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expanding the mutational spectrum and dental findings of three new patients

AKALIN A, Ozsin C, KOG N., Demir G. U., ALANAY Y., Utine E., BODUROGLU 0. K., Tekgcicek M., SIMSEK KiPER P. 0.
European Journal of Medical Genetics, cilt.66, sa.4, 2023 (SCI-Expanded)

Typical Face, Developmental Delay, and Hearing Loss in a Patient with 3M Syndrome: The Co-
Occurrence of Two Rare Conditions
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study
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Molecular etiology of isolated congenital cataract using next-generation sequencing: Single center
exome sequencing data from Turkey

Taylan Sekeroglu H., Karaosmanoglu B., Tagkiran E. Z., Simsek Kiper P. 0., Alikasifoglu M., Boduroglu 0. K., Coskun
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ADA?2 deficiency in a patient with Noonan syndrome-like disorder with loose anagen hair: The co-
occurrence of two rare syndromes

Akgun-Dogan 0., Simsek-Kiper P. 0., Taskiran E,, Lissewski C., Brinkmann J., Schanze D., Go¢men R,, Cagdas D. N,,
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CEYLAN A, SAHIN I. F., Erdem H., Kayhan G., Simsek-Kiper P., UTINE G. E., Percin F., Boduroglu K., ALIKASIFOGLU
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Syrian children in Turkey: A model of action for national pediatric societies
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Pediatrics, cilt.143, sa.2, 2019 (SCI-Expanded)

Effects of Vitamin D and estrogen receptor polymorphisms on bone mineral density in adolescents
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I Nan-Erdogan I, AKGUL S., Isgln-Atlcl K., Tugrul-Yiicel T., Boduroglu K., DERMAN 0., KANBUR N.

Journal of Pediatric Endocrinology and Metabolism, 2019 (SCI-Expanded)
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metaphyseal dysplasia in a neonate

Simsek-Kiper P. 0., KOSUKCU C., Akgun-Dogan 0., GOCMEN R., UTINE G. E., SOYER T., Korkmaz-Toygar A, Nishimura
G., ALIKASIFOGLU M., Boduroglu K.



XXXIX.

XL.

XLL

XLIIL

XLIIL

XLIV.

XLV.

XLVI.

XLVIL

XLVIIL

XLIX.

LL

LIL

European Journal of Medical Genetics, cilt.62, sa.1, ss.21-26, 2019 (SCI-Expanded)

Further delineation of spondyloepimetaphyseal dysplasia Faden-Alkuraya type: A RSPRY1-
associated spondylo-epi-metaphyseal dysplasia with cono-brachydactyly and craniosynostosis
Simsek-Kiper P., Taskiran E., Kosukcu C., Urel-Demir G., Akgun-Dogan 0., Yilmaz G., Utine G., Nishimura G.,
Boduroglu K, Alikasifoglu M.
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Urel-Demir G., Simsek-Kiper P. 0., AKGUN-DOGAN 0., GOCMEN R, WANG Z., MATSUMOTO N., MIYAKE N., Utine G. E,,
NISHIMURA G., IKEGAWA S., et al.
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Non-immune hydrops fetalis: A retrospective analysis of 151 autopsies performed at a single center
KAYKI G., Gucer S., AKCOREN Z., ORHAN D., TALIM B, YURDAKOK M., YiGiT S. BODUROGLU 0. K, UTINE G. E,, Orgul
G, etal
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Prenatal and Postnatal Follow-up in Trisomies 13 and 18: A 20-Year Experience in a Tertiary Center
Dogan 0. A, Demir G. U, Arslan U. E,, Simsek-Kiper P. 0., UTIiNE G. E., ALIKASIFOGLU M., Boduroglu K.

American Journal of Perinatology, cilt.35, sa.5, ss.427-433, 2018 (SCI-Expanded)

Fragile x-associated premature ovarian failure in a large Turkish cohort: Findings of Hacettepe
Fragile X Registry

UTINE G. E,, Simsek-Kiper P. 0., Akgun-Dogan 0., Urel-Demir G., Alanay Y., AKTAS D., Boduroglu K., Tuncbilek E.,
ALIKASIFOGLU M.

