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I. Further defining the molecular spectrum and long-term follow-up of 17 patients with Dyggve-

Melchior-Clausen and Smith-McCort dysplasia type 2
Akahn A, Ayaz E., Sogukpmar M., Avc-Durmusalioglu E., Urel-Demir G., YILDIZ A. E., Atik T., ELGIOGLU H. N., Eda
Utine G., Simsek-Kiper P. 0.
American Journal of Medical Genetics, Part A, vol.194, no.10, 2024 (SCI-Expanded)

II. HMZDupFinder: a robust computational approach for detecting intragenic homozygous duplications
from exome sequencing data.
Du H,, Dardas Z,, Jolly A, Grochowski C. M,, Jhangiani S. N,, Li H., Muzny D., Fatih ]J. M,, Yesil G., El¢ioglu N. H,, et al.
Nucleic acids research, vol.52, 2024 (SCI-Expanded)

III. Clinical and Molecular Characterization of Mucopolysaccharidosis Type 3A and 3B in a Turkish
Series
Noyan B,, Elcioglu N. H,, Tebani A, Bekri S.
Molecular Syndromology, vol.15, no.3, pp.194-201, 2024 (SCI-Expanded)

IV. Autosomal recessive otospondylo-mega-epiphyseal dysplasia: Comprehensive clinical review of a
pediatric cohort
MUTLU H,, ELCIOGLU H. N,, Kili¢ E.
Clinical Dysmorphology, vol.32, no.4, pp.151-155, 2023 (SCI-Expanded)

V. Management of acute metabolic crisis in TANGO2 deficiency: A case report
Yllmaz-Giimiis E., ELCIOGLU H. N,, Geng E., Arlcl S, Oztiirk G., Yaplcl 0., Akalln F., 0ZTURK HiSMi B.
Journal of Pediatric Endocrinology and Metabolism, 2023 (SCI-Expanded)

VI. A novel mutation in the <i>TRIP11</i> gene: Diagnostic approach from relatively common skeletal
dysplasias to an extremely rare Odontochondrodysplasia.
Yeter B., Dilruba Aslanger A, Yesil G., Elcioglu N. H.
Journal of clinical research in pediatric endocrinology, vol.14, pp.475-480, 2022 (SCI-Expanded)

VII. Phenotypic spectrum of BLM- and RMI1-related Bloom syndrome

Goenencl. L, ELCiOCLU H. N, Grijalva C. M,, Aras S., Grossmann N., Praulich I, Altmueller J., Kaulfuss S., Li Y.,
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Nuernberg P., et al.

CLINICAL GENETICS, vol.101, no.5-6, pp.559-564, 2022 (SCI-Expanded)

Novel SIX6 mutations cause recessively inherited congenital cataract, microcornea, and corneal
opacification with or without coloboma and microphthalmia

Panagiotou E. S,, Fernandez-Fuentes N., Farraj L. A,, McKibbin M,, ELCiOCLU H. N, Jafri H, CERMAN E, Parry D. A,
V. Logan C, Johnson C. A, etal.

MOLECULAR VISION, vol.28, pp.57-69, 2022 (SCI-Expanded)

Disentangling molecular and clinical stratification patterns in beta-galactosidase deficiency

Tebani A, Sudrie-Arnaud B., Dabaj I, Torre S., Domitille L., Snanoudj S., Heron B,, Levade T., Caillaud C., Vergnaud
S, etal.

JOURNAL OF MEDICAL GENETICS, vol.59, no.4, pp.377-384, 2022 (SCI-Expanded)

MFSD2A-associated primary microcephaly-Expanding the clinical and mutational spectrum of this
ultra-rare disease

Khuller K, Yigit G., Grijalva C. M,, Altmueller ]., Thiele H,, Nurnberg P., Elcioglu N. H,, YETER DOGAN B., Hehr U,, Stein
A, etal.

