Prof. Hiillya KAYSERILI KARABEY

Personal Information

Office Phone: +90 212 414 2000 Extension: 32564

Office Phone: +90 212 534 8440

Fax Phone: +90 212 534 8440

Email: hkayseri@istanbul.edu.tr

Web: http://aves.istanbul.edu.tr/hkayseri/

Address: Istanbul Tip Fakiiltesi Tibbi Genetik Poliklinigi Monoblok Binasi Giris Kat 34093 Capa-Fatih / istanbul

Education Information

Doctorate, Istanbul University, Saghk Bilimleri Enstitiisii/ Cocuk Saghgi Enstitiisii , Genetik Anabilim Dali, Turkey 1991 -
1998
Undergraduate, Istanbul University, Istanbul Medical Faculty, Tip, Turkey 1978 - 1984

Research Areas

Life Sciences, Molecular Biology and Genetics, Genetic Disorders, Genomics, Natural Sciences

Academic Titles / Tasks

Professor, Istanbul University, Istanbul Medical Faculty, Tibbi Genetik Ad , 2009 - Continues
Associate Professor, Istanbul University, Istanbul Medical Faculty, Dahili Bilimler , 2000 - Continues

Published journal articles indexed by SCI, SSCI, and AHCI

I. Clinicogenetic Study of Turkish Patients With Syndromic Craniosynostosis and Literature Review
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PEDIATRIC NEUROLOGY, vol.50, no.5, pp.482-490, 2014 (SCI-Expanded)
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SCIENCE, vol.343,n0.6170, pp.506-511, 2014 (SCI-Expanded)

The genetic basis of DOORS syndrome: an exome-sequencing study

Campeau P. M,, Kasperaviciute D., Lu J. T., Burrage L. C,, Kim C, Hori M., Powell B. R, Stewart F., Felix T. M., van den
Ende |, etal.

LANCET NEUROLOGY, vol.13, no.1, pp.44-58, 2014 (SCI-Expanded)

Extreme Growth Failure is a Common Presentation of Ligase IV Deficiency
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A comprehensive molecular study on Coffin-Siris and Nicolaides-Baraitser syndromes identifies a
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Clinical and Radiographic Features of the Autosomal Recessive form of Brachyolmia Caused by
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Mutations in BCKD-kinase Lead to a Potentially Treatable Form of Autism with Epilepsy

Novarino G., El-Fishawy P., Kayserili H., Meguid N. A, Scott E. M,, Schroth ], Silhavy ]. L., Kara M,, Khalil R. O,, Ben-
Omran T, et al.

SCIENCE, vol.338, n0.6105, pp.394-397, 2012 (SCI-Expanded)

Down Syndrome Diagnosis Based on Gabor Wavelet Transform

Saraydemir S., TASPINAR N,, Erogul 0., Kayserili H., Dinckan N.

JOURNAL OF MEDICAL SYSTEMS, vol.36, no.5, pp.3205-3213, 2012 (SCI-Expanded)

Goldenhar syndrome : a new case expanding the phenotype by costal agenesis and pulmonary
hypoplasia

Cekmez F., ince E,, Coban A, Yildirim S., Bulut E., KAYSERILI H.

Eur Rev Med Pharmacol, vol.16, no.9, pp.1307-1308, 2012 (SCI-Expanded)

Genotypic and phenotypic analysis of 396 individuals with mutations in Sonic Hedgehog.

Solomon B, Bear K, Wyllie A, Keaton A., Dubourg C,, David V., Mercier S., Odent S., Hehr U,, Paulussen A,, et al.
JOURNAL OF MEDICAL GENETICS, vol49, no.7, pp.473-479, 2012 (SCI-Expanded)

A large duplication involving the IHH locus mimics acrocallosal syndrome

Yuksel-Apak M., Boegershausen N,, Pawlik B, Li Y., Apak S., Uyguner 0., Milz E., Nuernberg G., Karaman B., Giilgéren
A, etal.

EUROPEAN JOURNAL OF HUMAN GENETICS, vol.20, no.6, pp.639-644, 2012 (SCI-Expanded)

Mutations in IRX5 impair craniofacial development and germ cell migration via SDF1.