European Journal of Obstetrics and Gynecology and Reproductive Biology, cilt.221, ss.76-80, 2018 (SCI-Expanded)
A Rare Cause of Hyperinsulinemic Hypoglycemia: Costello Syndrome

VURALLI KARAOGLAN D., KOSUKCU C., Taskiran E., Simsek P. 0., UTINE G. E.,, BODUROGLU 0. K., ALIKASIFOGLU A,
ALIKASIFOGLU M.

HORMONE RESEARCH IN PAEDIATRICS, cilt.90, ss.363, 2018 (SCI-Expanded)

Clinical, demographic and nosologic characterisation of the genetic disorders of the skeleton in
Turkey: The Skeletal Dysplasia registry

SIMSEK KIiPER P. 0., Utine G. E., TASKIRAN Z. E., KOSUKCU C., ALANAY Y., ALIKASIFOGLU M., BODUROGLU 0. K.
European Journal Of Human Genetics, 2018 (SCI-Expanded)

Anauxetic dysplasia: A rare clinical entity

Akgiin-Dogan 0., Simsek-Kiper P. 0., UTINE G. E., Boduroglu K.

Turkish Journal of Pediatrics, cilt.60, sa.1, ss.89-93, 2018 (SCI-Expanded)

Epigenotype and phenotype correlations in patients with Beckwith-Wiedemann syndrome

Bilgin B., Kabacam S., Tagkiran E., Simsek-Kiper P. 0., Alanay Y., Boduroglu K., UTINE G. E.

Turkish Journal of Pediatrics, cilt.60, sa.5, ss.506-513, 2018 (SCI-Expanded)

Clinical and molecular evaluation of 16 patients with rett syndrome

Zengin-Akkus P., Taskiran E. Z.,, Kabacam S., Simsek-Kiper P. 0., Haliloglu G., Boduroglu K., UTINE G. E.

Turkish Journal of Pediatrics, cilt.60, sa.1, ss.1-9, 2018 (SCI-Expanded)

Coexistence of Trisomy 13 and SRY (—) XX Ovotesticular Disorder of Sex Development

Demir G. U, Dogan O. A, Kiper P. 0. S, UTINE G. E., Boduroglu K., Gucer S., ALIKASIFOGLU M.

Fetal and Pediatric Pathology, cilt.36, sa.6, ss.445-451, 2017 (SCI-Expanded)

Dermal fibroblast transcriptome indicates contribution of WNT signaling pathways in the
pathogenesis of Apert syndrome

Cetinkaya A., Taskiran E., Soyer T., Simsek-Kiper P., Utine G., Tungbilek G., Boduroglu K., Alikasifoglu M.

TURKISH JOURNAL OF PEDIATRICS, cilt.59, sa.6, ss.619-624, 2017 (SCI-Expanded)

Partial Trisomy 18 From a marker chromosome to a rare chromosomal disorder

OGUZ S., GULERAY N., DOGAN 0., SIMSEK KiPER P. 0., UTINE G. E., BODUROGLU 0. K., ALIKASIFOGLU M.
MOLECULAR CYTOGENETICS, cilt.10, 2017 (SCI-Expanded)

HERC1 mutations in idiopathic intellectual disability
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Boegershausen N,, Gatinois V., Riehmer V., Kayserili H., Becker J., Thoenes M., Simsek-Kiper P. O., Barat-Houari M,
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Bi-allelic Mutations in KLHL7 Cause a Crisponi/CISS1-like Phenotype Associated with Early-Onset
Retinitis Pigmentosa

Angius A, Uva P, Buers I, Oppo M,, Puddu A, Onano S, Persico I, Loi A, Marcia L., Hohne W, et al.
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Cortical-bone fragility - Insights from sFRP4 deficiency in Pyle's disease

Kiper P. 0., Saito H., Gori F., Unger S., Hesse E., Yamana K, Kiviranta R, SOLBAN N,, LIU ], BROMMAGE R, et al.
New England Journal of Medicine, cilt.374, sa.26, ss.2553-2562, 2016 (SCI-Expanded)

A Diagnosis to Consider in Intellectual Disability: Mowat-Wilson Syndrome

Kili¢ E,, Cetinkaya A., Utine G. E., Boduroglu K.

