molecular

methods. My longstanding interest involves identifying novel hearing loss-associated genes
by analyzing exome or genome sequencing data from undiagnosed families from Germany as
well as via my extended collaborative network throughout the world who have access to
populations conducive to novel gene discovery (i.e. large consanguineous families or families
with multiple generations of individuals co-segregating hearing loss). My work contributes to
the functional characterization of novel genes and variants of uncertain significance that are
implicated in hereditary hearing loss using mouse and cell-based approaches to study gene
function and variant effects, respectively. Considering emerging gene therapies, this work is
imperative to correctly annotate genes and variants involved in the basic molecular physiology
of hearing loss and deafness. | am also engaged in patient outreach demonstrated by the
creation of patient registries for otoferlin (OTOF) and CABP2-associated hearing loss to
support long term efforts on the Géttingen Campus that include possible future clinical trials.

I am broadening a synergistic line of research that involves developing new high-throughput
methods to characterize variant effects on a gene-by-gene basis to overcome conventional
low-throughput in vitro approaches. This work is expected to make significant strides to resolve
variants of uncertain significance throughout entire gene sequences for non-synonymous and
putative splicing variants that require laborious studies not generally done in routine diagnostic
settings. | am currently generating a preliminary dataset to be used for future assay
“benchmarking” to characterize a subset of coding and non-coding and variants in OTOF that
are predicted to cause aberrant splicing, as well as variants in CLRN1 that causes Usher
syndrome (causing hearing and vision impairment). These projects have been registered with
the MAVE (Multiplexed Assays of Variant Effect) Registry to leverage the expertise of the
collaborative Atlas of Variant Effects community already engaged in the development and
validation of these cutting-edge assays for different target genes. This work is supported by
CRC 1690. Longer-term interests involve being a key member of an interdisciplinary
translational team for multiple genetic targets throughout the experimental and pre-
clinical/clinical pipelines to advance therapies for preventing or treating human hearing loss at

the Gottingen Campus.



RESEARCH EXPERIENCE

Visiting Scientist
Since 09/2025 Department of Obstetrics and Gynecology, Brigham and Women's
Hospital, Harvard Medical School, Boston, MA, USA

Program in Medical and Population Genetics, Broad Institute of MIT and
Harvard, Cambridge, MA, USA

Group Leader
Since 06/2022 Institute for Auditory Neuroscience and InnerEarLab, University Medical

Center Gottingen, Gottingen, Germany

09/2021-03/2025 Institute of Human Genetics, University Medical Center Géttingen,
Gottingen, Germany

Impact:
e Heisenberg Fellow (DFG) (Since 04/2025)

o Expanded committee and scientific network leadership involvement: Collaborative
Network for European Clinical Trials for Children (conect4children) in Ear, Nose, and
Throat and Genetics/Cell Therapy; ClinGen AVE Alliance Functional Working Group;
Coordinator of the ClinGen Splicing Working Group; Communications Committee,
Association for Research in Otolaryngology, Management team of the European
Consortium of the Inner Ear (ECIE)

e Founded a new Center for Rare Hearing Disorders at the Center for Rare Diseases
Gottingen; Founding meeting: November 2024

e Designed a SPATA patient registry for individuals with SPATA5 (AFG2A) and

SPATASL1 (AFG2B) diagnoses, hosted at the Coordination of Rare Diseases at Sanford

(CoRDS). Release date: September 2024

Launch of the CABP2 Patient Registry (ClinicalTrials.gov ID: NCT06680934)

Launch of the Otoferlin Patient Registry (ClinicalTrials.gov ID: NCT05946057)

Lead and supervise research projects with undergraduate/graduate students

Participate in teaching of undergraduate/graduate courses

Joined as a Genomics England PanelApp Reviewer for Auditory Neuropathy and

Monogenic Hearing Loss Panels

e Continue to participate in monthly ClinGen Hearing Loss Gene and Variant Curation
Expert Panel meetings

¢ Manage and lead a growing number of international collaborations

Fellow
09/2021-05/2022 Institute for Auditory Neuroscience and InnerEarLab, University Medical
Center Gottingen, Gottingen, Germany

Impact:
e Acquired third-party funding: German Research Foundation “Eigene Stelle” for

launching my independent research group

o Establishment of a Twitter-based science communication and patient outreach page
called @Otoferlin_Group designed to disseminate information for families with otoferlin
genetic diagnoses (02/2022 — present)

¢ Initiated the first steps to establish a new Center for Rare Hearing Disorders at the
Center for Rare Diseases Gottingen

¢ Participated in teaching of undergraduate/graduate courses




Junior Group Leader

08/2018-08/2021 Department of Otolaryngology—Head & Neck Surgery, Tubingen

Hearing Research Centre (THRC), Eberhard Karls University Tibingen,
Tubingen, Germany

Impact:

e Acquired various third-party funding and independently ran scientific projects

Study leader for ethics approved study involving humans

e Served as a lead and educator for clinicians in the dissemination of genetic diagnostic
results; participated in monthly meetings about patient genetic diagnostic results
Joined the ClinGen Hearing Loss Gene and Variant Curation Expert Panel

Participated in teaching of undergraduate/graduate courses

Post-doctoral Fellow

07/2014-08/2018 Human Genetics, University of Wdurzburg, University of Wiurzburg,

Wirzburg, Germany

Impact:

e Lead a team under a mentor who allowed me substantial scientific independence

e Began several successful independent international collaborations with key scientists
who continue to serve as keystones to my research

Served as diagnostic leader for hearing impairment molecular genetic diagnostics

Filed and maintained ethical approval for experiments involving humans as study leader
Gained grant writing experience

Established zebrafish techniques for auditory phenotyping

Joined as a variant curator for the Leiden Online Variation Database 3.0 (LOVD) for
several hearing loss genes

¢ Participated in teaching of undergraduate/graduate courses

ACADEMIC EDUCATION

2011-2014

2006-2008

2002-2006

PhD (Dr. rer. nat.), Human Genetics, University of Wurzburg, Wurzburg,
Germany

Dissertation: Molecular Characterization of Genes Involved in Hearing Loss
Grade: Magna cum laude

Supervisor: Univ. Prof. Dr. med. Thomas Haaf

Master of Science, Pathobiology, University of Arizona, Tucson, AZ, USA
Thesis: Characterization of Genetic Elements of the Antibiotic Resistant
erm(X) Gene in Arcanobacterium pyogenes

Supervisor: Dr. Stephen Billington

Bachelor of Science, Microbiology (Honors), University of Arizona, Tucson,
AZ, USA

SCIENTIFIC DEGREES AND ACADEMIC QUALIFICATIONS

2022

2019
2014
2008
2006

Umbhabilitation, Human Genetics, University Medical Center Gottingen,
Germany

Habilitation, Human Genetics, University of Wirzburg, Germany
PhD (Dr. rer. nat.), Human Genetics, University of Wirzburg, Germany
Master of Science, Pathobiology, University of Arizona, Tucson, AZ, USA

Bachelor of Science, Microbiology, University of Arizona, Tucson, AZ, USA
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SUPERVISING AND MENTORING EXPERIENCE

Dates University Level TraNdz_éisl
20/08/2025 — present University of Géttingen Master Lab Rotation 35
26/05/2025 — 18/07/2025 University of Gottingen Master Lab Rotation 34
19/05/2025 — present University of Gottingen Master Thesis 27
28/04/2025 — 20/06/2025 University of Gottingen Master Lab Rotation 33
01/04/2025 — present* University Medical Center Goéttingen PhD Thesis 32
03/03/2025 — 02/05/2025 University of Géttingen Master Lab Rotation 31
03/03/2025 — present University of Hannover Master Lab Rotation 30
02/17/2025 — present University of Géttingen Master Thesis 29
07/10/2024 — 01/11/2024 University of Gottingen Master Lab Rotation 29
12/08/2024 — 13/09/2024 University Medical Center Goéttingen Bachelor Internship 28
15/07/2024 — 31/08/2024 University of Géttingen Master Lab Rotation 27
04/03/2024 — present University of Naples Federico Il Master Thesis 26
22/01/2024 — present** University Medical Center Gottingen MD Thesis 25
15/01/2024 — 04/11/2024 Anhalt University of Applied Science Master Thesis 24
05/02/2024 — present** University Medical Center Gottingen MD Thesis 23
21/08/2023 — 08/09/2023 University Medical Center Goéttingen MD Thesis Rotation 23
26/07/2023 — 05/09/2023 University Medical Center Gottingen Bachelor Practical 22
03/04/2023 — present** University Medical Center Goéttingen MD Thesis 21
15/09/2023 — 27/05/2024 University Medical Center Gottingen Master Thesis 20
15/02/2023 — 18/04/2023 University Medical Center Goéttingen Master Lab Rotation 20
05/12/2022 — 20/02/2023 University Medical Center Gottingen Master Lab Rotation 19
01/11/2022 — 12/05/2023 University Medical Center Gottingen Master Thesis 18
01/06/2022 — present** University Medical Center Gottingen PhD Thesis 17
03/03/2021 - 03/31/2021 University of Tubingen MD Thesis Internship 16
16/11/2020 — 11/02/2021 University of Tubingen Master Thesis Internship 15
07/05/2020 — 01/05/2024*** Cairo University PhD Thesis 14
08/01/2020 — 31/07/2020 Hochschule Coburg Master Thesis 13
01/11/2019 — 24/06/2024** University of Tubingen PhD Thesis 12
15/06/2020 — 27/07/2020 University of Tubingen Master Internship 11
07/10/2019 — 12/03/2020 University of Tubingen Bachelor Thesis 11
01/10/2017 — 31/07/2020* Karolinska Institutet PhD Thesis 10
01/02/2018 — 13/08/2018 University of Wirzburg Master Thesis 9
04/09/2017 — 06/01/2018 University of Wirzburg Internship (F2) 9
10/07/2017 — 10/01/2025 University of Wirzburg MD Thesis 8
17/10/2016 — 28/10/2016 Islamic Azad University Practical Internship 7
01/06/2017 — 17/02/2022* University of Wirzburg PhD Thesis 6
22/06/2016 — 01/02/2017 University of Wirzburg Master Thesis 6
01/04/2016 — 21/06/2016 University of Wirzburg Internship (F2) 6
01/12/2015 — 28/07/2016 Hochschule Coburg Master Thesis 5
23/02/2015 — 08/07/2020 University of Wirzburg PhD Thesis 4
06/10/2014 — 27/10/2014 University of Wirzburg Pharmacy Internship 3
16/09/2013 — 29/07/2019 University of Wirzburg PhD Thesis 2
08/01/2013 — 17/07/2013 University of Wirzburg Master Thesis 2




14/05/2012 — 07/01/2013 University of Wirzburg Internship (F2)

29/08/2011 — 07/10/2011 University of Wirzburg Internship (F1)

lIntended to show students with multiple research stays to satisfy multiple degree requirements
*Co-supervisor and Doctoral Thesis Committee Member

**Supervisor and Doctoral Thesis Committee Member

***Doctoral Thesis Committee Member

DOCTORAL THESIS COMMITTEE REVIEWER

Date University Department

03/12/2023 University of Granada Otology & Neurotology Genomic Medicine
27/09/2022 University of Granada Otology & Neurotology Genomic Medicine
21/02/2020 University of Granada Otology & Neurotology Genomic Medicine
25/02/2019 University of Granada Otology & Neurotology Genomic Medicine

SECOND SUPERVISOR DOCTORAL THESIS COMMITTEE MEMBER

Dates University Department
08/2023 — present University Medical Center Gottingen Department of Otolaryngology
01/2023 — present University Medical Center Gottingen Institute for Auditory Neuroscience

TEACHING EXPERIENCE

Semester University Medical Center Gottingen

Winter 2021/22, 2022/23, 2023/24 B.MM.014/M.MM.017 Auditory Neuroscience

Summer 2025 B.MM.014/M.MM.017 Auditory Neuroscience

Winter 2022/23, 2023/24, 2024/25 M.Bio 348, M.Bio 369, Human Genetics

Winter 2023/24, 2024/25 B.MM.106, Introduction to Molecular Medicine

Semester University of Tibingen

Winter 2019/20, 2020/21, Summer 2021 | Molecular Human Genetics (MSc)

Winter 2019/20 Neurobiological Practical Course — HEARING

Summer 2020 Sensory Systems — Basics and Principles Il

Summer 2021 Novel Therapeutic Approaches for Sensory
Disorders

Summer 2021 Genetic and Molecular Basis of Neural
Diseases Il

Summer 2021 Journal Club

Semester University of Wirzburg

Winter 2016/17, 2017/18, 2018/19, | Foundations of Human Genetics (MSc)

2019/20, 2020/21 2021/22

Winter 2015/16, 2016/17, 2017/18 F1 Human Genetics Practical Course (MSc)

Summer 2016, 2017, 2018 Student Seminar in Human Genetics (MSc)

Summer 2016, 2017, 2018 Tumor Genetics, Master-level

Semester University of Arizona

Fall 2006 Microbiological Techniques (MIC421b) (BSc)

Spring 2005 General Biology Il (MCB182L) (BSc)

MSc, Master-level; BSc, Bachelor-level

| regularly engage in research-oriented teaching by supervising Bachelor and Master students
in my group for internships and rotations (e.g. M.Bio 319).



PROFESSIONAL TEACHING DEVELOPMENT COURSES

03/2019 Good Scientific Practice

07/2018 Examining and assessing in English

06/2018 Presenting to an English-speaking audience

05/2018 Presentation training in scientific practice

05/2018 Supporting international students

03/2018 Teaching and learning in the international classroom
03/2018 Supervising bachelor and master students

07/2017 From research to teaching—my role as a lecturer

06/2017 Decoding the disciplines: overcoming bottlenecks in teaching

TEACHING CERTIFICATE

07/2018 Certificate of Higher Education of the Bavarian Universities (Basic
level)

GENE AND VARIANT CURATION WORK
Since 08/2022 Genomics England PanelApp Gene Reviewer for Auditory Neuropathy

Since 08/2022 Genomics England PanelApp Gene Reviewer for Hearing Loss
Since 03/2018 Variant curator for the Leiden Online Variation Database 3.0 (LOVD)

SCIENTIFIC NETWORKS, ADVISORY, AND EXPERT COMMITTEES
09/2025 — present Coordinator and member, ClinGen Splicing Working Group

04/2025 — present Collaborative Network for European Clinical Trials for Children
(conect4children): Core Expert in Ear, Nose, and Throat; Extended
Expert in Genetics and Cell Therapy

03/2025 — present Member, ClinGen AVE Alliance Functional Working Group

04/2024 — present Member of the Light2Treat Team |, Optogenetic Hearing Restoration at
the Else Kroner Fresenius Center for Optogenetic Therapies

04/2024 — present Member of the Disease Modeling Platform (Platform 3) at the Else
Kréner Fresenius Center for Optogenetic Therapies

10/2024 — present Management team, European Consortium of the Inner Ear
04/2019 — present Member of the ClinGen Hearing Loss Variant Curation Expert Panel
04/2019 — present Member of the ClinGen Hearing Loss Gene Curation Expert Panel

PROMOTION APPOINTMENT COMMITTEE REVIEWER

2023 Served as a committee member to review a candidate W3 Professor
Clinic for Child and Adolescent Psychiatry and Psychotherapy at the
University Medical Center Gottingen




2022 - 2023

Served as a committee member to review a candidate to be promoted
from a W1-Professor (assistant professor) position to a tenure track W2-
Professor (associate professor) position at the University Medical
Center Gottingen

DIAGNOSTIC SERVICES

2014 - 2018

Leader of hearing loss molecular genetic diagnostic services
Institute of Human Genetics, University of Wirzburg, Germany

PATIENT REGISTRY DEVELOPMENT

2024 — present

2024 — present

2023 — present

Co-developed and launched the CABP2 Registry in collaboration with
members at the University Medical Center Goéttingen, registered in
ClinicalTrials.gov under ID NCT06680934

Co-developed and launched the SPATA Registry for patients with a
diagnosis of SPATA5 (AFG2A) or SPATA5L1 (AFG2B) in collaboration
with The SPATA Foundation

Co-developed and launched the Otoferlin (OTOF) Registry in
collaboration with members at the University Medical Center Gottingen,
registered in ClinicalTrials.gov under ID NCT05946057

RESEARCH APPROVAL

2024 — present

2024 — present

2023 — present

2019 - 2021

2015 - 2018

Role: Project Leader

Ethics Commission approval for the study “Assessment of Current and
Future Approaches to Address Variants of Uncertain Significance in
Hearing and Ocular Genomics Domains”, University Medical Center
Gottingen, Study ID: 12/8/24 An

Role: Co-Project Leader

Ethics Commission approval for expansion of the “Hereditary Hearing
Impairment Patient Registry,” for the CABP2 Registry, University
Medical Center Goéttingen, Study ID: 17/8/22 v2, registered in
ClinicalTrials.gov under ID NCT06680934

Role: Co-Project Leader

Ethics Commission approved protocol for “Hereditary Hearing
Impairment Patient Registry,” for the Otoferlin Registry, University
Medical Center Géttingen, Study ID: 17/8/22 vl1, registered in
ClinicalTrials.gov under ID NCT05946057

Role: Project Leader

Ethics Commission protocol approved for “Clarification of the genetic
causes of hereditary hearing impairment,” University of Tubingen, Study
ID: 197/2019B0O1

Role: Project Leader

Ethics Commission approved protocol for “Identification and Functional
Characterization of Genes Involved in Congenital Hearing Loss,”
University of Wirzburg. Study ID: 46/15



BOARD MEMBERSHIP

2025 — present
2024 — present
2024 — present

Cure KARS - Laia Foundation, Independent Scientific Advisory Board
European Consortium of the Inner Ear, Management Board
The SPATA Foundation, Medical and Scientific Advisory Board

CONSORTIUM MEMBERSHIP

2024 — present
2017 — 2022

2015 -2018

European Consortium of the Inner Ear Member

Academic partner for doctoral student supervision with the European
School on Interdisciplinary Tinnitus Research (ESIT) network

Collaborative Member of the genetics work group of the TINNET
(Tinnitus research network) consortium

EDITORIAL AND PEER REVIEW SERVICE

Editorial Board Member

04/2025 — present  Scientific Reports

07/2022 — present Journal of the Association for Research in Otolaryngology

04/2015 — present

Molecular Syndromology

Editorial Reviewer

09/2018 — present
09/2018 — present

Frontiers in Neuroscience
Frontiers in Psychology

Ad hoc Peer Reviewer

Since 08/2025
Since 05/2025
Since 04/2025
Since 01/2025
Since 11/2024
Since 09/2024
Since 09/2024
Since 05/2024
Since 01/2024
Since 06/2023
Since 01/2023
Since 11/2022
Since 07/2022
Since 06/2022
Since 05/2022