Bonnard C., Strobl A,, Shboul M,, Lee H., Merriman B., Nelson S., Ababneh 0., Uz E., Giiran T., KAYSERILI H,, et al.
NATURE GENETICS, vol.44, no.6, pp.709-713, 2012 (SCI-Expanded)

Mutation analysis of 18 nephronophthisis associated ciliopathy disease genes using a DNA pooling
and next generation sequencing strategy

Otto E. A, Ramazwami G., Janssen S., Chaki M., Allen S. J., Zhou W., Airik R,, KAYSERILI H., Hurd T. W., Ghosh A. K, et
al.

JOURNAL OF MEDICAL GENETICS, vol.48, no.2, pp.105-16, 2011 (SCI-Expanded)

Novel TMEM67 mutations and genotype-phenotype correlates in meckelin-related ciliopathies.
Iannicelli M., Brancati F., Mougou-Zerelli S., Mazzota A., Elkhartoufi N., Thomas S., Travaglini L., Gomes C., Ardissino
G, EB,etal

Hum Mutat, vol.31, no.5, pp.1319-1331, 2010 (SCI-Expanded)

Loss-of-function mutations in ATP6V0A2 impair vesicular trafficking, tropoelastin secretion and cell
survival

Hucthagowder V., Morava E., Kornak U,, Lefeber D. ], Fischer B., Dimopoulou A., Aldinger A., Choi J., Davis E. C,,
Abuelo D. N, etal.

HUMAN MOLECULAR GENETICS, vol.18, no.12, pp.2149-2165, 2009 (SCI-Expanded)

Mutational screening of BASP1 and transcribed processed pseudogene TPPsig-BASP1 in patients
with Mébius syndrome.

Uziimcii A, Candan S., Toksoy G., UYGUNER Z. 0., KARAMAN B,, Eris H., TATLI B., KAYSERILI H., YUKSEL A., Geckinli
B, etal

journal genet BMC GENOMICS, vol.36, no.4, pp.251-6, 2009 (SCI-Expanded)

Craniodentofacial manifestations in Hallerman-Streiff Syndrome.

TUNA INCE E. B,, SULUN T., KAYSERILI H., AKTOREN 0.

The Journal of Craniomandibular Practice, vol.27, no.1, pp.33-38, 2009 (SCI-Expanded)

Orodental findings of a family with lacrimo-auriculo-dento-digital (LADD) syndrome

GUVEN Y., Rosti R. 0, TUNA INCE E. B., KAYSERILI H., AKTOREN 0.

ORAL SURGERY ORAL MEDICINE ORAL PATHOLOGY ORAL RADIOLOGY, vol.106, pp.33-44, 2008 (SCI-Expanded)
Cobblestone-like brain dysgenesis and altered glycosylation in congenital cutis laxa, Debre type.
KAYSERILI H., Van Maldergem L.

Hum Genet, vol.11, no.71, pp.1602-1608, 2008 (SCI-Expanded)

Orodental findings of Lacrimo-Auriculo-Dento-Digital (LADD) Syndrome.
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GUVEN Y., TUNA INCE E. B,, KAYSERILI H., AKTOREN O.

Oral Med Oral Pathol Oral Radio, vol.106, no.6, pp.33-40, 2008 (SCI-Expanded)

Angelman syndrome: clinical findings and follow-up data of 14 patients

Kara B., Karaman B., Ozmen M, Rosti R. 0., Caliskan M., Kayserili H., Basaran S.

TURKISH JOURNAL OF PEDIATRICS, vol.50, no.2, pp.137-142, 2008 (SCI-Expanded)

CYP21 gene mutations in congenital adrenal hyperplasia: Genotype-phenotype correlation in Turkish
children

Bas F., Darendeliler F. F,, Kayserili H., Uyguner O., Wollnik B,, Saka N,, Yuksel-Apak M., Basaran S., Bundak R., Gunoz
H.

HORMONE RESEARCH, vol.70, pp.156-157, 2008 (SCI-Expanded)

MYO15A (DFNB3) mutations in Turkish hearing loss families and functional modeling of a novel
motor domain mutation.

Kalay E., Uziimcii A., Krieger E., Caylan R., UYGUNER Z. 0., Ulubil-Emiroglu M., Erdol H,, Hafiz G., Hafiz G., Basarer N.,
etal.