Journal of Child Neurology, cilt.31, sa.7, ss.913-917, 2016 (SCI-Expanded)

A novel de novo mutation involving the MLL2 gene in a Kabuki syndrome patient presenting with
seizures

Bekircan-Kurt C. E., Simsek-Kiper P. 0., Boduroglu K., DERICIOGLU N.

Turkish Journal of Pediatrics, cilt.58, sa.1, ss.97-100, 2016 (SCI-Expanded)

Experience of a Skeletal Dysplasia Registry in Turkey: A Five-Years Retrospective Analysis
Kurt-Sukur E. D., Simsek-Kiper P. 0., UTINE G. E, Boduroglu K., Alanay Y.
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Two patients with microdeletion and microduplication involving 1q21.1
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Bramswig N. C,, Luedecke H,, Alanay Y., Albrecht B, Barthelmie A., Boduroglu K., Braunholz D., Caliebe A.,
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RAP1-mediated MEK/ERK pathway defects in Kabuki syndrome

Bogershausen N,, Tsai I, Pohl E, Kiper P. 0. S, Beleggia F., Ferda Percin E., Keupp K, Matchan A, Milz E,, Alanay Y.,
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Sekeroglu H. T., Simsek-Kiper P. 0., UTINE G. E., Boduroglu K., Sanac A. S, Sener E. C.
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Psychosocial Aspects of Genetics (EMPAG), Milan, Italya, 16 - 19 Haziran 2018, cilt.27, ss.127, (Ozet Bildiri)
Clinical, demographic and nosologic characterisation of the genetic disorders of the skeleton in
Turkey: The skeletal dysplasia registry

Simsek-Kiper P. 0., Utine G. E,, Taskiran E. Z., Kosukcu C,, Arslan U., ALANAY Y., Alikasifoglu M., BODUROGLU 0. K.
51st Conference of the European-Society-of-Human-Genetics (ESHG) in conjunction with the European Meeting on
Psychosocial Aspects of Genetics (EMPAG), Milan, Italya, 16 - 19 Haziran 2018, cilt.27, ss.130, (Ozet Bildiri)

A novel homozygous ROGD1 mutation in two siblings with kohlschutter-tonz syndrome: a rare entity
Kiper P. 0. S., Utine G. E., Zschocke J.,, BODUROGLU 0. K.

50th European-Society-of-Human-Genetics (ESHG) Conference, Copenhagen, Danimarka, 27 - 30 Mayis 2017,
cilt.26, ss.346, (Ozet Bildiri)

17q24.3 Duplication In A Patient Presenting With SRY-Negative 46,XX Disorders of Sex Development
Kiper P. 0. S, Ozon A, Gonc N,, Alikasifoglu A, Utine G. E,, BODUROGLU 0. K., Alikasifoglu M.

50th European-Society-of-Human-Genetics (ESHG) Conference, Copenhagen, Danimarka, 27 - 30 Mayis 2017,
cilt.26, ss.196, (Ozet Bildiri)

A Rare Cause of Hyperinsulinemic Hypoglycemia: Costello Syndrome

VURALLI KARAOGLAN D., KOSUKCU C., TASKIRAN Z. E., SIMSEK KIPER P. 0., UTINE G. E,, BODUROGLU 0. K,
ALIiKASIFOGLU A.,, ALIKASIFOGLU M.

57th Annual ESPE European Society for Paediatric Endocrinology, Atina, Yunanistan, 27 - 29 Eyliil 2018, cilt.90,
s5.351-352, (Ozet Bildiri)

Expanding the clinical and mutational spectrum of Roberts syndrome with previously unreported
endoctrine findings.