American Journal of Human Genetics
MedComm

NAR Genomics and Bioinformatics

New England Journal of Medicine

Molecular Medicine

Molecular Therapy

Journal of Otolaryngology — Head & Neck Surgery
Journal of Medical Genetics

Therapeutic Advances in Rare Disease
Nature Communications

Annals of Clinical and Translational Neurology
Cell and Bioscience

European Journal of Clinical Investigation
British Journal of Ophthalmology

Annals of Neurology



Since 02/2022
Since 07/2021
Since 06/2021
Since 03/2021
Since 01/2021
Since 11/2020
Since 09/2020
Since 08/2020
Since 06/2020
Since 05/2020
Since 04/2020
Since 03/2020
Since 12/2019
Since 12/2019
Since 10/2019
Since 10/2019
Since 09/2019
Since 06/2019
Since 05/2019
Since 04/2019
Since 04/2019
Since 03/2019
Since 03/2019
Since 01/2019
Since 01/2019
Since 10/2018
Since 10/2018
Since 06/2018
Since 06/2018
Since 05/2018
Since 11/2017
Since 11/2017
Since 10/2017
Since 09/2017
Since 07/2017
Since 11/2016
Since 11/2016

Clinical and Translational Medicine
Molecular Neurobiology

Journal of Hearing Science

BMC Research Notes

eBioMedicine

Expert Review of Molecular Diagnostics
Molecular Genetics and Genomic Medicine
International Journal of Developmental Neuroscience
Genes

Journal of Clinical Laboratory Analysis
Frontiers in Genetics

JAMA Neurology

Frontiers in Neurology

Journal of Cellular and Molecular Medicine
Journal of Human Genetics

Clinical Genetics

Computer Methods and Programs in Biomedicine
European Journal of Medical Genetics

Cell and Tissue Research

Frontiers in Molecular Neuroscience
Naunyn-Schmiedeberg’s Archives of Pharmacology
Frontiers in Pediatrics

Nucleic Acids Research

Acta Oto-Laryngologica

Cytogenetic and Genome Research
Human Genetics

Sensors

Journal of Molecular Medicine

Audiology and Neurotology

BMC Medical Genetics

Journal of Genetics

International Journal of Neonatal Screening
International Journal of Molecular Sciences
Journal of Pediatric Genetics

SM Otolaryngology

Scientific Reports

Orphanet Journal of Rare Diseases
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Since 10/2016
Since 10/2016
Since 09/2016
Since 08/2016
Since 05/2016
Since 04/2016
Since 03/2016
Since 01/2016
Since 09/2015
Since 07/2015
Since 08/2014
Since 08/2013

Molecular Syndromology

American Journal of Medical Genetics Part A
Frontiers in Neuroscience

Hearing Research

Meta Gene

European Journal of Human Genetics
Genetic Testing and Molecular Biomarkers
Human Molecular Genetics

Journal of Clinical and Experimental Genetics
Journal of Translational Medicine

PLOS ONE

Gene

AD HOC GRANT PEER REVIEWER
11/2024

09/2018, 04/2019, Action on Hearing Loss/Royal National Institute for Deaf People
05/2024

03/2018
06/2016

Swiss National Science Foundation

Institute of Physiology and Pathology of Hearing, Warsaw, Poland
University of Sharjah

TOP FIVE RECENT PUBLICATIONS

Vona B, Wollnik B, Strenzke N, Pangrsi¢ T, Moser T. Is CABP2-Associated Hearing Loss
(DFNB93) a Gene Therapy Target? Preclinical Progress and Patient Registry. 2025.
MedComm 6(9):€70363. doi: 10.1002/mc02.70363. Impact factor: 10.700

Ni C*, Wei Y*, Vona B*, Park D, Wei Y, Schmitz DA, Ding Y, Sakurai M, Ballard E, Li L, Liu
Y, Kumar A, Xing C, Qin S, Kim S, Foglizzo M, Zhao J, Kim HG, Ekmekci C, Karimiani EG,
Imannezhad S, Eghbal F, Badv RS, Schwaibold EMC, Dehghani M, Vahidi Mehrjardi MY,
Metanat Z, Eslamiyeh H, Khouj E, Nasser Alhajj SM, Chedrawi A, Ramzan K, Hashmi JA,
Allugmani MM, Basit S, Veltra D, Marinakis NM, Niotakis G, Vorgia P, Sofocleous C, Lee
H, Jeong WC, Umair M, Bilal M, Pinheiro Ferreira Alves CA, Sieber M, Kruer M, Houlden
H, Alkuraya FS, Zeqiraj E, Greenberg RA, Cenik C, Yu L, Maroofian R, Wu J, Buszczak
M. A programmed decline in ribosome levels governs human early neurodevelopment.
2025. Nat Cell Biol 27(8):1240-1255. (*shared first author) Impact factor: 19.100

Vona B, Wollnik B, Strenzke N, Moser T. Catching up but Still Miles Behind — a Patient
Registry for Otoferlin. 2024. Exp Mol Med 56(6):1472-1473. doi: 10.1038/s12276-024-
01247-6 Impact factor: 12.900

Pagnamenta AT, Camps C, Giacopuzzi E, Taylor JM, Hashim M, Calpena E, Kaisaki PJ,
Hashimoto A, Yu J, Sanders E, Schwessinger R, Hughes JR, Lunter G, Dreau H, Ferla M,
Lange L, Kesim Y, Ragoussis V, Vavoulis DV, Allroggen H, Ansorge O, Babbs C, Banka
S, Barfios-Pifiero B, Beeson D, Ben-Ami T, Bennett DL, Bento C, Blair E, Brasch-Andersen
C, Bull KR, Cario H, Cilliers D, Conti V, Davies EG, Dhalla F, Dacal BD, Dong Y, Dunford
JE, Guerrini R, Harris AL, Hartley J, Hollander G, Javaid K, Kane M, Kelly D, Kelly D,
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Knight SJL, Kreins AY, Kvikstad EM, Langman CB, Lester T, Lines KE, Lord SR, Lu X,
Mansour S, Manzur A, Maroofian R, Marsden B, Mason J, McGowan SJ, Mei D, Micochova
H, Murakami Y, Németh AH, Okoli S, Ormondroyd E, Ousager LB, Palace J, Patel SY,
Pentony MM, Pugh C, Rad A, Ramesh A, Riva SG, Roberts I, Roy N, Salminen O, Schilling
KD, Scott C, Sen A, Smith C, Stevenson M, Thakker RV, Twigg SRF, Uhlig HH, van Wijk
R, Vona B, Wall S, Wang J, Watkins H, Zak J, Schuh AH, Kini U, Wilkie AOM, Popitsch
N, Taylor JC. Structural and non-coding variants increase the diagnostic yield of clinical
whole genome sequencing for rare diseases. 2023. Genome Med 15(1):94. doi:
10.1186/s13073-023-01240-0 Impact factor: 10.400

Trpchevska N*, Freidin MB*, Broer L*, Oosterloo BC, Yao S, Zhou Y, Vona B, Bishop C,
Bizaki-Vallaskangas A, Canlon B, Castellana F, Chasman DI, Cherny S, Christensen K,
Concas MP, Correa A, Elkon R; Estonian Biobank Research Team, Mengel-From J, Gao
Y, Giersch ABS, Girotto G, Gudjonsson A, Gudnason V, Heard-Costa NL, Hertzano R,
Hjelmborg JVB, Hjerling-Leffler J, Hoffman HJ, Kaprio J, Kettunen J, Krebs K, Kahler AK,
Lallemend F, Launer LJ, Lee IM, Leonard H, Li CM, Lowenheim H, Magnusson PKE, van
Meurs J, Milani L, Morton CC, Makitie A, Nalls MA, Nardone GG, Nygaard M, Palviainen
T, Pratt S, Quaranta N, RAmo J, Saarentaus E, Sardone R, Satizabal CL, Schweinfurth
JM, Seshadri S, Shiroma E, Shulman E, Simonsick E, Spankovich C, Tropitzsch A,
Lauschke VM, Sullivan PF, Goedegebure A, Cederroth CR**, Williams FMK**, Nagtegaal
AP**. Genome-wide association meta-analysis identifies 48 risk variants and highlights the
role of the stria vascularis in hearing loss. 2022. Am J Hum Genet Jun 2;109(6):1077-
1091. doi: 10.1016/j.ajhg.2022.04.010 (*equal contribution, **equal contribution)
Impact factor: 9.800

PUBLICATIONS

Pan Y, Li X, Li D, Lou S, Lin J, Gao Y, Vona B, Mi C, Wang L, Ma L, Du M. 2025.Genetic
Regulation of ARID3B Confers Cleft Lip with/without Cleft Palate Susceptibility Through
LLPS-mediated Transcriptional Program. Cell Rep. [Accepted].

Dekker J, Schot R, Aldinger KA, Everman DB, Washington C, Jones JR, Sullivan JA,
Spillmann RC, Shashi V, Vitobello A, Denommé-Pichon AS, Mosca-Boidron AL, Perrin L,
Auvin S, Zaki MS, Gleeson JG, Meave N, Wallace C, Nambot S, Delanne J, Ruggiero SM,
Helbig I, Fitzgerald MP, Leventer RJ, Grange DK, Argilli E, Sherr EH, Prakash S, Neilson
DE, Nicita F, Sferra A, Bertini ES, Aiello C, Brockmann K, Kuranov AB, Kaulfuss S, Basit
S, Allugmani M, Almatrafi A, Friedman JM, Guimond C, Mohammed F, Sharma P, Goel D,
Wirth T, Anheim M, Bahena P, Koparir A, Kolokotronis K, Vona B, Haaf T, Kunstmann E,
Maroofian R, Sczakiel HL, Boschann F, Misra-Isrie M, Louie RJ, Stolerman ES, Sanchez-
Lara PA, Mergler S, Oegema R, Zarate YA, Kariminejad A, Tajsharghi H, Zeidler S, Kievit
AJA, Bouman A, Cappuccio G, Brunetti-Pierri N, Stuurman KE, Swols DM, Tekin M,
Upadia J, Martin DM, Craven D, Hiatt SM, van de Pol LA, D'Arco F, Margot H, Wilke M,
Yousefi S, Barakat TS, van Veghel-Plandsoen MM, Aronica E, Anink J, Rogers SL, Slep
KC, Doherty D, Dobyns WB, Mancini GMS. Clinical spectrum, molecular and functional
analysis of variants in MACF1. 2025. Am J Hum Genet [Online ahead of print]. doi:
10.1016/j.ajhg.2025.08.010.

Vona B, Wollnik B, Strenzke N, Pangrsi¢ T, Moser T. 2025. Is CABP2-Associated Hearing
Loss (DFNB93) a Gene Therapy Target? Preclinical Progress and Patient Registry.
MedComm 6:€70363. doi:10.1002/mco02.70363

Ni C*, Wei Y*, Vona B*, Park D, Wei Y, Schmitz DA, Ding Y, Sakurai M, Ballard E, Li L, Liu
Y, Kumar A, Xing C, Qin S, Kim S, Foglizzo M, Zhao J, Kim HG, Ekmekci C, Karimiani EG,
Imannezhad S, Eghbal F, Badv RS, Schwaibold EMC, Dehghani M, Vahidi Mehrjardi MY,
Metanat Z, Eslamiyeh H, Khouj E, Nasser Alhajj SM, Chedrawi A, Ramzan K, Hashmi JA,

12



Allugmani MM, Basit S, Veltra D, Marinakis NM, Niotakis G, Vorgia P, Sofocleous C, Lee
H, Jeong WC, Umair M, Bilal M, Pinheiro Ferreira Alves CA, Sieber M, Kruer M, Houlden
H, Alkuraya FS, Zeqiraj E, Greenberg RA, Cenik C, Yu L, Maroofian R, Wu J, Buszczak
M. A programmed decline in ribosome levels governs human early neurodevelopment.
2025. Nat Cell Biol 27(8):1240-1255. doi: 10.1038/s41556-025-01708-8 (*shared first
author)

Andreae H*, Curcio M, Owrang D, Esmaeelpour S, Jahnke F, Benseler F, Brose N, Vona B*.
Protocol for a minigene splice assay using the pETO1 vector. 2025. STAR Protoc [Online
ahead of print]. doi: 10.1016/j.xpro.2025.103908 (*corresponding authors)

Bastille I, Lee L, Moncada-Reid C, Yu WM, Sitko A, Yung A, Zamani M, Christophersen N,
Maroofian R, Galehdari H, Babai N, Vona B, Moser T, Goodrich L. Combinatorial
transcriptional regulation establishes subtype-appropriate synaptic properties in auditory
neurons. 2025. Cell Rep 44(6):115796. doi: 10.1016/j.celrep.2025.115796

Shadab M*, Ben-Mahmoud A, Martinez Volter LN, Ahmed Abbasi A, Ku B, Ejaz A, Latif Z,
Gupta V, Owrang D, Jang MH, Zhang Z, Mohammad R, Houlden H, Kim HG*, Vona B*.
Recurrent and novel pathogenic variants in genes involved with hearing loss in the
Pakistani population. 2025. Mol Diagn Ther [Online ahead of print]. doi: 10.1007/s40291-
025-00782-w (*corresponding authors)

Efthymiou S, Leo CP, Deng C, Lin SJ, Maroofian R, Lin R, Karagoz |, Zhang K, Kaiyrzhanov
R, Scardamaglia A, Owrang D, Turchetti V, Jahnke F, Huang K, Petree C, Derrick AV,
Rees MI, Alvi JR, Sultan T, Li C, Jacquemont ML, Tran-Mau-Them F, Valenzuela-Palafoll
M, Sidlow R, Yoon G, Morrow MM, Carere DA, O'Connor M, Fleischer J, Gerkes EH,
Phornphutkul C, Isidor B, Rivier-Ringenbach C, Philippe C, Kurul SH, Soydemir D, Kara
B, Sunnetci-Akkoyunlu D, Bothe V, Platzer K, Wieczorek D, Koch-Hogrebe M, Rahner N,
Thuresson AC, Matsson H, Frykholm C, Bozdodan ST, Bisgin A, Chatron N, Lesca G,
Cabet S, Tumer Z, Hjortshgj TD, Rgnde G, Marquardt T, Reunert J, Afzal E, Zamani M,
Azizimalamiri R, Galehdari H, Nourbakhsh P, Chamanrou N, Chung SK, Suri M, Benke
PJ, Zaki MS, Gleeson JG, Calame DG, Pehlivan D, Yilmaz HI, Gezdirici A, Rad A,
Abumansour IS, Oprea G, Bereketoglu MB, Banneau G, Julia S, Zeighami J, Ashoori S,
Shariati G, Sedaghat A, Sabri A, Hamid M, Parvas S, Tajudin TA, Abdullah U, Baig SM,
Chung WK, Glazunova OO, Sabine S, Cheema HA, Zifarelli G, Bauer P, Sidpra J, Mankad
K, Vona B, Fry AE, Varshney GK, Houlden H, Fu D. Bi-allelic pathogenic variants in
TRMT1 disrupt tRNA modification and induce a neurodevelopmental disorder. 2025. Am
J Hum Genet 112(5):1117-1138. doi: 10.1016/j.ajhg.2025.03.015

Tshering KC, DiStefano MT, Oza AM, Ajuyah P, Webb R, Edoh E, Broeren E, Ratliff J, Gitau
V, Paris K, Aburyyan A, Alexander J, Albano V, Bai D, Booth KTA, Buonfiglio PI,
Charfeddine C, Dalamén V, Castillo ID, Moreno-Pelayo MA, Duzkale H, Dorshorst B, Faridi
R, Kenna M, Lewis MA, Luo M, Lu Y, Mkaouar R, Matsunaga T, Nara K, Pandya A,
Redfield S, Roux I, Schimmenti LA, Schrauwen |, Shaaban S, Shen J, Vona B, Smith RJ,
Rehm HL, Azaiez H, Abou Tayoun AN, Amr SS; ClinGen Hearing Loss Clinical Domain
Working Group. ClinGen recuration of hearing loss-associated genes demonstrates
significant changes in gene-disease validity over time. 2025. Genet Med 27(5):101392.
doi: 10.1016/j.gim.2025.101392

Li D*, Tian Y*, Vona B*, Yu X, Lin J, Ma L, Lou S, Li X, Zhu G, Wang Y, Du M, Wang L, Pan
Y. A TAF11 variant contributes to non-syndromic cleft lip only through modulating neural
crest cell migration. 2025. Hum Mol Genet 17;34(5):392-401. doi: 10.1093/hmg/ddae188
(*shared first author)

13



Uctepe E, Mancilar H, Esen FN, Unverengil GG, Vona B*, Yesilyurt A*. A Homozygous MYH1
Variant Underlies Autosomal Recessive Isolated Recurrent Rhabdomyolysis. 2025. Am J
Med Genet A 197(4):e63952. doi: 10.1002/ajmg.a.63952 (*corresponding authors)

Rahman F, Marsili L, Pasquetti D, Rad A, Nadeem Anjum M, Oprea G, Cheema HA, Vona B,
Augusto Alves C, Houlden H, Magbool S, Efthymiou S, Smol T, Maroofian R. Bi-allelic
MYMX variants cause a syndromic congenital myopathy with recognizable facial palsy,
growth restriction, and dysmorphism. 2025. Eur J Hum Genet 33(4):552-555. doi:
10.1038/s41431-024-01759-9

Rawlins LE, Maroofian R, Cannon SJ, Daana M, Zamani M, Ghani S, Leslie JS, Ubeyratna N,
Khan N, Khan H, Scardamaglia A, Cloarec R, Khan SA, Umair M, Sadeghian S, Galehdari
H, Al-Maawali A, Al-Kindi A, Azizimalamiri R, Shariati G, Ahmed F, Al-Futaisi A, Rodriguez
Cruz PM, Salazar-Villacorta A, Ndiaye M, Diop AG, Sedaghat A, Saberi A, Hamid M, Zaki
MS, Vona B, Owrang D, Alhashem AM, Obeid M, Khan A, Beydoun A, Najjar M, Tajsharghi
H, Zifarelli G, Bauer P, Hakami WS, Al Hashem AM, Boustany RMN, Burglen L, Alavi S,
Gunning AC, Owens M, Karimiani EG, Gleeson JG, Milh M, Salah S, Khan J, Haucke V,
Wright CF, McGavin L, Elpeleg O, Shabbir MI, Houlden H, Ebner M, Baple EL, Crosby AH.
Elucidating the clinical and genetic spectrum of inositol polyphosphate phosphatase
INPP4A-related neurodevelopmental disorder. 2025. Genet Med 27(2):101278. doi:
10.1016/j.gim.2024.101278