AMERICAN JOURNAL OF MEDICAL GENETICS, vol.15, pp.2382-9, 2007 (SCI-Expanded)

Mutations in the lipoma HMGIC fusion partner-like 5 (LHFPL5) gene cause autosomal recessive
nonsyndromic hearing loss.

Kalay E., Li Y., Uziimcii A, UYGUNER Z. O, Karagiizel a,, Becker C., Cremers C., KAYSERILI H., Hafiz G., BASARAN S, et
al.

HUMAN MUTATION, vol.27, pp.633-9, 2006 (SCI-Expanded)

The identification of small supernumerary marker chromosomes; the experiences of 15,792 fetal
karyotyping from Turkey

KARAMAN B, Aytan M., Yilmaz K., Toksoy G., Onal E. P., Ghanbari A,, Engiir A., KAYSERILI H.,, Yiiksel Apak M.,
BASARAN S.

EUROPEAN JOURNAL OF HUMAN GENETICS, vol.49, no.3, pp.207-14, 2006 (SCI-Expanded)

18q deletion syndrome associated with autoimmune thyroid disease presenting as hyperthyroidism
Tiitiinciiler F., Darendeliler F. F., Giin6z H., Karaman B., Kayserili H.

JOURNAL OF PEDIATRIC ENDOCRINOLOGY & METABOLISM, vol.18, no.4, pp.419-420, 2005 (SCI-Expanded)
Gender assignment in female congenital adrenal hyperplasia: a difficult experience

Ozbey H., Darendeliler F. F., Kayserili H., Korkmazlar U., Salman T.

BJU INTERNATIONAL, vol.94, no.3, pp.388-391, 2004 (SCI-Expanded)

Molecular characterisation of a new case of microphthalmia with linear skin defects (MLS).
KAYSERILI H., Cox T. C., Cox L. L., BASARAN S., Kili¢ G., Ballabio A,, Yiiksel Apak M.

Journal medical genetics, vol.37, pp.411-7,2001 (SCI-Expanded)

Activation-induced cytidine deaminase (AID) deficiency causes the autosomal recessive form of the
hyper-IgM syndrome (HIGM2)

Revy P.,, Muto T., Levy Y., Geissmann F., Plebani A,, Sanal 0., Catalan N., Forveille M., Dufourcq-Lagelouse R., Gennery
A, etal.

CELL, vo0l.102, no.5, pp.565-575, 2000 (SCI-Expanded)

Mutation of the gene encoding the ROR2 tyrosine kinase causes autosomal recessive Robinow
syndrome

van Bokhoven H,, Celli J., Kayserili H., van Beusekom E., Balci S., Brussel W,, Skovby F., Kerr B,, Percin E., Akarsu N.,
etal.

NATURE GENETICS, vol.25, no.4, pp.423-426, 2000 (SCI-Expanded)

Glycine to tryptophan substitution in type I collagen in a patient with OI type III: a unique collagen
mutation

Nuytinck L., Tukel T., Kayserili H., Apak M., De Paepe A.

JOURNAL OF MEDICAL GENETICS, vol.37, no.5, pp.371-375, 2000 (SCI-Expanded)

Screening of deletions in SMN, NAIP and BTF2p44 genes in Turkish spinal muscular atrophy patients
Savas S., Gokgoz N., Kayserili H., Ozkinay F., Yuksel-Apak M., Kirdar B.

HUMAN HEREDITY, vol.50, no.3, pp.162-165, 2000 (SCI-Expanded)
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A rare mutation [IVS-I-130 (G-A)] in a Turkish beta-thalassemia major patient

Tadmouri G., Bilenoglu O, Kantarci S., Kayserili H., Perrin P, Basak A.

AMERICAN JOURNAL OF HEMATOLOGY, vol.63, no.4, pp.223-225, 2000 (SCI-Expanded)

Beckwith Wiedemann sendromlu 8 olguda klinik yaklasim ve izlem siireci

BAS F., KAYSERILI H,, DARENDELILER F. F,, TUKEL T., BUNDAK R, KABATAS ERYILMAZ S., APAK-YUKSEL M., SAKA
H. N, GUNOZ H.

istanbul Tip Dergisi, vol.63, no.2, pp.181-187, 2000 (SCI-Expanded)

17 beta-hydroxysteroid dehydrogenase-3 deficiency: Diagnosis, phenotypic variability, population
genetics, and worldwide distribution of ancient and de novo mutations

Boehmer A, Brinkmann A, Sandkuijl L., Halley D., Niermeijer M., Andersson S., de Jong F., Kayserili H., de Vroede
M., Otten B,, et al.