GULERAY N., SIMSEK KiPER P. 0., UTINE G. E., BODUROGLU 0. K., ALIKASIFOGLU M.

European Human Genetics Conference, 16 - 19 Haziran 2018, (Tam Metin Bildiri)
Camptodactyly-arthropathy-coxa vara-pericarditis syndrome in a large family: A clinical condition
with a diagnostic challenge.

0GUZ S., SIMSEK KiPER P. 0., UTINE G. E.,, ALANAY Y., 0ZEN S., BODUROGLU 0. K., ALIKASIFOGLU M.

European Human Genetics Conference, 16 - 19 Haziran 2018, (Tam Metin Bildiri)

Clinical, demographic and nosologic characterization of the genetic disorders of the skeleton in
Turkey: The skeletal dysplasia registry.

SIMSEK KIPER P. 0., UTINE G. E., TASKIRAN Z. E., KOSUKCU C., ARSLAN U. E.,, ALANAY Y., ALIKASIFOGLU M.,
BODUROGLU 0. K.

European Human Genetics Conference, Milan, Italy, June 16-19, 2018., Milan, italya, 16 - 19 Haziran 2018, (Tam



XV.

XVIL

XVIIL

XIX.

XXI.

XXIIL.

XXIIIL.

XXIV.

XXV.

XXVI.

XXVIL

XXVIIL
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Effects of estrogen and vitamin D polymorphisms on bone density in adolescent anorexia nervosa
patients

Inan Erdogan I, AKGUL S., ISGIN K., BODUROGLU 0. K., DERMAN 0., KANBUR N.

14th International conferans on Clinical pediatrics., 14 - 16 Haziran 2018, (Tam Metin Bildiri)

Rett sendromlu 16 hastanin klinik ve molekiiler agidan degerlendirilmesi

ZENGIN AKKUS P., TASKIRAN Z. E., KABACAM S., SIMSEK KiPER P. 0., HALILOGLU V. G., BODUROGLU 0. K., UTINE G.
E.

61. Tiirkiye Milli Pediatri Kongresi, Antalya, Tiirkiye, 15 - 19 Kasim 2017, (Ozet Bildiri)

Oftalmo-akromelik sendrom

UREL DEMIR G., TASKIRAN Z. E., AKGUN DOGAN 0., SIMSEK KiPER P. 0., UTINE G. E., BODUROGLU 0. K.

3. Ulusal Cocuk Genetik Sempozyumu, Antalya, Tiirkiye, 11 - 13 Ekim 2017, (Tam Metin Bildiri)
Camurati-Engelmann hastalig:

0GUZ S., UREL DEMIR G., SIMSEK KiPER P. 0., UTINE G. E., ALIKASIFOGLU M., BODUROGLU 0. K.

3.Ulusal Cocuk Genetik Sempozyumu, Antalya, Tiirkiye, 11 - 13 Ekim 2017, (Tam Metin Bildiri)

Cok nadir iki sendromun birlikteligi: Noonan syndrome like with loose anagen hair ile ICF2
sendromu

AKGUN DOGAN 0., SIMSEK KiPER P. 0., Lissewski C.,, Erman B., CAGDAS AYVAZ D. N,, Boztug K, UTINE G. E,, Zenker
M., TEZCAN F. i, BODUROGLU 0. K.

3.Ulusal Cocuk Genetik Sempozyumu, Antalya, Tiirkiye, 11 - 13 Ekim 2017, (Tam Metin Bildiri)
Okiiloaurikiilovertebral spektrumda 5p delesyonu

UREL DEMIR G., OGUZ S., GULERAY N., AKGUN DOGAN 0., SIMSEK KIPER P. 0., UTIiNE G. E., ALIKASIFOGLU M,,
BODUROGLU 0. K.

3. Ulusal Cocuk Genetik Sempozyumu, Antalya, Tiirkiye, 11 - 13 Ekim 2017, (Tam Metin Bildiri)

Peters Plus Sendromu

UREL DEMIR G., AKGUN DOGAN 0., SIMSEK KiPER P. 0., UTINE G. E., BODUROGLU 0. K.