Vona B*. Rethinking non-syndromic hearing loss and its mimics in the genomic era. 2024.
Eur J Hum Genet 33(2):147-150. doi: 10.1038/s41431-024-01579-x (*corresponding
author)

Alerasool M, Eslahi A, Vona B, Kahaei MS, Mojaver NK, Rajati M, Pasdar A, Ghasemi MM,
Saburi E, Ardehaie RM, Aval MH, Tale MR, Nourizadeh N, Afzalzadeh MR, Niknezhad HT,
Mojarrad M. Genetic landscape of hearing loss in prelingual deaf patients of eastern Iran:
Insights from exome sequencing analysis. 2024. Clin Genet 106(6):693-701. doi:
10.1111/cge.14599

Rad A, Bartsch O, Bakhtiari S, Zhu C, Xu Y, Monteiro FP, Kok F, Vulto-van Silfhout AT, Kruer
MC, Bowl MR, Vona B*. Expanding the spectrum of phenotypes for MPDZ: report of four
unrelated families and review of the literature. 2024. Clin Genet 106(4):413-426. doi:
10.1111/cge.14563 (*corresponding author)

Akram R, Anwar H, Muzaffar H, Turchetti V, Lau T, Vona B, Makhdoom EUH, Igbal J,
Mahmood Baig S, Hussain G, Efthymiou S, Houlden H. A Novel MAG Variant Causes
Hereditary Spastic Paraplegia in a Consanguineous Pakistani Family. 2024. Genes
(Basel) 13;15(9):1203. doi: 10.3390/genes15091203

Guan C, Shaikh M, Warnecke A, Vona B*, Albert JT*. A burden shared: The evolutionary case
for studying human deafness in Drosophila. 2024. Hear Res 450:109047. doi:
10.1016/j.heares.2024.109047 (*corresponding authors)

Vona B, Wollnik B, Strenzke N, Moser T. Catching up but Still Miles Behind — a Patient
Registry for Otoferlin. 2024. Exp Mol Med 56(6):1472-1473. doi: 10.1038/s12276-024-
01247-6

Moser T, Chen H, Kusch K, Behr R, Vona B. Gene therapy for deafness: are we there now?
2024. EMBO Mol Med 16(4):675-677. doi: 10.1038/s44321-024-00058-6

Ma L, Zhou X, Yao S, Zhang X, Mao J, Vona B, Fan L, Lou S, Li D, Wang L, Pan Y. METTL3-
dependent m6A modification of PSEN1 mRNA regulates craniofacial development through

14



the Wnt/B-catenin signaling pathway. 2024. Cell Death Dis 20;15(3):229. doi:
10.1038/s41419-024-06606-9

Chelban V, Aksnes H, Maroofian R, LaMonica LC, Seabra L, Siggervag A, Devic P,
Shamseldin HE, Vandrovcova J, Murphy D, Richard AC, Quenez O, Bonnevalle A, Zanetti
MN, Kaiyrzhanov R, Salpietro V, Efthymiou S, Schottlaender LV, Morsy H, Scardamaglia
A, Tariqg A, Pagnamenta AT, Pennavaria A, Krogstad LS, Bekkelund AK, Caiella A,
Glomnes N, Brgnstad KM, Tury S, Moreno De Luca A, Boland-Auge A, Olaso R, Deleuze
JF, Anheim M, Cretin B, Vona B, Alajlan F, Abdulwahab F, Battini JL, ipek R, Bauer P,
Zifarelli G, Gungor S, Kurul SH, Lochmuller H, Da'as SlI, Fakhro KA, Gémez-Pascual A,
Botia JA, Wood NW, Horvath R, Ernst AM, Rothman JE, McEntagart M, Crow YJ, Alkuraya
FS, Nicolas G; SYNaPS Study Group; Arnesen T, Houlden H. Biallelic NAA60O variants
with impaired n-terminal acetylation capacity cause autosomal recessive primary familial
brain calcifications. 2024. Nat Commun 13;15(1):2269. doi: 10.1038/s41467-024-46354-
0

Redfield SE, De-la-Torre P, Zamani M, Wang H, Khan H, Morris T, Shariati G, Karimi M, Kenna
MA, Seo GH, Xu H, Lu W, Naz S, Galehdari H, Indzhykulian AA*, Shearer AE*, Vona B*.
PKHD1L1, a gene involved in the stereocilia coat, causes autosomal recessive
nonsyndromic hearing loss. 2024. Hum Genet 143(3):311-329. doi: 10.1007/s00439-024-
02649-2 (*corresponding authors, equal contribution)

Koparir A, Lekszas C, Keseroglu K, Rose T, Rappl L, Rad A, Maroofian R, Narendran N,
Hasanzadeh A, Karimiani EG, Boschann F, Kornak U, Klopocki E, Ozbudak EM, Vona B,
Haaf T, Liedtke D. Zebrafish as a model to investigate a biallelic gain-of-function variant in
MSGN1, associated with a novel skeletal dysplasia syndrome. 2024. Hum Genomics
6;18(1):23. doi: 10.1186/s40246-024-00593-w

Mendia C, Peineau T, Zamani M, Felgerolle C, Yahiaoui N, Christophersen N, Papal S,
Maudoux A, Maroofian R, Patni P, Nouaille S, Bowl MR, Delmaghani S, Galehdari H, Vona
B, Dulon D, Vitry S, El-Amraouil A. Clarin-2 gene supplementation durably preserves
hearing in a model of progressive hearing loss. 2024. Mol Ther 6;32(3):800-817. doi:
10.1016/j.ymthe.2024.01.021

Ramzan M, Zafeer MF, Abad C, Guo S, Owrang D, Alper O, Mutlu A, Atik T, Duman D,
Bademci G, Vona B, Kalcioglu MT, Walz K, Tekin M. Genetic heterogeneity in hereditary
hearing loss: Potential role of kinociliary protein TOGARAM2. 2024. Eur J Hum Genet
32(6):639-646. doi: 10.1038/s41431-024-01562-6

Shadab M*, Abbasi AA, Ejaz A, Ben-Mahmoud A, Gupta V, Kim HG, Vona B*. Autosomal
recessive non-syndromic hearing loss genes in Pakistan during the previous three
decades. 2024. J Cell Mol Med 28(8):€18119. doi: 10.1111/jcmm.18119 (*corresponding
authors)

Efthymiou S, Scala M, Nagaraj V, Ochenkowska K, Komdeur FL, Liang RA, Abdel-Hamid MS,
Sultan T, Bargy T, Van Ghelue M, Vona B, Maroofian R, Zafar F, Alkuraya FS, Zaki MS,
Severino M, Duru KC, Tryon RC, Brauteset LV, Ansari M, Hamilton M, van Haelst MM, van
Haaften G, Zara F, Houlden H, Samarut E, Nichols CG, Smeland MF, McClenaghan C.
Novel loss-of-function variants expand ABCC9-related intellectual disability and myopathy
syndrome. 2024. Brain 147(5):1822-1836. doi: 10.1093/brain/awae010

Uctepe E, Vona B, Esen FN, Sonmez FM, Smol T, Timer S, Mancilar H, Geylan Durgun DE,

Boute O, Moghbeli M, Ghayoor Karimiani E, Hashemi N, Bakhshoodeh B, Kim HG,
Maroofian R, Yesilyurt A. Bi-allelic truncating variants in CASP2 underlie a

15



neurodevelopmental disorder with lissencephaly. 2024. Eur J Hum Genet 32(1):52-60.
doi: 10.1038/s41431-023-01461-2

Chen H, Monga M, Fang Q, Slitin L, Neef J, Chepurwar SS, Mingroni Netto RC, Lezirovitz K,
Tabith A, Benseler F, Brose N, Kusch K, Wichmann C, Strenzke N, Vona B,
Preobraschenski J. Moser T. Ca2+-binding to the C2E domain of otoferlin is required for
hair cell exocytosis and hearing. 2024. Protein Cell 1;15(4):305-312. doi:
10.1093/procel/pwad058

Maroofian R, Zamani M, Kaiyrzhanov R, Liebmann L, Ghayoor Karimiani E, Vona B, Huebner
AK, Misra VK, Calame DG, Sadeghian S, Azizimalamiri R, Mohammadi MH, Zeighami J,
Heydaran S, Toosi MB, Akhondian J, Babaei M, Hashemi N, Suri M, Setzke J, Wagner M,
Brunet T, Grochowski CM, Emrick L, Hellmich UA, Schmidts M, Lupski JR, Galehdari H,
Severino M, Houlden H, Hibner CA. Biallelic variants in SLC4A10 encoding a sodium-
dependent chloride-bicarbonate transporter lead to a neurodevelopmental disorder. 2024.
Genet Med 26(3):101034. doi: 10.1016/j.gim.2023.101034

Kaiyrzhanov R, Rad A, Lin SJ, Bertoli-Avella A, Kallemeijn WW, Godwin A, Zaki MS, Huang
K, Lau T, Petree C, Efthymiou S, Ghayoor Karimiani E, Hempel M, Normand EA, Rudnik-
Schoéneborn S, Schatz UA, Baggelaar MP, llyas M, Sultan T, Alvi JR, Ganieva M, Fowler
B, Aanicai R, Akay Tayfun G, Al Saman A, Alswaid A, Amiri N, Asilova N, Shotelersuk V,
Yeetong P, Azam M, Babaei M, Bahrami Monajemi G, Mohammadi P, Samie S, Banu SH,
Basto JP, Kortim F, Bauer M, Bauer P, Beetz C, Garshasbi M, Hameed Issa A, Eyaid W,
Ahmed H, Hashemi N, Hassanpour K, Herman I, Ibrohimov S, Abdul-Majeed BA, Imdad
M, Isrofilov M, Kaiyal Q, Khan S, Kirmse B, Koster J, Louren¢co CM, Mitani T, Moldovan O,
Murphy D, Najafi M, Pehlivan D, Rocha ME, Salpietro V, Schmidts M, Shalata A, Mahroum
M, Talbeya JK, Taylor RW, Vazquez D, Vetro A, Waterham HR, Zaman M, Schrader TA,
Chung WK, Guerrini R, Lupski JR, Gleeson J, Suri M, Jamshidi Y, Bhatia KP, Vona B,
Schrader M, Severino M, Guille M, Tate EW, Varshney GK, Houlden H, Maroofian R. Bi-
allelic ACBD6 variants lead to a neurodevelopmental syndrome with progressive and
complex movement disorders. 2024. Brain Nov 10:awad380. doi: 10.1093/brain/awad380

Lin SJ*, Vona B*, Lau T, Huang K, Zaki MS, Aldeen HS, Ghayoor Karimiani E, Rocca C,
Noureldeen MM, Saad AK, Petree C, Bartolomaeus T, Abou Jamra R, Zifarelli G,
Gotkhindikar A, Wentzensen IM, Liao M, Cork EE, Varshney P, Hashemi N, Mohammadi
MH, Rad A, Neira J, Toosi MB, Knopp C, Kurth I, Challman TD, Smith R, Abdalla A, Haaf
T, Suri M, Joshi M, Chung WK, Moreno-De-Luca A, Houlden H, Maroofian R, Varshney
GK. Evaluating the association of biallelic OGDHL variants with significant phenotypic
heterogeneity. 2023. Genome Med 29;15(1):102. doi.org/10.1186/s13073-023-01258-4
(*equal contribution)

Pagnamenta AT, Camps C, Giacopuzzi E, Taylor JM, Hashim M, Calpena E, Kaisaki PJ,
Hashimoto A, Yu J, Sanders E, Schwessinger R, Hughes JR, Lunter G, Dreau H, Ferla M,
Lange L, Kesim Y, Ragoussis V, Vavoulis DV, Allroggen H, Ansorge O, Babbs C, Banka
S, Barfios-Pifiero B, Beeson D, Ben-Ami T, Bennett DL, Bento C, Blair E, Brasch-Andersen
C, Bull KR, Cario H, Cilliers D, Conti V, Davies EG, Dhalla F, Dacal BD, Dong Y, Dunford
JE, Guerrini R, Harris AL, Hartley J, Hollander G, Javaid K, Kane M, Kelly D, Kelly D,
Knight SJL, Kreins AY, Kvikstad EM, Langman CB, Lester T, Lines KE, Lord SR, Lu X,
Mansour S, Manzur A, Maroofian R, Marsden B, Mason J, McGowan SJ, Mei D, Mlcochova
H, Murakami Y, Németh AH, Okoli S, Ormondroyd E, Ousager LB, Palace J, Patel SY,
Pentony MM, Pugh C, Rad A, Ramesh A, Riva SG, Roberts I, Roy N, Salminen O, Schilling
KD, Scott C, Sen A, Smith C, Stevenson M, Thakker RV, Twigg SRF, Uhlig HH, van Wijk
R, Vona B, Wall S, Wang J, Watkins H, Zak J, Schuh AH, Kini U, Wilkie AOM, Popitsch
N, Taylor JC. Structural and non-coding variants increase the diagnostic yield of clinical

16



whole genome sequencing for rare diseases. 2023. Genome Med 15(1): 94. doi:
10.1186/s13073-023-01240-0

Yao S, Zhou X, Gu M, Zhang C, Bartsch O, Vona B, Fan L, Ma L, Pan Y. FGFR1 variants
contributed to families with tooth agenesis. 2023. Hum Genomics 17:93. doi:
10.1186/s40246-023-00539-8

Engert J, Doll J, Vona B, Kasemo TE, Spahn B, Hagen R, Rak K, Voelker J. mMRNA abundance
of neurogenic factors correlates with hearing capacity in auditory brainstem nuclei of the
rat. 2023. Life 13:1858. doi: 10.3390/1ife13091858

Vona B*, Regele S, Rad A, Strenzke N, Pater JA, Neumann K*, Sturm M, Haack TB, Am
Zehnhoff-Dinnesen AG. Unravelling haplotype errors in the DFNA33 locus. 2023. Front
Genet 14:1214736. doi: 10.3389/fgene.2023.1214736 (*corresponding authors)

Tropitzsch A, Schade-Mann T, Gamerdinger P, Dofek S, Schulte B, Schulze M, Fehr S, Biskup
S, Haack TB, Heyd A, Harre J, Lesinski-Schiedat A, Buchner A, Lenarz T, Warnecke A,
Mdaller M, Vona B, Dahlhoff E, Léwenheim H, Holderried M. Variability in Cochlear
Implantation Outcomes in a Large German Cohort with a Genetic Etiology of Hearing Loss.
2023. Ear Hear 44(6):1464-1484. doi: 10.1097/AUD.0000000000001386

Saadi SM, Cali E, Khalid L, Yousaf H, Zafar G, Khan HN, Sher M, Vona B, Abdullah U, Malik
NA, Klar J, Efthymiou S, Dahl N, Houlden H, Toft M, Baig SM, Fatima A, Igbal Z. Genetic
investigation of consanguineous Pakistani families segregating rare spinocerebellar
disorders. 2023. Genes (Basel) 14(7):1404. doi: 10.3390/genes14071404

Pauly MG, Briiggemann N, Efthymiou S, Grézinger A, Diaw SH, Chelban V, Turchetti V, Vona
B, Tadic V, Houlden H, Miinchau A, Lohmann K. Not to miss: Intronic variants, treatment,
and review of the phenotypic spectrum in VPS13D-related disorder. 2023. Int J Mol Sci
23(3):1874. doi: 10.3390/ijms24031874

Yao S, Zhou X, Vona B, Fan L, Zhang C, Li D, Yuan H, Du Y, Ma L, Pan Y. Skeletal class I
malocclusion is associated with ADAMTS2 variants and reduced expression in a familial
case. 2022. Int J Mol Sci 23:10673. doi: 10.3390/ijms231810673

Kaiyrzhanov R, Perry L, Rocca C, Zaki MS, Hosny H, Martins Moreno CA, Phadke R,
Zaharieva |, Camelo Gontijo C, Beetz C, Pini V, Movahedinia M, Zanoteli E, DiTroia
S, Vuillaumier-Barrot S, Isapof A, Mehrjardi MYV, Ghasemi N, Sarkozy A, Muntoni
F, Whalen S, Vona B, Houlden H, Maroofian R. GGPS1-associated muscular dystrophy
with and without hearing loss. 2022. Ann Clin Transl Neurol 9(9):1465-1474. doi:
10.1002/acn3.51633

Lin SJ*, Vona B*#, Porter HM, Izadi M, Huang K, Lacassie Y, Rosenfeld JA, Khan S, Petree
C, Ali TA, Muhammad N, Khan SA, Muhammad N, Liu P, Haymon ML, Rischendorf F,
Kong IK, Schnapp L, Shur N, Chorich L, Layman L, Haaf T, Pourkarimi E, Kim HG,
Varshney GK*. Biallelic variants in WARS1 cause a highly variable neurodevelopmental
syndrome and implicate a critical exon for normal auditory function. 2022. Human
Mutation 43(10):1472-1489. doi: 10.1002/humu.24435 (*equal contribution, *shared
correspondence) Editor’s choice. Issue cover.