JOURNAL OF CLINICAL ENDOCRINOLOGY & METABOLISM, vol.84, no.12, pp.4713-4721, 1999 (SCI-Expanded)
Identification of point mutations in Turkish DMD/BMD families using multiplex-single stranded
conformation analysis (SSCA)

ERASLAN S, Kayserili H., Apak M., KIRDAR B.

EUROPEAN JOURNAL OF HUMAN GENETICS, vol.7, no.7, pp.765-770, 1999 (SCI-Expanded)

Genotype and phenotype in patients with dihydropyrimidine dehydrogenase deficiency

Van Kuilenburg A, Vreken P., Abeling N., Bakker H. Meinsma R,, Van Lenthe H., De Abreu R, Smeitink ], Kayserili
H.,, Apak M, et al.

HUMAN GENETICS, vol.104, no.1, pp.1-9, 1999 (SCI-Expanded)

Analysis of infertile brothers with congenital bilateral absence of vas deferens for mutations in the
CFTR gene

ONAY T., KAYSERILI H,, Yiiksel Apak M., KIRDAR B.

CLINICAL GENETICS, vol.55, no.1, pp.63-64, 1999 (SCI-Expanded)

Seven cases of Wiedemann-Beckwith syndrome, including the first reported case of mosaic paternal
isodisomy along the whole chromosome 11

Dutly F., Baumer A, Kayserili H., Yuksel-Apak M., Zerova T., Hebisch G., Schinzel A.

AMERICAN JOURNAL OF MEDICAL GENETICS, vol.79, no.5, pp.347-353, 1998 (SCI-Expanded)

Analysis of the CFTR gene in Turkish cystic fibrosis patients: identification of three novel mutations
(3172delAC, P1013L and M1028I)

ONAY T., TOPALOGLU 0., ZIELENSKI J., GOKGOZ N., Kayserili H., Camcioglu Y., Cokugras H. C., Akcakaya N., Apak M.,
Tsui L., et al.

HUMAN GENETICS, vol.102, no.2, pp.224-230, 1998 (SCI-Expanded)
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SENDROMIK VE NON-SENDROMIK KRANIYOSINOSTOZ OLGULARINDA FGFR1-3, TWIST1, MSX2, POR,
FREM1 VE RAB23 GENLERINiN MOLEKULER ANALIZi

Karaman V., TOKSOY G., KARAMAN B., KAYSERILI KARABEY H., BASARAN S., ALTUNOGLU U., UYGUNER Z. 0.
ISTANBUL TIP FAKULTESI DERGISI, vol.82, no.2, pp.9-10, 2019 (Peer-Reviewed Journal)

Tiirk Noonan Sendromlu Hastalarda Genotip Fenotip iliskisi

Altunoglu U, Denmeyer E., Rosti R. 0., KARAMAN B., KAYSERILI H.

TURKIYE KLINIKLERI PEDIATRI DERGISI, vol.18, no.3, pp.174-80, 2009 (Scopus)

Mandibuloakral displazi: Vaka sunumu ve laminopatilere genel bakis

Pehlivan D., BAS F., Rosti R. 0., DARENDELILER F. F., KAYSERILI H.

COCUK DERGISI, vol.8, no.4, pp.251-256, 2008 (Peer-Reviewed Journal)

Down Sendromlu 1416 Postnatal Olgunun Kromozom Analiz Sonuglari

KARAMAN B,, Oztiirk H., Yilmaz K., BASARAN S., KAYSERILI H., Yiiksel Apak M.

Cocuk Klinigi Dergisi, vol.7, pp.15-17, 2007 (Peer-Reviewed Journal)

Frajil-X Sendromu Tanisinda 20 Yillik Siiregteki Gelismeler ve Deneyimlerimiz
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Cocuk Klinigi ANADOLU KARDIYOLOJI DERGISI-THE ANATOLIAN JOURNAL OF CARDIOLOGY, vol.7, pp.18-22, 2007
(Peer-Reviewed Journal)

Gebelikte trizomi 21 ve 18 i¢in biokimyasal tarama testleri

BASARAN S., KARAMAN B,, Oztiirk H., Yilmaz K., Tiikel T., KAYSERILI H,, Yiiksel Apak M.