3. Ulusal Cocuk Genetik Sempozyumu, Antalya, Tiirkiye, 11 - 13 Ekim 2017, (Tam Metin Bildiri)
Woodhouse-Sakati sendromunda iki yeni mutasyon

OGUZ S.,, AKGUN DOGAN 0., UREL DEMIR G., SIMSEK KIPER P. 0., UTINE G. E., BODUROGLU 0. K., ALIKASIFOGLU M.
3.Ulusal Cocuk Genetik Sempozyumu, Antalya, Tiirkiye, 11 - 13 Ekim 2017, (Tam Metin Bildiri)

6p25.3 delesyonu

AKGUN DOGAN 0., UREL DEMIR G., GULERAY N., SIMSEK KiPER P. 0., UTINE G. E., KUTLUK M. T., ALIKASiIFOGLU M.,
BODUROGLU 0. K.

3.Ulusal Cocuk Genetik Sempozyumu, Antalya, Tiirkiye, 11 - 13 Ekim 2017, (Tam Metin Bildiri)

PGAP3 geninde yeni tanimlanmis mutasyona bagh hiperfosfatazya mental retardasyon sendromu
AKGUN DOGAN 0., UREL DEMIR G., KOSUKCU C., TASKIRAN Z. E., SIMSEK KIPER P. 0., UTINE G. E., ALIKASIFOGLU
M., BODUROGLU O.K.

3. Ulusal Cocuk Genetik Sempozyumu, Antalya, Tiirkiye, 11 - 13 Ekim 2017, (Tam Metin Bildiri)

Tasiyic1 kiz kardeslerin ogullarinda zihinsel yetersizlik

UREL DEMIR G., OGUZ S., GULERAY N., AKGUN DOGAN 0., SIMSEK KiPER P. 0., UTINE G. E., ALIKASIFOGLU M,,
BODUROGLU 0. K.

3. Ulusal Cocuk Genetik Sempozyumu, Antalya, Tiirkiye, 11 - 13 Ekim 2017, (Tam Metin Bildiri)

Teebi hipertelorizm sendromu

UREL DEMIR G., AKGUN DOGAN 0., SIMSEK KiPER P. 0., UTINE G. E., BODUROGLU 0. K.

3. Ulusal Cocuk Genetik Sempozyumu, Antalya, Tiirkiye, 11 - 13 Ekim 2017, (Tam Metin Bildiri)

Tiiberoskleroz hemihiperplazi birlikteligi

AKGUN DOGAN 0., UREL DEMIR G., SIMSEK KiPER P. 0., UTINE G. E., BODUROGLU 0. K.

3. Ulusal Cocuk Genetik Sempozyumu, Antalya, Tiirkiye, 11 - 13 Ekim 2017, (Tam Metin Bildiri)

KID Sendromu: Nadir bir klinik antite

AKGUN DOGAN 0., 0GUZ S., MENTESOGLU D., UREL DEMIR G., SIMSEK KiPER P. 0., UTINE G. E,, DOGAN GUNAYDIN
S. ERSOY EVANS S., BODUROGLU 0. K.
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3. Ulusal Cocuk Genetik Sempozyumu, Antalya, Tiirkiye, 11 - 13 Ekim 2017, (Tam Metin Bildiri)

Juvenil Paget Hastalig1

0GUZ S., UREL DEMIR G., AKGUN DOGAN 0., SIMSEK KIiPER P. 0., UTINE G.E,, ALiKASiFOGLU M., BODUROGLU 0. K.
3. Ulusal Cocuk Genetik Sempozyumu, Antalya, Tiirkiye, 11 - 13 Ekim 2017, (Tam Metin Bildiri)

Further delineation of spondyloepimetaphyseal dysplasia Faden-Alkuraya type: a RSPRY1-associated
spondylo-epi-metaphyseal dysplasia with cono-brachydactyly and craniosynostosis.