EUROPEAN JOURNAL OF MEDICAL GENETICS, vol.64, no.10, 2021 (SCI-Expanded)

High prevalence of multilocus pathogenic variation in neurodevelopmental disorders in the Turkish
population

Mitani T, Isikay S., Gezdirici A., Gulec E. Y., Punetha ], Fatih J. M., Herman I, Akay G., Du H,, Calame D. G,, et al.
AMERICAN JOURNAL OF HUMAN GENETICS, vol.108, no.10, pp.1981-2005, 2021 (SCI-Expanded)

From cataract to syndrome diagnosis: Revaluation of Warburg-Micro syndrome Type 1 patients
Albayrak H. M,, Elcioglu N. H., YETER DOGAN B., Karaer K.

AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.185, no.8, pp.2325-2334, 2021 (SCI-Expanded)
Genome sequencing in families with congenital limb malformations

Elsner ], Mensah M. A,, Holtgrewe M., Hertzberg J., Bigoni S., Busche A,, Coutelier M., de Silva D. C, Elcioglu N,, Filges
I, etal.

HUMAN GENETICS, vol.140, no.8, pp.1229-1239, 2021 (SCI-Expanded)

Genotype-phenotype correlations in hereditary multiple exostoses

Akalin I, Kurosawa K, Yeter B., Akbas E., Nishimura G., Wuyts W,, Elcioglu N. H.

EUROPEAN JOURNAL OF HUMAN GENETICS, vol.28, no.SUPPL 1, pp.834, 2020 (SCI-Expanded)

Development, behaviour and sensory processing in Marshall-Smith syndrome and Malan syndrome:
phenotype comparison in two related syndromes.

Mulder P. A, van Balkom L. D. C,, Landlust A. M., Priolo M., Menke L. A,, Acero 1. H,, Alkuraya F. S, Arias P.,
Bernardini L., Bijlsma E. K, et al.

Journal of intellectual disability research : JIDR, vol.64, no.12, pp.956-969, 2020 (SCI-Expanded)

Jeune Syndrome with a novel DYNC2H1 mutation

Elcioglu N. H,, Yeter B., Xue J. Y, Wang Z., Guo L., Nishimura G., Ikegawa S.

EUROPEAN JOURNAL OF HUMAN GENETICS, vol.28, no.SUPPL 1, pp.835-836, 2020 (SCI-Expanded)

A Rare Cause of Hypophosphatemia: Raine Syndrome Changing Clinical Features with Age

Eltan M., Alavanda C., Yavas Abali Z., Ergenekon P., Yalindag Ozturk N., Sakar M., Dag¢mar A., Kirkgoz T., Kaygusuz S.
B., Gokdemir Y., et al.

CALCIFIED TISSUE INTERNATIONAL, vol.107, pp.96-103, 2020 (SCI-Expanded)

The genomic and clinical landscape of fetal akinesia

Pergande M., Motameny S., Oezdemir O., Kreutzer M., Wang H., Daimagueler H., Becker K., Karakaya M., Ehrhardt H.,,
Elcioglu N,, et al.

GENETICS IN MEDICINE, vol.22, no.3, pp.511-523, 2020 (SCI-Expanded)

TNFRSF11A-Associated Dysosteosclerosis: A Report of the Second Case and Characterization of the
Phenotypic Spectrum

Xue ], Wang Z., Shinagawa S., Ohashi H., Otomo N,, Elcioglu N. H., Nakashima T., Nishimura G., Ikegawa S., Guo L.
JOURNAL OF BONE AND MINERAL RESEARCH, vol.34, no.10, pp.1873-1879, 2019 (SCI-Expanded)

A rare cause of hypophosphatemia: Raine Syndrome
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Eltan M., Ata P, Kirkg6z T., Alavanda C., Kaygusuz S. B, Menevse T. S, Tosun B. G., Abali Z. Y., Helvacioglu D., Giiran
T, etal

HORMONE RESEARCH IN PAEDIATRICS, vol.91, pp.384, 2019 (SCI-Expanded)

Molecular characterization of a large group of Mucopolysaccharidosis type IIIC patients reveals the
evolutionary history of the disease

Martins C., de Medeiros P. F., Leistner-Segal S., Dridi L., Elcioglu N., Wood ]., Behnam M,, Noyan B,, Lacerda L.,
Geraghty M. T, et al.