Bdgershausen N, Krawczyk HE, Jamra RA, Lin SJ, Yigit G, Huning I, Polo AM, Vona B, Huang
K, Schmidt J, Altmuller J, Luppe J, Platzer K, Dérgeloh BB, Busche A, Biskup S, Mendes
MI, Smith DEC, Salomons GS, Zibat A, Biltmann E, Niurnberg P, Spielmann M, Lemke
JR, Li Y, Zenker M, Varshney GK, Hillen HS, Kratz CP, Wollnik B. WARS1 and SARS1:

17



two tRNA synthetases implicated in autosomal recessive microcephaly. 2022. Human
Mutation 43(10):1454-1471. doi: 10.1002/humu.24430

Tébara L-C, Al-Salmi F, Maroofian R, Mohammed Al-Futaisi A, Al-Murshedi F, Kennedy J,
Day JO, Courtin T, Al-Khayat A, Galedari H, Mazaheri N, Protasoni M, Johnson M, Leslie
JS, Salter CG, Rawlins LE, Fasham J, Al-Maawali A, Voutsina N, Charles P, Harrold L,
Keren B, Kunji ERS, Vona B, Jelodar G, Sedaghat A, Shariati G, Houlden H, Crosby AH,
Prudent J, Baple EL. TMEM63C mutations cause mitochondrial morphology defects and
underlie hereditary spastic paraplegia. 2022. Brain Jun 20:awacl23. doi:
10.1093/brain/awac123

Trpchevska N, Freidin MB, Broer L, Oosterloo BC, Yao S, Zhou Y, Vona B, Bishop C, Bizaki-
Vallaskangas A, Canlon B, Castellana F, Chasman DI, Cherny S, Christensen K, Concas
MP, Correa A, Elkon R; Estonian Biobank Research Team, Mengel-From J, Gao Y,
Giersch ABS, Girotto G, Gudjonsson A, Gudnason V, Heard-Costa NL, Hertzano R,
Hjelmborg JVB, Hjerling-Leffler J, Hoffman HJ, Kaprio J, Kettunen J, Krebs K, Kahler AK,
Lallemend F, Launer LJ, Lee IM, Leonard H, Li CM, Lowenheim H, Magnusson PKE, van
Meurs J, Milani L, Morton CC, Mé&kitie A, Nalls MA, Nardone GG, Nygaard M, Palviainen
T, Pratt S, Quaranta N, RAmo J, Saarentaus E, Sardone R, Satizabal CL, Schweinfurth
JM, Seshadri S, Shiroma E, Shulman E, Simonsick E, Spankovich C, Tropitzsch A,
Lauschke VM, Sullivan PF, Goedegebure A, Cederroth CR, Williams FMK, Nagtegaal AP.
Genome-wide association meta-analysis identifies 48 risk variants and highlights the role
of the stria vascularis in hearing loss. 2022. Am J Hum Genet 109(6):1077-1091. doi:
10.1016/j.ajhg.2022.04.010

Vona B*, Schwartzbaum DA, Rodriguez AA, Lewis SS, Toosi MB, Radhakrishnan P, Bozan
N, Akin R, Doosti M, Manju R, Duman D, Sineni CJ, Nampoothiri S, Karimiani EG, Houlden
H, Bademci G, Tekin M*, Girisha KM*, Maroofian R*, Douzgou S*. Biallelic KITLG variants
lead to a distinct spectrum of hypomelanosis and sensorineural hearing loss. 2022. J Eur
Acad Dermatol Venereol 36(9):1606-1611. doi: 10.1111/jdv.18207 (*equal contribution)

van der Knoop MM, Maroofian R, Fukata Y, van lerland Y, Karimiani EG, Lehesjoki AE, Muona
M, Paetau A, Miyazaki Y, Hirano Y, Selim L, de Franca M, Fock RA, Beetz C, Ruivenkamp
CAL, Eaton AJ, Morneau-Jacob FD, Sagi-Dain L, Shemer-Meiri L, Peleg A, Haddad-
Halloun J, Kamphuis DJ, Peeters-Scholte CMPCD, Hiz Kurul S, Horvath R, Lochmdiller H,
Murphy D, Waldmiiller S, Spranger S, Overberg D, Muir AM, Rad A, Vona B, Abdulwahad
F, Maddirevula S, Povolotskaya IS, Voinova VY, Gowda VK, Srinivasan VM, Alkuraya FS,
Mefford HC, Alfadhel M, Haack TB, Striano P, Severino M, Fukata M, Hilhorst-Hofstee Y,
Houlden H. Biallelic ADAM22 pathogenic variants cause progressive encephalopathy and
infantile-onset  refractory  epilepsy.  2022. Brain  145(7):2301-2312.  doi:
10.1093/brain/awac116

Tropitzsch A, Schade-Mann T, Gamerdinger P, Dofek S, Schulte B, Schulze M, Battke F, Fehr
S, Biskup S, Heyd A, Miiller M, Lowenheim H, Vona B*, Holderried M. Diagnostic yield of
targeted hearing loss gene panel sequencing in a large German cohort with a balanced
age distribution from a single diagnostic center: an eight-year study. 2022. Ear Hear
43(3):1049-1066. doi: 10.1097/AUD.0000000000001159 (*corresponding author)

Pater JA, Penney C, O'Rielly DD, Griffin A, Kamal L, Brownstein Z, Vona B, Vinkler C, Shohat
M, Barel O, French CR, Singh S, Werdyani S, Burt T, Abdelfatah N, Houston J, Doucette
LP, Squires J, Glaser F, Roslin NM, Vincent D, Marquis P, Woodland G, Benoukraf T,
Hawkey-Noble A, Avraham KB, Stanton SG, Young TL. Autosomal dominant non-
syndromic hearing loss maps to DFNA33 (13g34) and co-segregates with splice and
frameshift variants in ATP11A, a phospholipid flippase gene. 2022. Hum Genet 141(3-
4):431-444. doi: 10.1007/s00439-022-02444-x

18



Bahena P, Daftarian N, Maroofian R, Linares P, Villalobos D, Mirrahimi M, Rad A, Doll J,
Hofrichter MAH, Koparir A, Réder T, Han S, Sabbaghi H, Ahmadieh H, Behboudi H,
Villanueva-Mendoza C, Cortés-Gonzalez V, Zamora-Ortiz R, Kohl S, Kuehlewein L,
Darvish H, Alehabib E, Arenas-Sordo ML, Suri F*, Vona B*, Haaf T*. Unraveling the
genetic complexities of combined retinal dystrophy and hearing impairment. 2022. Hum
Genet 141(3-4):785-803 doi: 10.1007/s00439-021-02303-1 (*shared last and
corresponding author)

Rad A, Najafi M, Suri F, Abedini S, Loum S, Karimiani EG, Daftarian N, Murphy D, Doosti M,
Moghaddasi A, Ahmadieh H, Sabbaghi H, Rajati M, Hashemi N, Vona B, Schmidts M.
Identification of three novel homozygous variants in COL9A3 causing autosomal recessive
Stickler syndrome. 2022. Orphanet J Rare Dis 3;17(1):97. doi: 10.1186/s13023-022-
02244-6

Yap YZ, Efthymiou S, Seiffert S, Vargas Parra K, Lee S, Nasca A, Maroofian R, Schrauwen 1,
Pendziwiat M, Jung S, Bhoj E, Striano P, Mankad K, Vona B, Cuddapah S, Wagner A, Alvi
JR, Davoudi-Dehaghani E, Fallah MS, Gannavarapu S, Lamperti C, Legati A, Murtaza BN,
Nadeem MS, Rehman MU, Saeidi K, Salpietro V, von Spiczak S, Sandoval A, Zeinali S,
Zeviani M, Reich A, SYNaPS Study Group, University of Washington Center for Mendelian
Genomics, Jang C, Helbig I, Barakat TS, Ghezzi D, Leal SM, Weber Y, Houlden H, Yoon
WH. Biallelic variants in OGDHL cause a neurodevelopmental spectrum disease featuring
epilepsy, hearing loss, visual impairment, and ataxia. 2021. Am J Hum Genet
108(12):2368-2384. doi: 10.1016/j.ajhg.2021.11.003

Richard EM, Bakhtiari S, Marsh APL, Kaiyrzhanov R, Wagner M, Shetty S, Pagnozzi A, Nordlie
SH, Guida BS, Cornejo P, Magee H, Liu J, Norton BY, Webster RIl, Worgan L,
Christodoulou J, Guo Y, Jain M, Blesson A, Rodan LH, Abbott M-A, Comi A, Cohen JS,
Alhaddad B, Meitinger T, Lenz D, Ziegler A, Kotzaeridou U, Brunet T, Chassevent A,
Smith-Hicks C, Ekstein J, Weiden T, Hahn A, Zharkinbekova N, Sticht H, Turnpenny P,
Tucci A, Yelton M, Horvath R, Gungor S, Hiz S, Oktay Y, Lochmuller H, Zollino M, Morleo
M, Marangi G, Nigro V, Torella A, Pinelli M, Amenta S, Husain RA, Grossmann B, Rapp
M, Steen C, Marquardt I, Grimmel M, Grasshoff U, Korenke C, Neidhardt J, Owczarek-
Lipska M, Radio FC, Mancini C, Sepulveda DJC, Tartaglia M, McWalter K, Begtrup A,
Crunk A, Sacoto MJG, Person R, Punj S, Schnur RE, Mancardi MM, Striano P, Zara F,
Chung WK, Marks WA, Damiano VS, Padilla-Lopez S, Bilguvar K, Muenchau A, Ahmed
ZM, Hufnagel RB, Maroofian R, Houlden H, Fahey MC, Mane SM, Rad A, VonaB, Jin SC,
Haack TB, Hirsch Y, Riazuddin S, Kruer MC. Biallelic variants in SPATA5L1 lead to
intellectual disability, spastic-dystonic cerebral palsy, epilepsy and hearing loss. 2021. Am
J Hum Genet 108(10):2006-2019. doi: 10.1016/j.ajhg.2021.08.003

Kaiyrzhanov R, Zaki MS, Maroofian R, Dominik N, Rad A, Vona B, Houlden H. A novel
homozygous ADCYS5 variant is associated with neurodevelopmental disorder and
movement abnormalities. 2021. Mov Disord Clin Pract 8(7):1140-1143. doi:
10.1002/mdc3.13310

Igbal M, Maroofian R, Cavdarli B, Riccardi F, Field M, Banka S, Bubshait DK, Li Y, Hertecant
J, Baig SM, Dyment D, Efthymiou S, Abdullah U, Makhdoom EUH, Ali Z, de Almeida TS,
Molinari F, Ravix C, Chabrol B, Antony J, Ades L, Pagnamenta A, Jackson A, Beetz C,
Karageorgou V, Vona B, Rad A, Sultan T, Alvi JR, Magbool S, Rajman F, Toosi MB,
Ashrafzadeh F, Imannezhad S, Karimiani EG, Sarwa Y, Khan S, Jameel M, Noegel AA,
Budde B, Altmiiller J, Motameny S, Hohne W, Houlden H, Nirnberg P, Wollnik B, Villard
L, Alkuraya FS, Osmond M, Hussain MS, Yigit G. Bi-allelic pathogenic variants in
PCDHGCA4 cause a novel neurodevelopmental syndrome with progressive microcephaly,

19



seizures, and joint anomalies. 2021. Genet Med 23(11):2138-2149 doi: 10.1038/s41436-
021-01260-4

Lin SJ*, Vona B*, Barbalho PG*, Kaiyrzhanov R, Maroofian R, Petree C, Severino M, Stanley
V, Varshney P, Bahena P, Alzahrani F, Alhashem A, Pagnamenta AT, Aubertin G, Estrada-
Veras Jl, Diaz Herndndez HA, Mazaheri N, Oza A, Thies J, Renaud DL, Dugad S, McEvoy
J, Sultan T, Pais LS, Tabarki B, Villalobos-Ramirez D, Rad A, Genomics England
Research Consortium, Galehdari H, Ashrafzadeh F, Sahebzamani A, Saeidi K, Torti E,
Elloumi HZ, Mora S, Palculict TB, Yang H, Wren JD, Fowler B, Joshi M, Behra M, Burgess
SM, Nath SK, Hanna MG, Kenna M, Merritt Il L, Houlden H, Karimiani EG, Alkuraya FS,
Haaf T, Zaki MS, Gleeson JG, Varshney GK. Biallelic variants in KARS1 are associated
with neurodevelopmental disorders and hearing loss recapitulated by the knockout
zebrafish. 2021. Genet Med 23(10):1933-1943. doi: 10.1038/s41436-021-01239-1
(*shared first author)

Ziegler A, Duclaux-Loras R, Revenu C, Charbit-Henrion F, Begue B, Duroure K, Grimaud L,
Guihot AL, Desquiret-Dumas V, Zarhrate M, Cagnard N, Mas E, Breton A, Edouard T,
Billon C, Frank M, Colin E, Lenaers G, Henrion D, Lyonnet S, Faivre L, Alembik Y, Philippe
A, Moulin B, Reinstein E, Tzur S, Attali R, McGillivray G, White SM, Gallacher L, Kutsche
K, Schneeberger P, Girisha KM, Nayak SS, Pais L, Maroofian R, Rad A, Vona B, Karimiani
EG, Lekszas C, Haaf T, Martin L, Ruemmele F, Bonneau D, Cerf-Bensussan N, Del Bene
F, Parlato M. Bi-allelic variants in IPO8 cause a connective tissue disorder associated with
cardiovascular defects, skeletal abnormalities, and immune dysregulation. 2021. Am J
Hum Genet 103(6):1126-1137. doi: 10.1016/j.ajhg.2021.04.020

Vona B*, Mazaheri N, Lin S, Dunbar LA, Maroofian R, Azaiez H, Booth KT, Vitry S, Rad A,
Ruschendorf R, Varshney P, Fowler B, Beetz C, Alagramam KN, Murphy D, Shariati G,
Sedaghat A, Houlden H, Petree C, VijayKumar S, Smith RJH, Haaf T, EI-Amraoui A, Bowl,
MR*, Varshney GK, Galehdari H. A biallelic variant in CLRN2 causes non-syndromic
hearing loss in humans. 2021. Hum Genet 140(6):915-931. doi: 10.1007/s00439-020-
02254-z (*corresponding authors)

Lin YC*, Niceta M*, Muto V*, Vona B* Pagnamenta AT, Maroofian R, Beetz C, van
Duyvenvoorde H, Dentici ML, Lauffer P, Vallian S, Ciolfi A, Pizzi S, Bauer P, Griining NM,
Bellacchio E, Del Fattore A, Petrini S, Shaheen R, Tiosano D, Halloun R, Pode-Shakked
B, Albayrak HM, Isik E, Wit JM, Dittrich M, Freire BL, Bertola DR, Jorge AAL, Barel O,
Sabir AH, Al Tenaiji AMJ, Taji SM, Al-Sannaa N, Al-Abdulwahed H, Digilio MC, Irving M,
Anikster Y, Bhavani GSL, Girisha KM; Genomics England Research Consortium, Haaf T,
Taylor JC, Dallapiccola B, Alkuraya FS, Yang RB, Tartaglia M. 2021. SCUBE3S loss-of-
function causes a recognizable recessive developmental disorder due to defective bone
morphogenetic protein signaling. 2021. Am J Hum Genet 108(1):115-133. doi:
10.1016/j.ajhg.2020.11.015 (*shared first author)

Efthymiou S, Dutra-Clarke M, Maroofian R, Kaiyrzhanov R, Scala M, Reza Alvi J, Sultan T,
Christoforou M, Tuyet Mai Nguyen T, Mankad K, Vona B, Rad A, Striano P, Salpietro V,
Guillen Sacoto MJ, Zaki MS, Gleeson JG, Campeau PM, Russell BE, Houlden H.
Expanding the phenotype of PIGS-associated early onset epileptic developmental
encephalopathy. 2021. Epilepsia 62(2):e35-e41. doi: 10.1111/epi.16801

Rad A, Schade-Mann T, Gamerdinger P, Yanus GA, Schulte B, Muller M, Imyanitov EN,
Biskup S, Loéwenheim H, Tropitzsch A, Vona B*. Aberrant COL11A1 splicing causes
prelingual autosomal dominant nonsyndromic hearing loss in the DFNA37 locus. 2021.
Hum Mutat 42:25-30. https://doi.org/10.1002/humu.24136 (*corresponding author)

20



Sokolova TN, Breder VV, Shumskaya IS, Suspitsin EN, Aleksakhina SN, Yanus GA, Tiurin VI,
Ivantsov AO, Vona B, Raskin GA, Gamajunov SV, Imyanitov EN. Revisiting multiple
erroneous genetic testing results and clinical misinterpretations in a patient with Li-
Fraumeni syndrome: lessons for translational medicine. 2021. Hered Cancer Clin Pract
9(1):2. doi: 10.1186/s13053-020-00157-8

Peixoto Pinheiro B, Vona B, Lowenheim H, Ruttiger L, Knipper M, Adel Y. Age-related hearing
loss pertaining to potassium ion channels in the cochlea and auditory pathway. 2021.
Pflugers Arch 473(5):823-840. doi: 10.1007/s00424-020-02496-w

Prasad S, Vona B, Difieiro M, Costales M, Gonzélez-Aguado R, Fontalba A, Diego-Pérez C,
Subasioglu A, Bademci G, Tekin M, Cabanillas R, Cadifianos J, Fridberger A. Radixin
modulates the function of outer hair cell stereocilia. 2020. Commun Biol 3(1):792. doi:
10.1038/s42003-020-01506-y

Vona B, Rad A, Reisinger E. The Many Faces of DFNB9: Relating OTOF Variants to Hearing
Impairment. 2020. Genes (Basel) 11(12):1411. doi: 10.3390/genes11121411

Doll J, Vona B*, Schnapp L, Rischendorf F, Khan I, Khan S, Muhammad N, Alam Khan S,
Nawaz H, Khan A, Ahmad N, Kolb SM, Kiihlewein L, Labonne JDJ, Layman LC, Hofrichter
MAH, Roder T, Dittrich M, Miller T, Graves TD, Kong IK, Nanda |, Kim HG*, Haaf T.
Genetic Spectrum of Syndromic and Non-Syndromic Hearing Loss in Pakistani Families.
2020. Genes (Basel) 11(11):1329. doi: 10.3390/genes11111329 (*corresponding
authors)

Sabbaghi H, Daftarian N, Suri F, Mirrahimi M, Madani S, Sheikhtaheri A, Khorrami F, Saviz P,
Zarei Nejad M, Tivay A, Shahriari HA, Maleki A, Ahmadi SS, Sargazi M, Cremers FPM,
Najafi M, Vona B, Haaf T, Bahena-Carbajal P, Moghadasi A, Naraghi H, Yaseri M, Kheiri
B, Kalantarion M, Sabbaghi E, Salami M, Pazooki L, Zendedel K, Mojarrab S, Ahmadieh
H. The First Inherited Retinal Disease Registry in Iran: Research Protocol and Results of
a Pilot Study. 2020. Arch Iran Med 23(7):445-454. doi: 10.34172/aim.2020.41

Doll J, Hofrichter MAH, Bahena P, Heihoff A, Segebarth D, Miiller T, Dittrich M, Haaf T, Vona
B*. A novel missense variant in MYO3A is associated with autosomal dominant high-
frequency hearing loss in a German family. 2020. Mol Genet Genomic Med. e1343. doi:
10.1002/mgg3.1343 (*corresponding author)

Lekszas C, Foresti O, Raote I, Lietdke D, Kénig E-M, Nanda |, Vona B, De Coster P, Cauwels
R, Malhotra V. Biallelic TANGO1 mutations cause a novel syndromal disease due to
hampered cellular collagen secretion. 2020. eLife 9:51319. doi: 10.1101/750349

Doll J, Kolb S, Schnapp L, Rad A, Ruschendorf F, Khan I, Adli A, Hasanzadeh A, Liedtke D,
Knaup S, Hofrichter MA, Muller T, Dittrich M, Kong IK, Kim HG, Haaf T, Vona B*. Novel
Loss-of-Function Variants in CDC14A are Associated with Recessive Sensorineural
Hearing Loss in Iranian and Pakistani Patients. 2020. Int J Mol Sci pii:E311. doi:
10.3390/ijms21010311 (*corresponding author)