Cocuk Klinigi Dergisi, vol.7, pp.10-14, 2007 (Peer-Reviewed Journal)

Kuskulu genitalyal1 103 hastanin etyoloji, tan1 ve cinsel kimlik agisindan degerlendirilmesi
DARENDELILER F. F., BAS F,, Saka H. N,, KAYSERILI H,, Apak M., Karaaslan N.,, BUNDAK R., SALMAN F. T, Giinéz H.
KLINIK GELISIM, vol.13, pp.109-114, 2000 (Peer-Reviewed Journal)

Genetik Hastaliklarin Prenatal Tanisi, 1995-1997 yillarindaki uygulama ve arastirmalarimizin
sonuglari

Yiiksel Apak M., BASARAN S., Aydinhi K,, KAYSERILI H.,, KARAMAN B,, A¢arséz D., Eris H., YUKSEL A, ibrahimoglu L.,
Ermis H., et al.

Ist. Tip Fakiiltesi Mecmuasi, vol.62, no.4, pp.354-362, 1999 (Peer-Reviewed Journal)

Duchenne Kas Distrofisi i¢in Riskli Ailelerde Tasiyiciigin Belirlenmesi ve Prenatal Tani
Uygulamalarinda Karsilasilan Sorunlar

KAYSERILI H., Agarséz D., Gokgoz N., BASARAN S.,, KARAMAN B, Kirdar B, Tolun A, Aydinh K., YUKSEL A.,, Yiiksel
Apak M.

Istanbul Cocuk Klinigi Dergisi, vol.30, pp.200-206, 1995 (Peer-Reviewed Journal)
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KAYSERILI H., BASARAN S., KARAMAN B., UYGUNER Z. 0.
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in: Endokrinoloji Diyabet Yilhg1, Yarman S,Alagél F., Editor, istanbul Tip Fakiiltesi, istanbul, pp.103-113, 2012
Ekstremite Anomalileri
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The Application of array CGH for Monogenic Disorders; Clinical and Molecular Cytogenetic
Characterization of Twenty Patients.

KARAMAN B, NAJAFL1 A, Toksoy G., KAYSERILI KARABEY H., BASARAN S.

European Cytogenetic Conference, Floransa, Italy, 29 June - 02 July 2017, pp.8

Familial Microdeletion of 3 Mb at 22q11.2 With Unusual Phenotype

Toksoy G., Satkin B. N., KAYSERILI H.,, KARAMAN B., BASARAN S.

European Cytogenetic Conference, Ireland, 1 - 04 June 2013, pp.69

Molecular Test Results of Syndromic Craniosynostosis Patients:genotype-phenotype correlations
Karaman V., Altunoglu U,, Toksoy G., KARAMAN B., KAYSERILI H., UYGUNER Z. O.

European Human Genetic Congress, France, 1 - 04 June 2013, pp.99
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Phenotypically Affected 20 Cases
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European Cytogenetic Conference, Ireland, pp.122
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A novel molecular and functional mechanism predisposing to ototoxicity

KAYSERILI H.

American Society of Human Genetics 62nd Annual Meeting, United States Of America, 1 - 04 October 2012, pp.10-
15

Konjenital Eritropoietik Porfiride Eritrodonti:Bir Olgu Raporu

AKTOREN 0., KAYSERILI H., GUVEN Y.

19.Tiirk Pedodonti Dernegi Kongresi, Antalya, Turkey, 1 - 04 October 2012, pp.163

Next generation sequencing detects mutations in ISPD as a common cause of Walker-Warburg
syndrome with defective glycosylation of adystroglycan

KAYSERILI H.

American Society of Human Genetics 62nd Annual Meeting, United States Of America, 1 - 04 October 2012, pp.48-9
DYNC2H1 mutations are commonly found in Juene Asphyxating Thoracic Dyspilasia (JATD) without
extraskeletal features while IFT140 mutations cause JATD with renal involvement

KAYSERILI H.
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European Human Genetics Congress 2012, Nuremberg, Germany, 23 - 26 June 2012, pp.147-148
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clinical findings
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