HUMAN MUTATION, vol.40, no.8, pp.1084-1100, 2019 (SCI-Expanded)

The Genomics of Arthrogryposis, a Complex Trait: Candidate Genes and Further Evidence for
Oligogenic Inheritance

Pehlivan D., Bayram Y., Gunes N., Akdemir Z. C,, Shukla A, Bierhals T., Tabakci B., Sahin Y., Gezdirici A, Fatih ]J. M,, et
al.

AMERICAN JOURNAL OF HUMAN GENETICS, vol.105, no.1, pp.132-150, 2019 (SCI-Expanded)

The ARID1B spectrum in 143 patients: from nonsyndromic intellectual disability to Coffin-Siris
syndrome

van der Sluijs P. ], Jansen S., Vergano S. A, Adachi-Fukuda M., ALANAY Y., AlKindy A., Baban A., Bayat A., Beck-
Woedl S., Berry K, etal.

GENETICS IN MEDICINE, vol.21, no.6, pp.1295-1307, 2019 (SCI-Expanded)

Ptosis as a unique hallmark for autosomal recessive WNT1-associated osteogenesis imperfecta
Nampoothiri S., Guillemyn B,, Elcioglu N,, Jagadeesh S, Yesodharan D., Suresh B,, Turan S., Symoens S., Malfait F.
AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.179, no.6, pp.908-914, 2019 (SCI-Expanded)

Does the clinical phenotype of mucolipidosis-III gamma differ from its alpha beta counterpart?:
supporting facts in a cohort of 18 patients

Nampoothiri S., Elcioglu N. H,, KOCA S. S,, Yesodharan D., Chandrababu K. K,, Vinod K. V,, Bhat M,, Mohandas N. K,
Radhakrishnan N., Kappanayil M, et al.

CLINICAL DYSMORPHOLOGY, vol.28, no.1, pp.7-16, 2019 (SCI-Expanded)

Progressive pseudorheumotoid dysplasia: A presentation of four cases with slow and rapid
progression and effects of early rehabilitation program

Giray E., YAGCI i, ELCIOGLU H. N.

TURKISH JOURNAL OF PHYSICAL MEDICINE AND REHABILITATION, vol.65, no.3, pp.290-297, 2019 (SCI-
Expanded)

Correction: Loss of the BMP Antagonist, SMOC-1, Causes Ophthalmo-Acromelic (Waardenburg
Anophthalmia) Syndrome in Humans and Mice.

Rainger ]., van Beusekom E., Ramsay J. K,, McKie L., Al-Gazali L., Pallotta R., Saponari A., Branney P., Fisher M.,
Morrison H.,, et al.

PLoS genetics, vol.14, no.12, 2018 (SCI-Expanded)

The oculoauriculofrontonasal syndrome: Further clinical characterization and additional evidence
suggesting a nontraditional mode of inheritance

Lehalle D., Altunoglu U,, Bruel A,, Assoum M., Duffourd Y., Masurel A., Baujat G., Bessieres B., Captier G., Edery P,, et
al.

AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.176, no.12, pp.2740-2750, 2018 (SCI-Expanded)
Identification of candidate gene FAM183A and novel pathogenic variants in known genes: High
genetic heterogeneity for autosomal recessive intellectual disability

McSherry M., Masih K. E,, Elcioglu N. H., Celik P., Balci O., Cengiz F. B., Nunez D., Sineni C. ], Seyhan S., Kocaoglu D., et
al.