Hofrichter MAH, Doll J, Habibi H, Enayati S, Vahidi Mehrjardi MY, Muller T, Dittrich M, Haaf
T, Vona B*. Exome-wide copy number variation analysis identifies a COL9A1 frameshift
deletion that is associated with hearing loss. 2019. Eur J Med Genet 62(10):103724. doi:
10.1016/j.ejmg.2019.103724 (*corresponding author)

Lekszas C, Nanda I, Vona B, Bock J, Ashrafzadeh F, Donyadideh N, Ebrahimzadeh F,
Ahangari N, Maroofian R, Ghayoor Karimiani E, Haaf, T. Unbalanced segregation of a

21



paternal 1(9;11)(p24.3;p15.4) translocation causing familial Beckwith-Wiedemann
syndrome: a case report. 2019. BMC Med Genet 12:83. doi: 10.1186/s12920-019-0539-y

Hedberg-Oldfors C, Abramsson A, Osborn DPS, Danielsson O, Fazlinezhad A, Nilipour Y,
Hubbert L, Nennesmo |, Visuttijai K, Bharj J, Petropoulou E, Shoreim A, Vona B, Ahangari
N, Lopez MD, Doosti M, Banote RK, Maroofian R, Edling M, Taherpour M, Zetterberg H,
Karimiani EG, Oldfors A, Jamshidi Y. Cardiomyopathy with lethal arrhythmias associated
with inactivation of KLHL24. 2019. Hum Mol Genet 28(11):1919-1929. doi:
10.1093/hmg/ddz032

Back D*, Shehata-Dieler W*, Vona B, Hofrichter MAH, Schroder J, Haaf T, Rahne T, Hagen
R, Schraven SP. Phenotypic characterization of DFNB16-associated hearing loss. 2019.
Otol Neurotol 40(1):e48-e55. (*equal contribution) doi:
10.1097/MA0O.0000000000002059

Szczepek AJ, Frejo L, Vona B, Trpchevska N, Cederroth CR, Caria H, Lopez-Escamez JA.
Recommendations on collecting and storing samples for genetic studies in hearing and
tinnitus research. 2019. Ear Hear 40(2):219-226. doi:10.1097/AUD.0000000000000614

Vona B*, Maroofian R, Bellacchio E, Najafi M, Thompson K, Alahmad A, He L, Ahangari N,
Rad A, Shahrokhzadeh S, Bahena P, Mittag F, Traub F, Movaffagh J, Amiri N, Doosti M,
Boostani R, Shirzadeh E, Haaf T, Diodato D, Schmidts M, Taylor RW, Karimiani EG.
Expanding the clinical phenotype of IARS2-related mitochondrial disease. 2018. BMC Med
Genet 19(1):196. doi: 10.1186/s12881-018-0709-3 (*corresponding author)

Bademci G, Abad C, Incesulu A, Rad A, Alper O, Kolb SM, Cengiz FB, Diaz-Horta O, Slian F,
Mihci E, Ocak E, Najafi M, Maroofian R, Yilmaz E, Nur BG, Duman D, Guo S, Sant DW,
Wang G, Monje PV, Haaf T, Blanton SH, Vona B, Walz K, Tekin M. MPZL2 is a novel gene
associated with autosomal recessive nonsyndromic moderate hearing loss. 2018. Hum
Genet 137(6-7):479-486. doi: 10.1007/s0043 9-018-1901-4

Vona B*, Hofrichter MAH, Schroder J, Shehata-Dieler W, Nanda |, Haaf T. Hereditary hearing
loss SNP-microarray pilot study. 2018. BMC Res Notes 14;11(1):391. doi:
10.1186/s13104-018-3466-7 doi: 10.1186/s13104-018-3466-7 (*corresponding author)

Hofrichter MAH, Mojarad M, Doll J, Grimm C, Eslahi A, Hosseini NS, Rajati M, Miller T, Dittrich
M, Maroofian M, Haaf T, Vona B*. The conserved p.Arg108 residue in S1IPR2 (DFNB68)
is fundamental for proper hearing: evidence from a consanguineous Iranian family. 2018.
BMC Med Genet 19(1):81. doi:0.1186/s12881-018-0598-5 (*corresponding author)

Tranebjeerg L, Strenzke N, Lindholm S, Rendtorff ND, Poulsen H, Khandelia H, Kopec W,
Lyngbye TJB, Hamel C, Delettre C, Bocquet B, Bille M, Owen HH, Bek T, Jensen H,
@stergaard K, Mdller C, Luxon L, Carr L, Wilson L, Rajput K, Sirimanna T, Harrop-Griffiths
K, Rahman S, Vona B, Doll J, Haaf T, Bartsch O, Rosewich H, Moser T, Bitner-Glindzicz
M. The CAPOS mutation in ATP1A3 alters Na/K-ATPase function and results in auditory
neuropathy which has implications for management. 2018. Hum Genet 137(2):111-127.
doi:10.1007/s00439-017-1862-z

Vona B, Maroofian R, Mendiratta G, Croken M, Peng S, Ye X, Rezazadeh J, Bahena P,
Lekszas C, Haaf T, Edelmann L, Shi L. Dual diagnosis of Ellis-van Creveld syndrome and
hearing loss in a consanguineous family. 2017. Mol Syndromol 9:5-14.
doi:10.1159/000480458

Vona B*, Nanda |, Shehata-Dieler W, Haaf T. Genetics of tinnitus: still in its infancy. 2017.
Front Neurosci 11:236. doi:10.3389/fnins.2017.00236 (*corresponding author)

22



Vona B*, Lechno S, Hofrichter MAH, Hopf S, LaRig AK, Haaf T, Keilmann A, Zechner U,
Bartsch O. Confirmation of PDZD7 as a nonsyndromic hearing loss gene. 2016. Ear Hear
37(4):e238-246. doi: 10.1097/AUD.0000000000000278 (*corresponding author)

Hofrichter MAH, Nanda |, Graf J, Schroder J, Shehata-Dieler W, Vona B*, Haaf T. A novel de
novo mutation in CEACAM16 associated with postlingual hearing impairment. 2015. Mol
Syndromol 6(4):156-163. doi:10.1159/000439576 (*corresponding author) Editor's
choice article.

Vona B, Hofrichter MAH, Neuner C, Schréder J, Gehrig A, Hennermann JB, Kraus F,
Shehata-Dieler W, Klopocki E, Nanda |, Haaf T. DFNB16 is a frequent cause of congenital
hearing impairment: implementation of STRC mutation analysis in routine diagnostics.
2015. Clin Genet 87(1):49-55. doi:10.1111/cge.12332

Vona B, Miller T, Nanda |, Neuner C, Hofrichter MAH, Schréder J, Bartsch O, LaRig A,
Keilmann A, Schraven S, Kraus F, Shehata-Dieler W, Haaf T. Targeted deafness gene
next generation sequencing of hearing impaired individuals uncovers informative
mutations. 2014. Genet Med 16:945-953. doi: 10.1038/gim.2014.65

Vona B, Nanda I, Neuner C, Schroder J, Kalscheuer VM, Shehata-Dieler W, Haaf T. Terminal
chromosome 4q deletion syndrome: a case report and mapping of critical intervals for
associated phenotypes. 2014. BMC Med Genet 15:72. doi: 10.1186/1471-2350-15-72

Vona B, Neuner C, El Hajj N, Schneider E, Farcas R, Beyer V, Zechner U, Keilmann A, Poot
M, Bartsch O, Nanda |, Haaf T. Disruption of the ATE1 and SLC12A1 genes by balanced
translocation in a boy with non-syndromic hearing loss. 2014. Mol Syndromol 5(1):3-10.
doi: 10.1159/000355443

Vona B, Nanda |, Neuner C, Miller T, Haaf T. Confirmation of GRHL2 as the gene for the
DFNA28 locus. 2013. Am J Med Genet Part A 161A(8):2060-2065. doi:
10.1002/ajmg.a.36017

INVITED REVIEW ARTICLES

Wolf BJ, Kusch K, Hunniford V, Vona B, Kiihler R, Keppeler D, Strenzke N, Moser T. Is there
an unmet medical need for improved hearing restoration? 2022. EMBO Mol Med
8;14(8):e15798. https://doi.org/10.15252/emmm.202215798

Vona B*, Doll J, Hofrichter MAH, Haaf T, Varshney GK*. Small fish, big prospects: using
zebrafish to unravel the mechanisms of hereditary hearing loss. 2020. Hear Res
397:107906. doi: 10.1016/j.heares.2020.107906 (*corresponding author) Published in
the Annual Review for Hearing Research 2020.

Vona B*, Doll J, Hofrichter MAH, Haaf T*. Non-syndromic hearing loss: clinical and diagnostic
challenges. 2020. Med Genet 32(2):117-129. https://doi.org/10.1515/medgen-2020-2022
(*corresponding authors)

Vona B, Miller M, Dofek S, Holderried M, Léwenheim H, Tropitzsch A. A big data perspective
on the genomics of hearing loss. 2019. Laryngorhinootologie 98:5S1-S24. doi: 10.1055/a-
0803-6149

Vona B, Miller M, Dofek S, Holderried M, Léwenheim H, Tropitzsch A. Big data in der
Diagnostik genetischer Schwerhdrigkeit. 2019. Laryngorhinootologie 98:S1-S26. doi:
10.1055/a-0803-6149

23



Vona B*, Nanda I, Hofrichter MAH, Shehata-Dieler W, Haaf T. Non-syndromic hearing loss
gene identification: a brief history and glimpse into the future. 2015. Mol Cell Probes
29(5):260-270. doi:10.1016/j.mcp.2015.03.008 (*corresponding author) Published in the
special issue: Monogenic orphan diseases in man.

INVITED COMMENTARIES

Vona B, Strenzke N. Gradual recovery of auditory brainstem responses in the first DFNB9
patients with successful virus-mediated gene therapy. 2025. Med 8;6(8):100775. doi:
10.1016/j.medj.2025.100775

Vona B. An encounter with the mild side of LARS2-associated Perrault syndrome and its
implications on the diagnostic odyssey. 2023. Eur J Hum Genet 31(4):375-376. doi:
10.1038/s41431-023-01285-0

Vona B. Whole genome sequencing for newborns — The devil is in the details. 2022. Clin
Transl Disc 2:e102. doi: 10.1002/ctd2.102

Vona B. The road traveled and journey ahead for the genetics and genomics of tinnitus. 2022.
Mol Diagn Ther Mar;26(2):129-136. doi: 10.1007/s40291-022-00578-2

Vona B*, Haaf T*. Hereditary auditory disorders. 2020. Med Genet 32(2):107-108. doi:
10.1515/medgen-2020-2017 (*corresponding authors)

Vona B. Heritability and tinnitus. 2019. JAMA Otolaryngol Head Neck Surg 1;145(3):229-
230. doi: 10.1001/jamaot0.2018.3946

Vona B, Haaf T. (eds). Preliminaries: Genetics of Deafness. 2016. Monogr Hum Genet
Volume 20, ppl-8. doi: 10.1159/000442334

BOOK CHAPTER

Vona B, Hofrichter MAH, Chioza BA, Crosby AH, Nanda I, Haaf T. Genetic elucidation of
nonsyndromic hearing loss in the high-throughput sequencing era. 2016. Monogr Hum
Genet Volume 20, pp.56-72. doi: 10.1159/000444599

INVITED EDITORIAL WORK

Co-editing a special issue for Scientific Reports on hearing disorders and deafness.
Submission deadline December 31, 2025.

Co-edited a special issue for Medizinische genetik, the official journal of the German Society
of Human Genetics, about the genetics of hearing loss and other auditory disorders.
Publication date: August 2020.

Vona B and Haaf T. Genetics of Deafness, Karger Publishers AG, Basel. Series: 2016
Monogr Hum Genet Volume 20, ISBN: 978-3-318-05855-0

PREPRINTS

Hale E, Vona B, Goodyear RJ, Osgood RT, Amr SS, Mojica K, Vera-Monroy R, Callahan K,
Gudlewski KL, Quadros R, Ohtsuka M, McGee J, Walsh EJ, Morton CC, Gurumurthy C,
Saunders JE, Richardson GP, Indzhykulian AA. The TECTB-C225Y Variant Causing

24



Autosomal Dominant Deafness in a Nicaraguan Family Enhances Sensitivity to Noise-
Induced Hearing Loss in Mice. 2025. medRxiv doi: 10.1101/2025.08.13.25333146

Gogate N, Jolly A, Rosenfeld JA, Bahena-Carbajal P, Bernstein JA, Bonner D, Busa T, Cristian
I, D’'Souza P, Friedman J, Gorokhova S, Haaf T, Herman |, Isin UU, Jhangiani SN, Johnson
I, Lenberg J, Macnamara EF, Maroofian R, Undiagnosed Diseases Network, Racobaldo
M, Redlich OL, Tifft C, Tos T, Vona B, Zambrano RM, Wentzensen IM, Wigby K, Pehlivan
D, Gibbs RA, Lupski JR, Posey JE. Domain specific phenotypic expansion associated with
variants in MACF1. 2025. medRxiv doi: 10.1101/2025.06.26.25330137

Andreae H, Curcio M, Esmaeelpour S, Jahnke F, Benseler F, Brose N, Vona B. Protocol for
a minigene splice assay using the PpETO01 vector. 2025. bioRxiv doi:
10.1101/2025.02.03.636202

Di Donato N, NMA Consortium, Thom A, Rump A, Greve JN, Kropp M, Cadinanos J, Calabro
S, Cathey S, Chung B, Cope H, Costales M, Cuvertino S, Dinkel P, Erripi K, Fry AE,
Garavelli L, Guan K, Hoffjan S, Janzarik WG, Koenig M, Kreimer |, Kuenzel K, Mancini G,
Marin-Reina P, Meinhardt A, Niehaus |, Pilz D, Ricca |, Santos Simarro F, Schrock E,
Marquardt A, Taft H, Tezcan K, Thunstrom S, Verhagen JV, Verloes A, Wollnik B, Krawitz
P, Hsieh TC, Zeef L, Seifert M, Heide M, Lawrence CB, Roberts N, Manstein D, Woolf AS,
Banka S. Genomic and biological panoramas of non-muscle actinopathies. 2024.
medRxiv doi.org/10.1101/2024.08.21.24310320

Efthymiou S, Leo CP, Deng C, Zhang K, Lin SJ, Maroofian R, Kaiyrzhanov R, Lin R, Karagoz
I, Scardamaglia A, Owrang D, Turchetti V, Jahnke F, Petree C, Derrick AV, Rees M, Alvi
JR, Sultan T, Li C, Jacquemont ML, Tran-Mau-Them F, Valenzuela-Palafoll M, Sidlow R,
Yoon G, Morrow M, Carere A, O’'Connor M, Fleischer J, Gerkes EH, Phornphutkul C, Isidor
B, Rivier-Ringenbach C, Philippe C, Kurul SH, Soydemir D, Kara B, Sunnetci-Akkoyunlu
C, Bothe V, Platzer K, Wieczorek D, Koch-Hogrebe M, Rahner N, Thuresson AC, Matsson
H, Frykholm C, Bozdogdan ST, Bisgin A, Chatron N, Lesca G, Cabet S, Tumer Z, Hjortshgj
TD, Rgnde G, Marquardt T, Reunert J, Afzal E, Zamani M, Azizimalamiri R, Galehdari H,
Nourbakhshd P, Chamanrou N, Chung SK, Suri M, Benke PJ, Zaki MS, Gleeson JG,
CalameDG, Pehlivan D, Yilmaz HI, Gezdirici A, Rad A, Abumansour IS, Oprea G, Sidpra
J, Mankad K, Vona B, Fry AE, Varshney GK, Houlden H, Fu D. Biallelic pathogenic
variants in TRMT1 disrupt tRNA modification and induce a syndromic neurodevelopmental
disorder. 2024. medRxiv doi.org/10.1101/2024.07.18.24310581

Magrinelli F, Tesson C, Angelova PR, Salazar-Villacorta A, Rodriguez JA, Scardamaglia A,
Hon-Yin Chung B, Jaconelli M, Vona B, Esteras N, Ka-Yee Kwong A, Courtin T, Maroofian
R, Alavi S, Nirujogi R, Severino M, Lewis PA, Efthymiou S, O’Callaghan B, Buchert R,
Sofan L, Lis P, Pinon C, Breedveld GJ, Man-Chun Chui M, Murphy D, Pitz V, Makarious
MB, Cassar M, Hassan BA, Iftikhar S, Rocca C, Bauer P, Tinazzi M, Svetel M, Samanci B,
Hanagasi HA, Bilgic B, Obeso JA, Kurtis MM, Cogan G, Basak AN, Kiziltan G, Gul T,
Yalcin G, Elibol B, Barisi¢ N, Wei-Sen Ng E, Fan SS, Hershkovitz T, Weiss K, Alvi JR,
Sultan T, Alkhawaja IA, Froukh T, Alrukban HAE, Fauth C, Schatz UA, Zbdggeler T, Zech
M, Stals K, Varghese V, Gandhi S, Blauwendraat C, Hardy JA, Lesage S, Bonifati V, Haack
TB, Bertoli-Avella AM, Steinfeld R, Alessi DR, Steller H, Brice A, Abramov AY, Bhatia KP,
Houlden H. PSMF1 variants cause a phenotypic spectrum from early-onset Parkinson’s
disease to perinatal lethality by disrupting mitochondrial pathways. 2024. medRxiv
doi.org/10.1101/2024.06.19.24308302

Koparir A, Lekszas C, Keseroglu K, Rose T, Rappl L, Rad A, Maroofian R, Narendran N,

Hasanzadeh A, Karimiani EG, Boschann F, Kornak U, Klopocki E, Ozbudak EM, Vona B,
Haaf T, Liedtke D. Zebrafish as a model to investigate a biallelic gain-of-function variant in

25



MSGN1, associated with a novel skeletal dysplasia syndrome. 2024. Res Sq
doi.org/10.21203/rs.3.rs-3899944/v1

Ni C*, Yu L*, Vona B*, Park D, Wei Y, Schmitz DA, Wei Y, Ding Y, Sakurai M, Ballard E, Liu
Y, Kumar A, Xing C, Kim HG, Ekmekci C, Karimiani EG, Imannezhad S, Eghbal F, Badv
RS, Schwaibold EMC, Dehghani M, Mehrjardi MYV, Metanat Z, Eslamiyeh H, Khouj E,
Alhajj SMN, Chedrawi A, Alves CAPF, Houlden H, Kruer M, Alkuraya FS, Cenik C,
Maroofian R, Wu J, Buszczak M. An inappropriate decline in ribosome levels drives a
diverse set  of neurodevelopmental disorders. 2024. bioRxiv doi:
10.1101/2024.01.09.574708 (*shared first author)

Redfield SE, De-la-Torre P, Zamani M, Wang H, Khan H, Morris T, Shariati G, Karimi M, Kenna
MA, Seo GH, Xu H, Lu W, Naz S, Galehdari H, Indzhykulian AA*, Shearer AE*, Vona B*.
PKHD1L1, A Gene Involved in the Stereociliary Coat, Causes Autosomal Recessive
Nonsyndromic Hearing Loss. 2023. medRxiv doi: 10.1101/2023.10.08.23296081
(*corresponding authors, equal contribution)

Vona B*, Mazaheri N, Lin S, Dunbar LA, Maroofian R, Azaiez H, Booth KT, Vitry S, Rad A,
Ruschendorf R, Varshney P, Fowler B, Beetz C, Alagramam KN, Murphy D, Shariati G,
Sedaghat A, Houlden H, Petree C, VijayKumar S, Smith RJH, Haaf T, EI-Amraoui A, Bowl,
MR*, Varshney GK, Galehdari H. A biallelic variant in CLRN2 causes non-syndromic
hearing loss in humans. 2021. bioRxiv doi: 10.1101/2020.07.29.222828
(*corresponding authors)

Prasad S, Vona B, Difieiro M, Costales M, Gonzéalez-Aguado R, Fontalba A, Diego-Pérez C,
Subasioglu A, Bademci G, Tekin M, Cabanillas R, Cadifianos J, Fridberger A. Radixin
modulates the function of outer hair cell stereocilia. 2020. bioRxiv doi:
10.1101/2020.02.11.944355

Lekszas C, Foresti O, Raote I, Lietdke D, Konig E-M, Nanda |, Vona B, De Coster P, Cauwels
R, Malhotra V. Biallelic TANGO1 mutations cause a novel syndromal disease due to
hampered cellular collagen secretion. 2019. bioRxiv doi: 10.1101/750349

INVITED PRESENTATIONS

Vona B. A human genetics journey toward unravelling the genomics of auditory function.
Neuroscience PhD Series. Medical University Innsbruck, Innsbruck, Austria, April 2",
2025.

Vona B, Wollnik B. Human genetic diagnostics for hearing loss. Deutsche Gesellschaft fur
Audiologie & Arbeitsgemeinschaft Deutschsprachiger Audiologen und Neuro-Otologen
Annual Meeting, Gottingen, Germany, March 19™, 2025. Invited Tutorial.

Vona B. Perspectives on precision medicine for hereditary hearing loss: from gene discovery
to gene therapy. International Congress of the Iranian Medical Sciences Students, Urmia,
Iran, September 7™, 2024. Keynote Speaker.

Vona B. A human genetics journey toward unravelling the genomics of auditory function.
Spring Seminar Series. Creighton University, Omaha, NE, USA, May 15", 2024.

Vona B. Genetic diagnosis of hearing loss. NHS Northwest Genomic Laboratory Hub
Seminar. Liverpool, England, December 7%, 2023.

Vona B. From diversity to discovery: llluminating inner ear genetics and therapeutics through
patient engagement. Inner Ear Biology Workshop, London, England, September 3", 2023.

26



Vona B. Genetic diagnosis of hearing loss. European Society of Human Genetics. Glasgow,
Scotland, June 13™, 2023.

Vona B. Cochlear implantation from the genetic perspective. Deutsche Gesellschaft fir Hals-
Nasen-Ohren-Heilkunde, Kopf- und Hals-Chirurgie, Leipzig, Germany, May 18", 2023.

Vona B. A genomic view of hereditary hearing loss. University College London Ear Institute
Seminar Series, Virtual, March 4", 2022.

Vona B. A genomic view of hereditary hearing loss. Hamad Bin Khalifa University Seminar
Series, Virtual, February 16", 2022.

Vona B. Advances in hearing loss diagnostics testing: a gateway to therapeutic development.
Inner Ear Disorders Therapeutics Summit, Virtual, May 25", 2021.

Vona B. Genetics of Hearing Loss: A sneak peek at two candidate genes. Radboud University
Medical Center, Department of Human Genetics, Nijmegen, the Netherlands, November
11, 2019.

Vona B. Genetic diagnosis of hearing loss. Hospital Universitario San Cicilio Conference,
University of Granada, Granada, Spain, February 25", 20109.

Hertzano R, Vona B. Session co-chair: Inner-Ear Genomics and Gene Regulation.
Association for Research in Otolaryngology Mid-Winter Meeting, Baltimore, MD, USA,
February 9-13, 2019.

Vona B. From diagnostics to novel gene discovery—a gene hunter's guide to hereditary
hearing loss. Progress in Neuroscience Research of the Retina and Inner Ear, Center for
Neurosensory Systems, Tubingen, Germany, January 24", 2019.

Vona B, Nanda I, Haaf T. Advances in hearing loss gene mutation detection: the gateway to
therapeutic target development. New Horizons in Vision and Hearing Research, Tibingen,
Germany, March 5-7, 2018.

Vona B. Genetics of Deafness. Arbeitsgemeinschaft Deutschsprachiger Audiologen,
Neurootologen und Otologen (ADANO) Herbsttagung, Tldbingen, Germany, September
21-22, 2017.

CONFERENCE PRESENTATIONS

Hale EB, Vona B, Goodyear RJ, Osgood RT, Shen J, Amr SS, Mojica K, Vera-Monroy R,
Callahan K, Gudlewski KL, Quadros R, Morton CC, Gurumurthy C, Saunders JE,
Richardson G, Indzhykulian AA. The TECTB-C225Y Variant Causes Autosomal Dominant
Deafness in a Nicaraguan Family Enhances Sensitivity to Noise-Induced Hearing Loss in
Ageing Mice. 2025. 60" Inner Ear Biology Workshop, Tiibingen, Germany, September 13-
16, 2025.

Koparir A, Bahena P, Hofrichter MAH, Zamani M, Tovornik S, Koparir E, Torbati P, Rad A,
Owrang D, Kalay I, Dragicevic N, Chamanrou N, Martinez Voélter LN, Christophersen N,
Baranzehi T, Loum S, Shadab M, Alidadiani N, Shahrooz G, Haack T, Alavi A, Kremer H,
Kordi-Tamandani D, Karimiani EG, Hebestreit H, Galehdari H, Flandin S, Sheata Dieler
W, Maroofian R, Haaf T, Vona B. Clinical and genetic heterogeneity of syndromic hearing
loss with an emphasis on syndromic genes mimicking non-syndromic hearing loss. 2025.
European Society of Human Genetics, Milan, Italy, May 24-27, 2025.

27



Bdgershausen N, Vona B, Cyganek L, Fedorenko A, Take P, Strohmeyer C, Hoerauf H,
Wollnik B. InsightRP2: a global patient registry for RP2-associated X-linked retinitis
pigmentosa. 2025. European Society of Human Genetics, Milan, Italy, May 24-27, 2025.

Essid M, Haddad S, Fraize J, Jalouli O, Raza Alvi J, Bakhtiari S, Ben Hafsa M, Benrhouma H,
Bouchaala W, Burger R, Cai E, Chand P, Chatron N, Darvish H, Efthymiou S, Galaz
Montoya CI, Haider S, Houlden H, Jelani M, Khan H, Kraoua I, Kruer MC, Maroofian R,
Riesch E, Sanlaville D, Schoonjans AS, Seo GH, Stamberger H, Sultan T, Triki C, Ville D,
Vona B, Zaman Q, Zuchner S, Eibl C, Obermair GJ, Lesca G. Involvement of CACNA2D2
in developmental and epileptic encephalopathy through disruption of calcium channel
functionality and synaptic function. 2025. European Society of Human Genetics, Milan,
Italy, May 24-27, 2025.

Vona B, Strenzke N, Pangrsic T, Wollnik B. A global patient registry for CABP2-associated
hearing loss (DFNB93). 2025. Deutsche Gesellschaft fir Humangenetik, Innsbruck,
Austria, April 2-4, 2025.

Andreae H, Jahnke F, Zhang Z, Benseler F, Vona B. Using the pETO01 exon trapping vector
to unmask splicing effects of synonymous OTOF variants. 2025. Deutsche Gesellschaft
fur Humangenetik, Innsbruck, Austria, April 2-4, 2025.

Curcio M, Andreae H, Zhang Z, Owrang D, Benseler F, Vona B. Uncovering the splicing
effects of Otoferlin missense variants and their potential impact on hearing loss. 2025.
Deutsche Gesellschaft fur Humangenetik, Innsbruck, Austria, April 2-4, 2025.

Owrang D, Zamani M, Lezirovitz K, Rad A, Martinez Vdlter L, Chen H, Hofrichter MAH, Bartsch
O, Jahnke F, Chamanrou N, Mendes BCA, Andreae H, Curcio M, Hiromi Hoshino AC, Kaoji
Tsuji R, Qiticica J, Christophersen N, Strenzke N, Maroofian R, Wollnik B, Mingroni-Netto
R, Haaf T, Galehdari H, Moser T, Vona B. Analysis of 30 Families with OTOF Variants
and Functional Characterization of Canonical and Cryptic Splice Variants. 2025. Deutsche
Gesellschaft fir Humangenetik, Innsbruck, Austria, April 2-4, 2025.

Tesson C, Angelova P, Salazar-Villacorta A, Rodriguez J, Scardamaglia A, Chung B, Jaconell
M, Vona B, EsterasN, Kwong A, Courtin T, Maroofian R, Alavi S, Nirujogi R, Severino M,
Lewis P, Efthymiou S, O'Callaghan B, Buchert R, Sofan L, Lis P, Pinon C, Breedveld G,
Chui M, Murphy D, Pitz V, Makarious M, Cassar M, Hassan B, Iftikhar S, Rocca C, Bauer
P, Tinazzi M, Svetel M, Samanci B, Hanagas! H, Bilgic B, Obeso J, Kurtis M, CoganG,
Basak A, KiziltanG, Gil T, Yal¢in-Cakmakli G, Elibol B, Barisi¢ N, Ng E, Fan S, Hershkovitz
T, Weiss K, Raza Alvi J, Sultan T, Azmi Alkhawaja I, Froukh T, Abdollah E Alrukban H,
Fauth C, Schatz U, Zbggeler T, Zech M, Stals K, Varghese V, Gandhi S, Blauwendraat C,
Hardy J, Lesage S, Bonifati V, Haack T, Bertoli-Avella A, Steinfeld R, Alessi D, Steller H,
Brice A, Abramov A, Bhatia K, Houlden H. PSMF1 variants cause a phenotypic spectrum
from early-onset Parkinson's disease to perinatal lethality by disrupting mitochondrial
pathways. 2024. International Congress of Parkinson’s Disease and Movement Disorders,
Philadelphia, PA, USA, September 27-October 1, 2024.

von Hardenberg, S., Wiemers A., Phillipe C, S. Goldacker S., Vona B., Auber, B. Uncovering
a novel syndromic immune disorder. European Society for Immunodeficiencies. 2024.
Marseille, France, October 16-19, 2024.

Vona B, Strenzke N, Moser T, Wollnik B. The establishment of a patient registry for Otoferlin-

related hearing loss. 2024. European Society of Human Genetics Conference, Berlin,
Germany, June 1-4, 2024.

28



Christophersen N, Zamani M, Mazaheri N, Rad A, Maroofian R, Galehdari H, Vona B. The
discovery of the second family with Clarin-2-related autosomal recessive hearing loss.
2024. European Society of Human Genetics Conference, Berlin, Germany, June 1-4, 2024.

Jahnke F, Zhang Z, Owrang D, Vona B. Using the pSPL3 exon trapping vector to unmask
splicing effects of otoferlin coding variants. 2024. European Society of Human Genetics
Conference, Berlin, Germany, June 1-4, 2024.

Kalay I, Vona B. Homozygosity for a Dominant Novel NPR2 Splice-Altering Variant in a
Turkish Family. 2024. European Society of Human Genetics Conference, Berlin, Germany,
June 1-4, 2024.

Efthymiou S, Deng C, Leo C, Zhang K, Qing Lin R, Karagoz |, Scardamaglia A, Owrang D,
Maroofian R, Vona B, Fry A, Houlden H, Fu D. Novel bi-allelic TRMT1 variants perturb
tRNA modifications expanding the clinical spectrum of intellectual disability. 2024.
European Society of Human Genetics Conference, Berlin, Germany, June 1-4, 2024.

Najarzadeh Torbati P, Karimiani EG, Zamani M, Kaiyrzhanov R, Liebmann L, Vona B,
Huebner AK, Calame D, Misra VK, Sadeghian S, Azizimalamiri R, Mohammadi MH,
Zeighami J, Heydaran S, Toosi MB, Akhondian J, Babaei M, Hashemi N, Schnur R, Suri
M, Setzke J, Wagner M, Brunet T, Grochowski CM, Emrick L, Chung WK, Hellmich U,
Schmidts M, Lupski J, Galehdari H, Severino M, Houlden H, Hibner C, Maroofian R.
Biallelic variants in SLC4A10 lead to a neurodevelopmental disorder. 2024. European
Society of Human Genetics Conference, Berlin, Germany, June 1-4, 2024.

Efthymiou S, Scala M, Nagaraj V, Ochenkowska K, Komdeur F, Liang R, Abdelhamid M,
Sultan T, Bargy T, van Ghelue M, Vona B, Maroofian R, Zafar F, Alkuraya F, Zaki M,
Severino M, Tryon R, Brauteset L, Duru K, Ansari M, Hamilton M, van Haelst M, van
Haaften G, Zara F, Houlden H, Samarut E, NicholsC, Falkenberg Smeland M,
Mcclenaghan C. Novel biallelic ABCC9 loss-of-function variants expand ABCC9-related
intellectual disability and myopathy syndrome. 2024. European Society of Human Genetics
Conference, Berlin, Germany, June 1-4, 2024.

Redfield SE, De-la-Torre P, Zamani M, Wang H, Khan H, Morris T, Shariati G, Karimi M, Kenna
MA, Seo GH, Xu H, Lu W, Naz S, Galehdari H, Indzhykulian AA, Shearer AE, Vona B.
PKHD1L1, a Gene Involved in the Stereociliary Coat, Causes Autosomal Recessive
Nonsyndromic Hearing Loss. 2024. Bellucci Symposium, Creighton University, Omaha
NE, USA, May 17, 2024.

Tshering KC, DiStefano MT, Oza AM, Ajuyah Robertson P, Webb R, Edoh E, Broeren E, Ratliff
J, Gitau V, Azaiez H, Booth KTA, Kenna M, Schimmenti LA, Smith RJ, Rehm HL, Abou
Tayoun AN, Amr SS on behalf of the ClinGen Hearing Loss Clinical Domain Working
Group. Recuration of hearing loss associated- genes demonstrate significant change in
gene-disease validity over time. 2024. Curating the Clinical Genome. Baltimore, MD, USA,
May 9-10, 2024.

Redfield SE, De-la-Torre P, Zamani M, Wang H, Khan H, Morris T, Shariati G, Karimi M, Kenna
MA, Seo GH, Xu H, Lu W, Naz S, Galehdari H, Indzhykulian AA, Shearer AE, Vona B.
PKHD1L1, a Gene Involved in the Stereociliary Coat, Causes Autosomal Recessive
Nonsyndromic Hearing Loss. 2024. Association for Research in Otolaryngology Mid-
Winter Meeting, Anaheim, CA, USA, February 3-7, 2024.

29



Taylor JC, Pagnamenta AT, Camps C, Giacopuzzi E, Taylor JM, Hashim M, Calpena E,
Kaisaki PJ, Hashimoto A, Yu J, Kini U, Wilkie AOM, Popitsch N, OxClinWGS Consortium.
2023. American Society of Human Genetics, Washington DC, USA, November 1-5, 2023.

Efthymiou S, Scala M, Nagaraj V, Ochenkowska K, Komdeur FL, Liang RA, Abdel-Hamid MS,
Sultan T, Bargy T, Van Ghelue M, Vona B, Maroofian R, Zafar F, Alkuraya FS, Zaki MS,
Severino M, Vigdis Brauteset L, Tryon RC, van Haelst MM, van Haaften G, Zara F,
Houlden H, Samarut E, Nichols CG, Smeland MF, McClenaghan C. Novel biallelic ABCC9
loss-of-function variants expand AIMS - a neurodevelopmental disorder with myopathic
features. 2023. Manchester Dysmorphology Conference, Manchester, UK, October 16-18,
2023.

Huang K, Lin SJ, Petree C, Vona B, Varshney GK. Functional analysis of wfsl-deficient
zebrafish shed light on the etiology of Wolfram syndrome. 2023. Society for Developmental
Biology Conference, Chicago, IL, USA, July 20-23, 2023.

Lin SJ, Vona B, Lau T, Maroofian R, Varshney GK. Evaluating the association of biallelic
OGDHL variants with a clinically heterogeneous syndrome. 2023. European Society of
Human Genetics Conference, Glasgow, Scotland, June 10-13, 2023.

Tasan H, Rasheed A, Rageeb A, Setzke J, Vona B, Seo GH, Kriouile Z, Alvi JR, Cali E,
Salpietro V, Sultan T, Maroofian R, Naz S, Houlden H, Ferdinandusse S, Efthymiou S.
Novel biallelic variants expand the phenotypic spectrum of FAR1-related disorder. 2023.
European Society of Human Genetics Conference, Glasgow, Scotland, June 10-13, 2023.

Vona B, Schwartzbaum DA, Rodriguez AA, Lewis SS, Toosi MB, Radhakrishnan P, Bozan N,
Akin R, Doosti M, Manju R, Duman D, Sineni CJ, Nampoothiri S, Karimiani EG, Houlden
H, Bademci G, Tekin M, Girisha KM, Maroofian R, Douzgou S. Biallelic KITLG variants
lead to a distinct spectrum of hypomelanosis and sensorineural hearing loss. 2023.
Deutsche Gesellschaft fur Humangenetik, Kassel, Germany, March 15-17, 2023.

Zhang Z, Owrang D, Vona B. Unmasking splicing effects of Otoferlin missense variants. 2023.
Deutsche Gesellschaft fir Humangenetik, Kassel, Germany, March 15-17, 2023.

Owrang D, Rad A, Lin SJ, Kolb SM, Oprea G, Skrahina V, Huang K, Waheed N, Hussain M,
Riaz S, Bahena P, Haaf T, Varshney GK, Schindler D, Vona B. Mutations affecting
Glycine-X-Y repeats in the COL4AG6 gene cause hearing loss. 2023. Deutsche Gesellschaft
fur Humangenetik, Kassel, Germany, March 15-17, 2023.