PLOS ONE, vol.13, no.11, 2018 (SCI-Expanded)

Further delineation of Malan syndrome

Priolo M., Schanze D., Tatton-Brown K., Mulder P. A, Tenorio J., Kooblall K., Hernandez Acero I, Alkuraya F. S., Arias
P., Bernardini L., et al.

HUMAN MUTATION, vol.39, no.9, pp.1226-1237, 2018 (SCI-Expanded)

Mutations in TOP3A Cause a Bloom Syndrome-like Disorder
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Martin C, Sarlos K, Logan C. V., Thakur R. S, Parry D. A, Bizard A. H,, Leitch A, Cleal L., Ali N. S,, Al-Owain M. A, et al.
AMERICAN JOURNAL OF HUMAN GENETICS, vol.103, no.2, pp.221-231, 2018 (SCI-Expanded)

Recessive MYF5 Mutations Cause External Ophthalmoplegia, Rib, and Vertebral Anomalies

Di Gioia S. A, Shaaban S., TUYSUZ B., Elcioglu N. H., Chan W., Robson C. D., Ecklund K, Gilette N. M., Hamzaoglu A.,
Tayfun G. A, etal.

AMERICAN JOURNAL OF HUMAN GENETICS, vol.103, no.1, pp.115-124, 2018 (SCI-Expanded)

Dysosteosclerosis is also caused by TNFRSF11A mutation

Guo L., Elcioglu N. H,, Karalar 0. K,, Topkar M. 0., Wang Z., Sakamoto Y., Matsumoto N., Miyake N., Nishimura G.,
Ikegawa S.

JOURNAL OF HUMAN GENETICS, vol.63, no.6, pp.769-774, 2018 (SCI-Expanded)

Insights into Mutation Effect in Three Poikiloderma with Neutropenia Patients by Transcript Analysis
and Disease Evolution of Reported Patients with the Same Pathogenic Variants

Colombo E. A, Elcioglu N. H,, Graziano C,, Farinelli P., Di Fede E,, Neri I, Facchini E,, Greco M,, Gervasini C,, Larizza L.
JOURNAL OF CLINICAL IMMUNOLOGY, vol.38, no.4, pp.494-502, 2018 (SCI-Expanded)

Rothmund-Thomson Syndrome: Insights from New Patients on the Genetic Variability Underpinning
Clinical Presentation and Cancer Outcome

Colombo E. A, Locatelli A, Cubells Sanchez L., Romeo S,, Elcioglu N. H., Maystadt I, Esteve Martinez A, Sironi A,
Fontana L., Finelli P, et al.

INTERNATIONAL JOURNAL OF MOLECULAR SCIENCES, vol.19, no.4, 2018 (SCI-Expanded)

Clinico-molecular analysis of eleven patients with Hermansky-Pudlak type 5 syndrome, a mild form
of HPS

Michaud V., Lasseaux E., Plaisant C., Verloes A., Perdomo-Trujillo Y., Hamel C, Elcioglu N. H,, Leroy B., Kaplan J., Jouk
P, etal.

PIGMENT CELL & MELANOMA RESEARCH, vol.30, no.6, pp.563-570, 2017 (SCI-Expanded)

Identification of biallelic EXTL3 mutations in a novel type of spondylo-epi-metaphyseal dysplasia
Guo L., Elcioglu N. H., Mizumoto S., Wang Z., Noyan B., Albayrak H. M., Yamada S., Matsumoto N., Miyake N.,
Nishimura G., et al.

JOURNAL OF HUMAN GENETICS, vol.62, no.8, pp.797-801, 2017 (SCI-Expanded)

Novel EYA1 variants causing Branchio-oto-renal syndrome

Klingbeil K. D, Greenland C. M., Arslan S., Paneque A. L., GURKAN H., Ulusal S. D., Maroofian R., Carrera-Gonzalez A.,
Montufar-Armendariz S., Paredes R,, et al.