Schade-Mann T, Gamerdinger P, Dofek S, Schulte B, Schulze M, Fehr S, Biskup S, Haack
TB, Stobe P, Heyd A, Harre J, Lesinski-Schiedat A, Bichner A, Lenarz T, Warnecke A,
Mdller M, Vona B, Dahlhoff E, Lowenheim H, Holderried M, Tropitzsch A. Variability in
Cochlear implantation outcomes in a large German cohort With a genetic etiology of
hearing loss. 2023. Association for Research in Otolaryngology Mid-Winter Meeting.
Orlando, FL, USA, February 11-15, 2023.

Koparir A, Lekszas C, Keseroglu K, Rad A, Narendran N, Hasanzadeh A, Karimiani EG,
Ertugrul Ozbudak M, Vona B, Haaf T. A biallelic gain-of-function variant in MSGN1 causes
a new skeletal dysplasia syndrome. European Society of Human Genetics Conference,
Vienna, Austria, June 11-14, 2022.

Girisha K, Vona B, Schwartzbaum D, Rodriguez AA, Lewis S, Beiraghi Toosi M,
Radhakrishnan P, Bozan N, Akin R, Doosti M, Manju R, Duman D, Sineni CJ, Nampoothiri
S, Karimiani EG, Houlden H, Bademci G, Tekin M, Douzgou Houge S, Maroofian R.
Biallelic variants in KITLG cause Waardenburg syndrome type 2, albinism-deafness

30



syndrome and oculocutaneous albinism. European Society of Human Genetics
Conference, Vienna, Austria, June 11-14, 2022.

Engert J, Doll J, Vdlker J, Bieniussa L, Scholl M, Vona B, Hagen R, Rak K.
Molekulargenetische Analyse zur Identifizierung relevanter Faktoren der Neurogenese des
Nucleus cochlearis der Ratte im zeitlichen Verlauf. Deutsche Gesellschaft fir Hals-Nasen-
Ohren-Heilkunde, Hannover, May 25-28, 2022.

Vona B, Schwartzbaum DA, Rodriguez AA, Lewis SS, Toosi MB, Radhakrishnan P, Bozan N,
Akin R, Doosti M, Manju R, Duman D, Sineni CJ, Nampoothiri S, Karimiani EG, Houlden
H, Bademci G, Tekin M, Girisha KM, Maroofian R, Douzgou S. Biallelic KITLG variants
lead to a distinct spectrum of hypomelanosis and sensorineural hearing loss. Molecular
Biology of Hearing and Deafness Conference, lowa City, IA, USA, May 24-27, 2022.

Vona B, Lin SJ, Barbalho PG, Kaiyrzhanov R, Maroofian R, Petree C, Severino M, Stanley V,
Varshney P, Bahena P, Alzahrani F, Alhashem A, Pagnamenta AT, Aubertin G, Estrada-
Veras Jl, Diaz Herndndez HA, Mazaheri N, Oza A, Thies J, Renaud DL, Dugad S, McEvoy
J, Sultan T, Pais LS, Tabarki B, Villalobos-Ramirez D, Rad A, Genomics England
Research Consortium, Galehdari H, Ashrafzadeh F, Sahebzamani A, Saeidi K, Torti E,
Elloumi HZ, Mora S, Palculict TB, Yang H, Wren JD, Fowler B, Joshi M, Behra M, Burgess
SM, Nath SK, Hanna MG, Kenna M, Merritt Il L, Houlden H, Karimiani EG, Alkuraya FS,
Haaf T, Zaki MS, Gleeson JG, Varshney GK. Biallelic variants in KARS1 are associated
with neurodevelopmental disorders and hearing loss recapitulated by the knockout
zebrafish. 2022. Deutsche Gesellschaft fir Humangenetik, Wirzburg, Germany, March
16-18, 2022.

Yigit G, Igbal M, Maroofian R, Cavdarl B, Riccardi F, Field M, Banka S, Bubshait DK, Li Y,
Hertecant J, Baig SM, Dyment D, Efthymiou S, Abdullah U, Makhdoom EUH, Ali Z, Scherf
de Almeida T, Molinari F, Mignon-Ravix C, Chabrol B, Antony J, Ades L, Pagnamenta AT,
Jackson A, Douzgou S, Genomics England Research Consortium, Beetz C, Karageorgou
V, Vona B, Rad A, Baig JM, Sultan T, Alvi JR, Magbool S, Rahman F, Toosi MB,
Ashrafzadeh F, Imannezhad S, Karimiani EG, Sarwar Y, Khan S, Jameel M, Noegel AA,
Budde B, Altmdiller J, Motameny S, Hohne W, Houlden H, Nirnberg P, Wollnik B, Villard
L, Alkuraya FS, Osmond M, Hussain MS. Biallelic variants in PCDHGC4 cause a novel
neurodevelopmental syndrome with progressive microcephaly, seizures, and joint
anomalies. 2022. Deutsche Gesellschaft fir Humangenetik, Wirzburg, Germany, March
16-18, 2022.

Weingart J, Gallant P, Doll J, Vona B, Rad A, Maroofian R, Haaf T, Hofrichter MAH. The
autosomal recessive hearing loss gene LHFPL5 — a game changer for the Mendelian rule?
2022. Deutsche Gesellschaft fur Humangenetik, Wirzburg, Germany, March 16-18, 2022.

Bengl D, Hofrichter M, Borst A, Liedtke D, Doll J, Maroofian R, Vona B, Haaf T. In vitro analysis
of a novel TECTA splice site variant causing hearing loss in two independent Iranian
families. 2022. Deutsche Gesellschaft fir Humangenetik, Wirzburg, Germany, March 16-
18, 2022.

Yigit G, Igbal M, Maroofian R, Cavdarli B, Riccardi F, Field M, Banka S, Bubshait DK, Li Y,
Hertecant J, Baig SM, Dyment D, Efthymiou S, Abdullah U, Makhdoom EUH, Ali Z, Scherf
de Almeida T, Molinari F, Mignon-Ravix C, Chabrol B, Antony J, Ades L, Pagnamenta AT,
Jackson A, Douzgou S, Genomics England Research Consortium, Beetz C, Karageorgou
V, Vona B, Rad A, Baig JM, Sultan T, Alvi JR, Magbool S, Rahman F, Toosi MB,
Ashrafzadeh F, Imannezhad S, Karimiani EG, Sarwar Y, Khan S, Jameel M, Noegel AA,
Budde B, Altmiiller J, Motameny S, Hohne W, Houlden H, Nirnberg P, Wollnik B, Villard
L, Alkuraya FS, Osmond M, Hussain MS. Biallelic variants in PCDHGC4 cause a novel

31



neurodevelopmental syndrome with progressive microcephaly, seizures, and joint
anomalies. 2022. Assises de Génétiqgue Humaine et Médicale, Rennes, France, February
1-4, 2022.

Varshney GK, Lin SJ, Vona B, Barbalho PG, Kaiyrzhanov R, Maroofian R, Petree C, Severino
M, Stanley V, Varshney P, Bahena P, Alzahrani F, Alhashem A, Pagnamenta AT, Aubertin
G, Estrada-Vera J, Diaz-Hernandez HA, Mazahery N, Oza A, Thies J, Renaud DL, Dugad
S, McEvoy J, Sultan T, Pais L, TabarkiB, Villalobos-Ramirez D, Rad A, Genomics England
Research Consortium, Galehdari H, Ashrafzadeh F, Sahebzamani A, Saeidi K, Torti E,
Mora S, Palculict T, Yang H, Joshi M, Behra M, Burgess S, Nath SK, Hanna M, Kenna M,
Houlden H, Ghayoor E, Zaki MS, Haaf T, Alkuraya FS, Gleeson J. Biallelic variants in
KARSL1 are associated with neurodevelopmental disorders and hearing loss recapitulated
by the knockout zebrafish. American Society of Human Genetics, Virtual, October 18-22,
2021.

Vona B, Schade-Mann T, Stébe P, Gamerdinger P, Rad A, Sturm M, Léwenheim H, Haack
TB, Tropitzsch A. Further evidence of involvement of SERPINBG6 in autosomal recessive
non-syndromic hearing loss. European Society of Human Genetics, Virtual, August 28-31,
2021.

Rad A, Najafi M, Suri F, Loum S, Karimiani EG, Murphy D, Doosti M, Daftarian N, Torbati PN,
Moghaddasi A, Ahmadieh H, Rajati M, Hashemi N, Vona B, Schmidts M. Biallelic
pathogenic variants in COL9A3 confirm autosomal recessive Stickler syndrome. European
Society of Human Genetics, Virtual, August 28-31, 2021.

Niceta M, Lin YC, Muto V, Vona B, Pagnamenta AT, Maroofian R, Beetz C, Duyvenvoorde
HV, Dentici ML, Lauffer P, Vallian S, Ciolfi A, Pizzi S, Bauer P, Griining NM, Bellacchio E,
Del Fattore A, Petrini S, Shaheen R, Tiosano D, Halloun R, Pode-Shakked B, Albayrak
HM, Isik E, Wit JM, Dittrich M, Freire BL, Bertola DR, Jorge AAL, Barel O, Sabir AH, Al
Tenaiji AMJ, Taji SM, Al-Sannaa N, Al-Abdulwahed H, Digilio MC, Irving M, Anikster Y,
Bhavani GSL, Girisha KM, Haaf T, Taylor JC, Dallapiccola B, Alkuraya FS, Yang RB,
Tartaglia M. 2021. SCUBE3 loss-of-function causes a recognizable recessive
developmental disorder due to defective bone morphogenetic protein signaling. European
Society of Human Genetics, Virtual, August 28-31, 2021.

Ziegler A, Duclaux-Loras R, Revenu C, Begue B, Duroure K, Grimaud L, Guihot AL, Desquiret-
Dumas V, Zarhrate M, Mas E, Breton A, Edouard T, Billon C, Frank M, Colin E, Lenaers
G, Henrion D, Lyonnet S, Faivre L, Alembik Y, Philippe A, Moulin B, Reinstein E, Tzur S,
Attali R, McGillivray G, White SM, Gallacher L, Kutsche K, Schneeberger P, Girisha KM,
Nayak SS, Pais L, Maroofian R, Vona B, Karimiani EG, Lekszas C, Haaf T, Martin L,
Ruemmele F, Bonneau D, Cerf-Bensussan N, Del Bene F, Parlato M. Bi-allelic loss of
function variants in IPO8 cause a connective tissue disorder associated with
cardiovascular defects, skeletal abnormalities, and immune dysregulation. European
Society of Human Genetics, Virtual, August 28-31, 2021.

Lin SJ, Vona B, Barbalho PG, Kaiyrzhanov R, Maroofian R, Petree C, Severino M, Stanley V,
Varshney P, Bahena P, Alzahrani F, Alhashem A, Pagnamenta AT, Aubertin G, Estrada-
Veras JI, Diaz Herndndez HA, Mazaheri N, Oza A, Thies J, Renaud DL, Dugad S, McEvoy
J, Sultan T, Pais LS, Tabarki B, Villalobos-Ramirez D, Rad A, Genomics England
Research Consortium, Galehdari H, Ashrafzadeh F, Sahebzamani A, Saeidi K, Torti E,
Elloumi HZ, Mora S, Palculict TB, Yang H, Wren JD, Fowler B, Joshi M, Behra M, Burgess
SM, Nath SK, Hanna MG, Kenna M, Merritt Il L, Houlden H, Karimiani EG, Alkuraya FS,
Haaf T, Zaki MS, Gleeson JG, Varshney GK. Biallelic variants in KARS1 are associated
with neurodevelopmental disorders with hearing loss recapitulated by the knockout
zebrafish. International Zebrafish Conference, Virtual, June 16-22, 2021.

32



Engert J, Doll J, Vdélker J, Scholl M, Bieniussa L, Vona B, Hagen R, Rak K.
Molekulargenetische Untersuchung zur Neurogenese wahrend der Entwicklung und
Reifung der Horbahn. Deutsche Gesellschaft fir Hals-Nasen-Ohren-Heilkunde. Virtual-
May 13-15, 2021.

Vona B, Tropitzsch A, Stobe P, Gamerdinger P, Schade-Mann T, Rad A, Miller M, Sturm M,
Riess O, Haack TB, Léwenheim H. Towards personalized medicine through advancing
molecular genetic diagnostic approaches. Association for Research in Otolaryngology Mid-
Winter Meeting. Virtual. February 20-24, 2021. Selected for the Young Investigator
Symposium

Vona B, Tropitzsch A, Rad A, Schneider F, Mtller M; Schade-Mann T, Biskup S, Lowenheim
H. A novel splicing variant confirms COL11Al as a cause of autosomal dominant non-
syndromic hearing loss in the DFNA37 locus. European Society of Human Genetics
Conference, Virtual (Berlin, Germany), June 6-9, 2020.

Rad A, Maroofian R, Mazaheri N, Oostrik J, Loum S, Léwenheim H, Haaf T, Galehdari H,
Kremer H, Vona B. Characterizing a large Iranian cohort of non-syndromic hearing loss
families using molecular inversion probe and exome sequencing. European Society of
Human Genetics Conference, Virtual (Berlin, Germany), June 6-9, 2020.

Doll J, Kolb S, Schnapp L, Rad A, Ruschendorf F, Khan I, Adli A, Hasanzadeh A, Liedtke D,
Knaup S, Hofrichter MAH, Miller T, Dittrich M, Kong I, Kim H, Haaf T, Vona B. Further
evidence of involvement of CDC14A in autosomal recessive non-syndromic hearing loss.
European Society of Human Genetics Conference, Virtual (Berlin, Germany), June 6-9,
2020.

Hofrichter MAH, Rad A, Kolb S, Weingart J, Doll J, Muller T, Remmele C, Dittrich M, Maroofian
R, Haaf T, Vona B. Analysis of recurrent mutations in different Iranian families with hearing
loss. European Society of Human Genetics Conference, Virtual (Berlin, Germany), June
6-9, 2020.

Arenas-Sordo M, Linares Mendoza P, Doll J, Bahena P, Hofrichter M, Vona B, Pefiuelas-
Romero K, Haaf T. Whole exome sequencing in hearing loss Mexican family cases.
European Society of Human Genetics Conference, Virtual (Berlin, Germany), June 6-9,
2020.

Tropitzsch A, Miller M, Dofek S, Gemerdinger P, Lowenheim H, Vona B. Reclassification f
the causes of hereditary hearing impairment based on past data. 91. Jahresversammlung
in der HNO-Heilkunde, Kopf- und Hals-Chirurgie. Berlin, Germany, May 20-May 23, 2020.

Schade-Mann T, Vona B, Tropitzsch A, Schneider F, Miiller M; Biskup S, Lowenheim H.
DFNA37 (autosomal dominant non-syndromic hearing loss 37) is caused by COL11A1
variants — confirmatory evidence by a novel splicing variant. 91. Jahresversammlung in
der HNO-Heilkunde, Kopf- und Hals-Chirurgie. Berlin, Germany, May 20-May 23, 2020.

Schade-Mann T, Vona B, Tropitzsch A, Schneider F, Miller M; Lowenheim H. COL11Al
causes autosomal dominant non-syndromic hearing loss in the DFNA37 locus —
confirmation of a novel splicing variant. Association for Research in Otolaryngology Mid-
Winter Meeting. San Jose, CA, USA, January 25-29, 2020.

Vona B, Mazaheri N, Maroofian R, Azaiez H, Booth KT, Clancey K, Shariati G, Sedaghat A,
Stepanyan R, Smith RJH, Haaf T, Galehdari H, Alagramam KN, Gopal SR. Disruption of

33



CLRN2, a gene encoding clarin-2, causes autosomal recessive hearing loss in humans
and zebrafish. 56" Inner Ear Biology Workshop, Padua, Italy, September 7-10, 2019.

Vona B, Tropitzsch A, Schnieder F, Schade-Mann T, Miiller M, Biskup S, Lowenheim H. A
novel splicing variant confirms COL11Al1 as a cause of autosomal dominant non-
syndromic hearing loss in the DFNA37 locus. 56" Inner Ear Biology Workshop, Padua,
Italy, September 7-10, 2019.

Hedberg-Olfors C, Abramsson A, Osborn D, Danielsson O, Fazlinezhad A, Nilipour Y, Hibbert
L, Nennesmo |, Visuttijai K, Bharj J, Petropoulou E, Shoreim A, Vona B, Ahangari N, Davila
Lépez M, Doosti M, Kumar Banote R, Maroofian R, Edling M, Taherpour M, Zetterberg H,
Ghayoor Karimiani E, Oldfors A, Jamshidi Y. Inactivation of KLHL24 results in myopathy
and cardiomyopathy. European Society of Human Genetics. Gothenburg, Sweden, June
15-18, 20109.

Tropitzsch A, Vona B, Dofek S, Biskup S, Fehr S, Miller M, Léwenheim H. Outcome prediction
in cochlear implant patients based on genetic diagnosis. The International Otopathology
Society, “Schuknecht Society”. Boston, MA, USA, June 9-11, 2019.

Vona B, Miller M, Dofek S, Holderried M, Léwenheim H, Tropitzsch A. A Big Data perspective
on the genomics of hearing loss. 90. Jahresversammlung in der HNO-Heilkunde, Kopf-
und Hals-Chirurgie. Berlin, Germany, May 29-June 1, 2019.

Tropitzsch A, Dofek S, Schneider F, Gammerdinger P, Lodes S, Léwenheim H, Vona B,
Holderried M. Outcome prediction in cochlear implant patients, a genotype-phenotype
correlation. 90. Jahresversammlung in der HNO-Heilkunde, Kopf- und Hals-Chirurgie.
Berlin, Germany, May 29-June 1, 2019.

Vona B, Mazaheri N, Maroofian R, Azaiez H, Booth KT, Clancey K, Shariati G, Sedaghat A,
Stepanyan R, Smith RJH, Haaf T, Galehdari H, Alagramam KN, Gopal SR. Disruption of
CLRN2, a gene encoding clarin-2, causes autosomal recessive hearing loss in humans
and zebrafish. Deutsche Gesellschaft fir Humangenetik. Weimar, Germany, March 6-8,
2019.

Vona B, Bademci G, Abad C, Incesulu A, Rad A, Alper O, Kolb SM, Cengiz FB, Diaz-Horta
O, Silan F, Mihci E, Ocak E, Najafi M, Maroofian R, Yilmaz E, Nur BG, Duman D, Guo S,
Sant DW, Wang G, Monje PV, Haaf T, Blanton SH, Walz K, Tekin M. A founder mutation
uncovers MPZL2 (DFNB111) as a novel autosomal recessive non-syndromic moderate
hearing loss gene. Deutsche Gesellschaft fir Humangenetik. Weimar, Germany, March 6-
8, 2019.