INTERNATIONAL JOURNAL OF PEDIATRIC OTORHINOLARYNGOLOGY, vol.98, pp.59-63, 2017 (SCI-Expanded)
Heterozygous HNRNPU variants cause early onset epilepsy and severe intellectual disability
Bramswig N. C,, Luedecke H., Hamdan F. F., Altmueller ], Beleggia F., Elcioglu N. H., Freyer C., Gerkes E. H., Demirkol
Y. K, Knupp K. G, et al.

HUMAN GENETICS, vol.136, no.7, pp.821-834, 2017 (SCI-Expanded)

REST Final-Exon-Truncating Mutations Cause Hereditary Gingival Fibromatosis

Bayram Y., White . ],, Elcioglu N., Cho M. T., Zadeh N., Gedikbasi A, Palanduz S., Ozturk S., Cefle K., KASAPCOPUR 0.,
etal

AMERICAN JOURNAL OF HUMAN GENETICS, vol.101, no.1, pp.149-156, 2017 (SCI-Expanded)

Chondrodysplasia with multiple dislocations: comprehensive study of a series of 30 cases

Ranza E., Huber C, Levin N,, Baujat G., Bole-Feysot C., Nitschke P., Masson C., Alanay Y., Al-Gazali L., Bitoun P., et al.
CLINICAL GENETICS, vol.91, no.6, pp.868-880, 2017 (SCI-Expanded)

Novel and recurrent XYLT1 mutations in two Turkish families with Desbuquois dysplasia, type 2

Guo L., Elcioglu N. H,, Iida A, Demirkol Y. K,, Aras S., Matsumoto N., Nishimura G., Miyake N., Ikegawa S.

JOURNAL OF HUMAN GENETICS, vol.62, no.3, pp.447-451, 2017 (SCI-Expanded)

Mutation Update for Kabuki Syndrome Genes KMT2D and KDM6A and Further Delineation of X-
Linked Kabuki Syndrome Subtype 2

Boegershausen N., Gatinois V., Riehmer V., Kayserili H., Becker ]., Thoenes M., Simsek-Kiper P. O., Barat-Houari M,,
Elcioglu N. H., Wieczorek D,, et al.

HUMAN MUTATION, vol.37, no.9, pp-847-864, 2016 (SCI-Expanded)
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Molecular etiology of arthrogryposis in multiple families of mostly Turkish origin

Bayram Y., Karaca E., Akdemir Z. C, Yilmaz E. O, Tayfun G. A, AYDIN H,, Torun D., Bozdogan S. T., Gezdirici A,, Isikay
S, etal

JOURNAL OF CLINICAL INVESTIGATION, vol.126, no.2, pp.762-778, 2016 (SCI-Expanded)

TRAIP promotes DNA damage response during genome replication and is mutated in primordial
dwarfism

Harley M. E,, Murina O, Leitch A, Higgs M. R, Bicknell L. S,, Yigit G., Blackford A. N,, Zlatanou A., Mackenzie K. J.,
Reddy K, et al.

NATURE GENETICS, vol.48, no.1, pp.36-45, 2016 (SCI-Expanded)

A thanatophoric dysplasia type i case with a fgfr3 p.r248c mutation and survival ibeyond the
neonatal period

Sahin S., Ograg H., Atasaslan E., Akcan A, Kaynak Turkmen M., Moosa S., ELCIOGLU H. N.

Genetic Counseling, vol.27, no.4, pp.513-517, 2016 (SCI-Expanded)

A THANATOPHORIC DYSPLASIA TYPE I CASE WITH A FGFR3 P.R248C MUTATION AND SURVIVAL
BEYOND THE NEONATAL PERIOD

Sahin S, Ograg H,, Aslan E. A, Akcan A. B,, Turkmen M. K,, Moosa S,, Elcioglu N. H.

GENETIC COUNSELING, vol.27, no.4, pp.513-517, 2016 (SCI-Expanded)

A role for repressive complexes and H3K9 di-methylation in PRDM5-associated brittle cornea
syndrome

Porter L. F,, Galli G. G., Williamson S., Selley ]., Knight D., Elcioglu N,, Aydin A,, Elcioglu M., Venselaar H., Lund A. H,, et
al.

HUMAN MOLECULAR GENETICS, vol.24, no.23, pp.6565-6579, 2015 (SCI-Expanded)

Genes that Affect Brain Structure and Function Identified by Rare Variant Analyses of Mendelian
Neurologic Disease

Karaca E., Harel T, Pehlivan D., Jhangiani S. N.,, Gambin T., Akdemir Z. C., Gonzaga-Jauregui C,, Erdin S., Bayram Y.,
Campbell I. M,, et al.

NEURON, vol.88, no.3, pp.499-513, 2015 (SCI-Expanded)

Insights into genotype-phenotype correlations from CREBBP point mutation screening in a cohort of
46 Rubinstein-Taybi syndrome patients

Spena S., Milani D., Rusconi D., Negri G., Colapietro P., Elcioglu N., Bedeschi F., Pilotta A., Spaccini L., Ficcadenti A,, et
al.

CLINICAL GENETICS, vol.88, no.5, pp.431-440, 2015 (SCI-Expanded)

Novel MASP1 mutations are associated with an expanded phenotype in 3MC1 syndrome

Atik T., Koparir A, Bademci G., Foster ., Altunoglu U., Mutlu G. Y., Bowdin S, Elcioglu N, Tayfun G. A., Atik S. S,, et al.
ORPHANET JOURNAL OF RARE DISEASES, vol.10, 2015 (SCI-Expanded)

RAP1-mediated MEK/ERK pathway defects in Kabuki syndrome

Boegershausen N., Tsai I, Pohl E., SIMSEK KiPER P. 0., Beleggia F., Percin E. F., Keupp K, Matchan A, Milz E., Alanay
Y, etal

JOURNAL OF CLINICAL INVESTIGATION, vol.125, no.9, pp.3585-3599, 2015 (SCI-Expanded)

Mutations in XRCC4 cause primary microcephaly, short stature and increased genomic instability
Rosin N,, Elcioglu N. H., Beleggia F., Isguven P., Altmueller ], Thiele H., Steindl K, Joset P., Rauch A., Nuernberg P., et
al.

HUMAN MOLECULAR GENETICS, vol.24, no.13, pp.3708-3717, 2015 (SCI-Expanded)

Exome sequencing reveals homozygous TRIM2 mutation in a patient with early onset CMT and
bilateral vocal cord paralysis

Pehlivan D., Akdemir Z. C,, Karaca E. Bayram Y., Jhangiani S,, Yildiz E. P.,, Muzny D., ULUC K,, Gibbs R. A,, Elcioglu N,,
etal.

HUMAN GENETICS, vol.134, no.6, pp.671-673, 2015 (SCI-Expanded)

CRIM1 haploinsufficiency causes defects in eye development in human and mouse

Beleggia F., Li Y., Fan ], Elcioglu N. H.,, Toker E., Wieland T., Maumenee I. H., Akarsu N. A,, Meitinger T., Strom T. M,, et

al.
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HUMAN MOLECULAR GENETICS, vol.24, no.8, pp.2267-2273, 2015 (SCI-Expanded)

The phenotypic and molecular genetic spectrum of Alstrom syndrome in 44 Turkish kindreds and a
literature review of Alstrom syndrome in Turkey

Ozanturk A, Marshall J. D, Collin G. B.,, DUZENLI S., Marshall R. P,, Candan S., Tos T., Esen I, TASKESEN M,, Cayir A.,
etal

JOURNAL OF HUMAN GENETICS, vol.60, no.1, pp.1-9, 2015 (SCI-Expanded)

Whole Exome Sequencing Identifies Three Novel Mutations in ANTXR1 in Families with GAPO
Syndrome

Bayram Y., Pehlivan D., Karaca E., Gambin T,, Jhangiani S. N,, Erdin S., Gonzaga-Jauregui C., Wiszniewski W., Muzny
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