Bahena-Carbajal P, Suri F, Vona B, Maroofian R, Mirrahimi M, Villalobos D, Hofrichter M,
Daftarian N, Linares P, Roder T, Ahmadieh H, Behboud H, Darvish H, Villanueva-Mendoza
C, Cortez-Gonzalez V, Haaf T. Exome sequencing uncovers multilocus genomic variation
and unexpected molecular heterogeneity in patients with retinal degeneration and hearing
impairment. Deutsche Gesellschaft fir Humangenetik. Weimar, Germany, March 6-8,
20109.

Doll J, Kolb S, Schnapp L, Rad A, Hofrichter MAH, Maroofian R, Dittrich M, Maller T, Kim HG,
Vona B, Haaf T. Novel autosomal recessive loss-of-function variants in CDC14A are
associated with sensorineural hearing loss in Iranian and Pakistani patients. Deutsche
Gesellschaft fir Humangenetik. Weimar, Germany, March 6-8, 2019.

Hofrichter MAH, Mojarad M, Doll J, Grimm C, Eslahi A, Hosseini NS, Rajati M, Mdller T, Dittrich
M, Maroofian R, Haaf T, Vona B. Key function of the conserved p.Arg108 residue in S1PR2

34



(DFENB68) and its significance in sensorineural hearing loss. Deutsche Gesellschaft fir
Humangenetik. Weimar, Germany, March 6-8, 2019.

Vona B, Dofek S, Biskup S, Fehr S, Muller M, Léwenheim H, Tropitzsch A. Precision medicine
in cochlear implant recipients: a genomics-oriented approach. Association for Research in
Otolaryngology Mid-Winter Meeting. Baltimore, MD, USA, February 9-13, 2019.

Gopal SR, Vona B, Maroofian R, Azaiez H, Booth KT, Clancey K, Mazaheri N, Shariati G,
Sedaghat A, Stepanyan R, Smith RJH, Haaf T, Galehdari H, Alagramam KN. Mutation in
the clarin-2 gene causes hearing loss in human and a zebrafish model reveals the likely
cause of that hearing loss. Association for Research in Otolaryngology Mid-Winter
Meeting. Baltimore, MD, USA, February 9-13, 2019.

Bademci G, Li C, Diaz-Horta O, Abad C, Vona B, Maroofian R, Subasioglu A, Mihci E, Alper
O, Nur BG, Benham M, Incesulu A, Silan F, Tokgoz-Yilmaz S, Salehi M, Haaf T, Cengiz
FB, Blanton SH, Duman D, Walz K, Zhai RG, Tekin M. Three novel hearing loss genes
reveal previously unrecognized roles of their protein products in the perception of sound.
American Society of Human Genetics. San Diego, CA, USA, October 16-20, 2018.

Lagkig A, Vona B, Bartsch O. Genetisch bedingte Tiefschwerhdrigkeit im Kindesalter mit
auditorischer Neuropathie. Deutscher Gesellschaft fir Phoniatrie und P&adaudiologie.
Innsbruck, Austria, September 20-23, 2018.

Bahena P, Vona B, Maroofian R, Suri F, Mirrahimi M, Daftarian N, Sabbaghi H, Behboudi H,
Darvish H, Haaf T. Molecular analysis of thirty-five Iranian patients with clinical suspicion
of Usher syndrome. 4™ International Symposium on Usher Syndrome. Mainz, Germany,
July 19-21, 2018.

Bahena P, Vona B, Maroofian R, Mendiratta G, Croken M, Peng S, Ye X, Rezazadeh J,
Lekszas C, Haaf T, Edelmann L, Shi L. Dual diagnosis of Ellis-van Creveld syndrome and
hearing loss in a consanguineous family. European Society of Human Genetics. June 16-
19, 2018.

Vona B, Liedtke D, Rak K, Katana R, Schrode KM, Lauermann K, Han M, Nanda I, Senthilan
PR, Jurgens L, Neuner C, Hofrichter MAH, Schnapp L, Schrdder J, Zechner U, Herms S,
Hoffmann P, Miuller T, Dittrich M, Bartsch O, Krawitz PM, Klopocki E, Léwenheim H,
Shehata-Dieler W, Wang T, Miller M, Lauer AM, Worley PF, Gopfert MC, Haaf T.
Disruption of FRMPD4 is associated with hearing loss in humans and hints to functional
conservation. 11" Molecular Biology of Hearing and Deafness. Goéttingen, Germany, May
16-19, 2018.

Back D, Schraven S, Vona B, Hofrichter MAH, Rahne T, Hagen R, Shehata-Dieler W.
Phanotyp-Charakterisierung von 9 Patienten mit DFNB16-Gendefekt. 89.
Jahresversammlung der Deutschen Gesellschatft fiir Hals-Nasen-Ohren-Heilkunde, Kopf-
und Hals-Chirurgue e. V. Libeck, Germany, May 9-12, 2018.

Hofrichter MAH, Vona B, Doll J, Bahena P, Réder T, Kolb S, Nanda I, Wolf B, Miller T, Dittrich
M, Maroofian R, Haaf T. Familial locus heterogeneity in non-syndromic hearing loss:
evidence from whole exome sequencing in Iranian families. Deutsche Gesellschaft fiir
Humangenetik. Munster, Germany, March 14-16, 2018.

Doll J, Vona B, Hofrichter MAH, Schnapp L, Wolf B, Muller T, Dittrich M, Laf3ig AK, Bartsch

O, Haaf T. Identification of a patient with CAPOS syndrome and auditory neuropathy.
Deutsche Gesellschaft fir Humangenetik. Miinster, Germany, March 14-16, 2018.

35



Bahena P, Vona B, Maroofian R, Haaf T. Molecular analysis of twenty-seven Iranian patients
with Usher syndrome. Deutsche Gesellschaft fir Humangenetik. Minster, Germany,
March 14-16, 2018.

Lekszas C, Maroofian R, Vona B, Nanda |, Haaf T. A novel reciprocal translocation
t(9;11)(p24.3;p15.4) as a cause of transgenerational Beckwith-Wiedemann syndrome.
Deutsche Gesellschaft fur Humangenetik. Munster, Germany, March 14-16, 2018.

Vona B, Liedtke D, Rak K, Katana R, Jurgens L, Senthilan PR, Nanda |, Neuner C, Hofrichter
MAH, Schnapp L, Schréder J, Zechner U, Herms S, Hoffmann P, Mdller T, Dittrich M,
Bartsch O, Krawitz PM, Klopocki E, Shehata-Dieler W, Gopfert MC, Haaf T. FRMPD4 is
associated with X-linked non-syndromic hearing loss. 54" Inner Ear Biology Workshop.
Hannover, Germany, September 13-16, 2017.

Lekszas C, Vona B, Nanda I, Maroofian R, Haaf T. Case report: a potentially new skeletal
dysplasia with autosomal recessive inheritance. International Conference on Children’s
Bone Health. Wirzburg, Germany, June 10-13, 2017.

Reubelt D, Vona B, Hofrichter MAH, Hagen R, Shehata-Dieler W. Hereditdre Horstérungen
in der Padaudiologie — Genotyp, Phanotyp und Behandlungsstrategien. 88.
Jahresversammlung der Deutschen Gesellschatft fir Hals-Nasen-Ohren-Heilkunde, Kopf-
und Hals-Chirurgue e. V. Erfurt, Germany, May 24-27, 2017.

Vona B, Liedtke D, Rak K, Katana R, Jurgens L, Senthilan PR, Nanda I, Neuner C, Hofrichter
MAH, Schnapp L, Schréder J, Zechner U, Herms S, Hoffmann P, Miller T, Dittrich M,
Bartsch O, Krawitz PM, Klopocki E, Shehata-Dieler W, Gopfert MC, Haaf T. FRMPD4 is
associated with X-linked non-syndromic hearing loss in humans. Deutsche Gesellschaft
fur Humangenetik. Bochum, Germany, March 29-31, 2017.

Hofrichter MAH, Vona B, Maroofian R, Schnapp L, Doll J, Réder T, Nanda I, Chioza BA, Wolf
B, Shehata-Dieler W, Kunstmann E, Schréder J, Miller T, Zechner U, Bartsch O, Dittrich
M, Crosby AH, Haaf T. Genotype-phenotype correlation — the many facets of
heterogeneous hearing loss in the context of molecular epidemiology. Deutsche
Gesellschaft fir Humangenetik. Bochum, Germany, March 29-31, 2017.

Pellegrino R, Kao C, Mafra F, Garifallou J, Kaminski C, Tian L, Garcia S, Vona B, Haaf T,
Hakonarson H. Resolving the pseudogene mapping complexities of conventional exome
sequencing in hearing impairment using 10XGenomics approach. American Society of
Human Genetics. Vancouver, Canada, October 18-22, 2016.

Hofrichter MAH, Vona B, Maroofian R, Nanda |, Chioza BA, Shehata-Dieler W, Kunstmann E,
Schrdder J, Crosby AH, Haaf T. The puzzle of hereditary hearing loss and the quest for
the right diagnostic strategy. 53™ Inner Ear Biology Workshop. Montpellier, France,
September 17-21, 2016.

Vona B, Lechno S, Hofrichter MAH, Hopf S, LaRig AK, Haaf T, Keilmann A, Zechner U,
Bartsch O. Clinical and genetic evidence implying PDZD7 as a non-syndromic hearing loss
gene. Deutsche Gesellschaft fir Humangenetik. Libeck, Germany, March 16-18, 2016.

Hofrichter MAH, Vona B, Maroofian R, Nanda |, Chioza BA, Shehata-Dieler W, Kunstmann E,
Schrdder J, Crosby AH, Haaf T. The ambiguity of syndromic and non-syndromic hearing
loss. Deutsche Gesellschaft fur Humangenetik. Lubeck, Germany, March 16-18, 2016.

Vona B, Hofrichter MAH, Neuner C, Schroder J, Bartsch O, Zechner U, Shehata-Dieler W,
Nanda I, Haaf T. The express lane from lab to clinic: high throughput sequencing in hearing

36



impaired patients discloses informative mutations at lightning speed. 52" Inner Ear Biology
Workshop. Rome, Italy, September 12-15, 2015.

Hofrichter MAH, Vona B, Kunstmann E, Nanda |, Haaf T. A haystack full of needles: the
complicated interpretation of rare genetic variants in a German family with autosomal
dominant non-syndromic hearing loss. 52" Inner Ear Biology Workshop. Rome, ltaly,
September 12-15, 2015.

Hofrichter MAH, Vona B, Graf J, Schroder J, Shehata-Dieler W, Nanda |, Haaf T. A novel de
novo mutation in the gene CEACAM16 in a German family with hearing impairment.
Deutsche Gesellschaft fur Humangenetik. Graz, Austria, April 15-17, 2015.

Vona B, Hofrichter MAH, Neuner C, Schroder J, Muller T, Shehata-Dieler W, Klopocki E,
Nanda |, Haaf T. A comprehensive approach for identifying mutations involved in non-
syndromic hearing loss. Deutsche Gesellschaft fir Humangenetik. Essen, Germany.
March 19-21, 2014.

Hofrichter MAH, Vona B, Neuner C, Schréder J, Gehrig A, Kraus F, Shehata-Dieler W,
Klopocki E, Nanda I, Haaf T. Excessive mutational fallout of STRC in patients with high
frequency hearing loss. Deutsche Gesellschaft fir Humangenetik. Essen, Germany.
March 19-21, 2014.

Vona B, Neuner C, Nanda I, Mller T, Haaf T. A novel 3’ cryptic splice site mutation in GRHL2
causes post-lingual progressive autosomal dominant hearing loss. Deutsche Gesellschaft
fur Humangenetik. Dresden, Germany. March 20-22, 2013.

Eirich K, Nanda |, Vona B, Haaf T, Schindler D. How and why frequent large deletions arise
in the FANCA gene. Fanconi Anemia Symposium, Denver, CO, USA, September 27-30,
2012.

Vona B, and Billington SJ. Bacteriophage and transposon association of erm(X) in
Arcanobacterium pyogenes. Arizona-Nevada Branch of the American Society for
Microbiology Conference. Las Vegas, NV, USA, February 25, 2006.

PROFESSIONAL AFFILIATIONS
08/2025—present  German Society for Audiology

01/2025—-present  American Society of Human Genetics

04/2023—present  Atlas of Variant Effects Alliance

11/2021-present  Consortium for Gene Diagnostics

01/2020—present  European Society of Human Genetics

07/2018-08/2021 Junior Academy, Medical Faculty, University of Tubingen
01/2018-present  Association for Research in Otolaryngology

01/2015—present  German Society of Human Genetics

SERVICE IN PROFESSIONAL SOCIETIES

03/2025—present Communications Committee, Association for Research in
Otolaryngology

01/2023-02/2023 Abstract reviewer for the European Society of Human Genetics
Conference, 2023, Glasgow, Scotland
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PROFESSIONAL COURSES

10/2018-02/2019

Privatissimum laboratory animal science course, University of

Tldbingen
11/2012 Basic Gene Mapping Course at the Max Delbriick Center for Molecular
Medicine, Berlin, Germany
GRANTS AND AWARDS
Grants:
Running Dates Funding organization Amount (€)
04/2025-03/2030 German Research Foundation, VO 2138/8-1, 571,500
Heisenberg Award
04/2025-12/2028 Collaborative Research Consortium, CRC 1690 243,775
“‘Disease Mechanisms and Functional Restoration of
Sensory and Motor Systems” Co-PI of Project AO3
06/2022—-05/2026 German Research Foundation, VO 2138/7-1, Project 451,500
Number: 469177153
12/2019-05/2021 Ministry of Science, Research and Art Baden- 22,064
Wirttemberg Research Seed Capital (RiSC) Grant
(12/2019): MWK project number D.24.01169
11/2019-04/2021 fortine intramural funding (11/2019): University of 88,241
Tlbingen Project number 2545-1-0
10/2018 Center for Rare Diseases Tiubingen: Funding for genome 11,000
sequencing of 11 families
05/2018 Travel grant: Travel award to attend the 11" Molecular 500
Biology of Hearing and Deafness in Gottingen, Germany,
May 16-19, 2018
Total: 1,388,580€
Awards:
Date Award Organization
09/2025 Top Reviewer for the 2™ quarter of 2025 Springer Nature
for Molecular Medicine
07/2024 Heisenberg Award Deutsche
Forschungsgemeinschaft (DFG)
09/2019 Top Peer Reviewer Award: Top 1% peer Publons
reviewer in the field of Molecular Biology
and Genetics
25/02/2006 Awarded best Undergraduate poster Arizona-Nevada Branch of the

presentation American Society for
Microbiology Conference in Las

Vegas, Nevada, USA
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SCIENCE COMMUNICATION AND PATIENT OUTREACH

21/06/2025: Participation in the 6" Goéttingen Night of Science public outreach event

19/05/2025: Participation as a Pint of Science Géttingen Invited Speaker (a global science
outreach initiative). Title of Talk: Gene & Tonic: A Spirited Look at Hereditary Hearing Loss
and Deafness in Humans.

Since 10/2023: Collaboration with the SPATA Foundation, a patient led advocacy group for
individuals with SPATA5 (AFG2A) and SPATA5L1 (AFG2B) diagnoses, on a deep
phenotyping and natural history study. In preparation of these studies, | collaborated with Prof.
Henry Houlden (UCL Queen Square Institute of Neurology) and Prof. Michael Buszczak (UT
Southwestern) to create the SPATA Registry to be released via Coordination of Rare Diesases
at Sanford (CoRDS).

09/07/2022: Participation in the 5" Goéttingen Night of Science public outreach event.

Since 02/2022: Content contributor of the Twitter page @Otoferlin_Group that aims to talk
about Otoferlin-associated hearing impairment in ways patients can engage.

IN THE NEWS
Date Media outlet  Title Summary
04/08/2025 uT Ribosome level A study published in Nature Cell Biology discovered that
Southwestern  changes detected ribosome levels decrease during neuroepithelial
Medical in early brain differentiation, a very early step in human brain
Center development development, making differentiating cells particularly
vulnerable to changes in ribosome biogenesis during this
time. Variants in a newly discovered gene called AIRIM
uncovered a key role of the protein in generating
ribosomes.
https://www.utsouthwestern.edu/newsroom/articles/year-
2025/aug-ribosome-early-brain-development.html
27/11/2024 UMG Press University The Center for Rare Hearing Disorders starts within the
Medical Center Center for Rare Diseases in Gottingen. It aims to
Gottingen establish new treatment and research infrastructures for
establishes a new hearing disorders within the UMG and to improve care of
center for rare affected patients.
hearing disorders  https://www.umg.eu/presse/news-detail/news-
detail/detail/news/universitaetsmedizin-goettingen-
gruendet-neues-zentrum-fuer-seltene-hoerstoerungen/
15/11/2023 UCL Brain New study A new study published in Brain describes a new gene
Sciences reveals molecular responsible for key molecular defects underlying a rare
causes of rare brain condition in children.
neurological
18/05/2022 Erasmus MC Discovery revives Highlights of the Am J Hum Genet publication that
old theory of the identified a new part of the inner ear that is involved in
origins of hearing age-related hearing impairment based on large-scale
loss GWAS studies
16/05/2022 King’s College Hope for Highlights of the Am J Hum Genet publication that
London treatments identified a new part of the inner ear that is involved in
against hearing age-related hearing impairment based on large-scale
loss as 10 genes GWAS studies
01/02/2021 University CLRN2 confirmed Press-release showcasing a new gene discovery
College as new deafness publication:
:_nosr;i?lj)tr; Ear gene https://www.ucl.ac.uk/ear/news/2021/feb/clrn2-

confirmed-new-deafness-gene
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11/06/2019 Schnecke- HNO-Kongress Highlighted my involvement and work in the genetics of
Online 2019: ,Cl- hearing loss
Patienten werden https://www.schnecke-
kinftig alles Gber online.de/themen/Forschung/dghno_kongress-
die App regeln® 20197?page_69=13
23/01/2019 MDalert.com Tinnitus linked to Interview about new adoption study data linking genetic

genetic factors

factors to tinnitus

PROFESSIONAL LABORATORY EXPERIENCE

Dates Position Role Employer
05/2005- Clinical Lab Specialist Donor blood testing for infectious Blood Systems
06/2010 IV — Nucleic Acid diseases: HIV-1, HIV-2, Hepatitis C Virus, Laboratories,
Testing, Red Cell West Nile Virus nucleic acid testing; Tempe, AZ, USA
Serology Labs routine blood typing and antibody testing
for syphilis and cytomegalovirus
06/2004— Anatomical Tissue Grossly describing and processing patient LabCorp,
07/2005  Grosser tissue specimens excised through biopsy Phoenix, AZ,
for a pathology lab USA
05/2004— Intern — Nucleic Acid Donor blood testing for West Nile Virus Blood Systems
10/2004  Testing Lab (nucleic acid testing) Laboratories,

Tempe, AZ, USA
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