SIMSEK KIPER P. 0., TASKIRAN Z. E., KOSUKCU C., AKGUN DOGAN 0., UTINE G. E, BODUROGLU 0. K., ALiKASiFOGLU
M.

International Skeletal Dysplasia Society Meeting, 20 - 23 Eyliil 2017, (Tam Metin Bildiri)

SOX9 gene dublication-related 46,XX ovotesticular disorder of sex development

OZON Z. A, ALiKASiFO(}LU A, GONC E. N, VURALLI KARAOGLAN D., BUYUKYILMAZ G., SIMSEK KIPER P. 0., UTINE
E., ORHAN D., SOYER T, BODUROGLU 0.K, et al.

10th International Meeting of Pediatric Endocrinolgy, 14 - 17 Eyliil 2017, (Ozet Bildiri)

ICF SYNDROME: CLINICAL, IMMUNOLOGICAL AND CYTOGENETIC ANALYSIS OF SEVENCASES

akarsu a., CAGDAS AYVAZ D. N., METIN A, SIMSEK KiPER P. 0., UTINE G.E., ALiKASiFOCLU M., BODUROGLU 0.K.,
sanal 6., TEZCAN F. 1.

ESID 2017, 11 - 14 Eylill 2017, (Tam Metin Bildiri)

Partial Trisomy 18 From a marker chromosome to a rare chromosomal disorder

0GUZ S, GULERAY N., AKGUN DOGAN 0., SIMSEK KIPER P. 0., UTINE G. E., BODUROGLU 0.K, ALiKASiFOCLU M.
European Cytogenetics Conference, 1 - 04 Temmuz 2017, (Tam Metin Bildiri)

Duplication ina patient presenting with SRY negative 46XX disorders of sex development

SIMSEK KiPER P. 0., OZON Z. A, GONG E. N, ALIKASIFOGLU A, UTINE G. E, BODUROGLU 0. K., ALIKASIFOGLU M.
50th The European Society of Human Genetics, 27 - 29 Mayis 2017, (Ozet Bildiri)

Homozygous novel variant in MUT in a patient with intellectual disability without metabolic
derangement

UTINE G. E.,, TASKIRAN Z. E., KOSUKCU C., AKGUN DOGAN 0., SIMSEK KiPER P. 0., BODUROGLU 0. K., ALIKASIFOGLU
M.

European Society of Human Genetics Conference 2017, Kopenhag, Danimarka, 27 - 30 Mayis 2017, (Tam Metin
Bildiri)

A novel homozygous ROGD1 mutation in two siblings with Kohlschutter-Tonz syndrome: A rare
entity

SIMSEK KiPER P. 0., UTINE G. E., Zschocke ]., BODUROGLU 0. K.

European Society of Human Genetics Conference 2017, Kopenhag, 27 - 30 Mayis 2017, (Tam Metin Bildiri)
RSPRY1 associated skeletal dysplasia: Spondylo-epi-metaphyseal dysplasia with conobrachydactyly
and craniosynostosis

SIMSEK KIiPER P. 0., TASKIRAN Z. E., KOSUKCU C., AKGUN DOGAN 0., YILMAZ G., UTINE G. E., Nishimura G.,
BODUROGLU 0. K., ALIKASIFOGLU M.

European Society of Human Genetics Conference 2017, Kopenhag, Danimarka, 27 - 30 Mayis 2017, (Tam Metin
Bildiri)

Cinsiyetinden hosnutsuzluk ve 46,XX gonadal disgenezi birlikteligi

KAMIS G. Z,, BODUROGLU 0. K., BAYRAKTAR M, BASAR K.

21. TPD Yillik Toplant: ve Klinik Egitim Sempozyumu, Tiirkiye, 19 - 22 Nisan 2017, cilt.28, ss.72-73, (Ozet Bildiri)
Analysis of chromosome 22q11 2 copy number variations by multiplex ligation dependent probe
amplification

ALARCON MARTINEZ T.,, KABACAM S., CEYLAN A. C., SIMSEK KiPER P. 0., ALIKASIFOGLU M., BODUROGLU 0.K,
UTINE G. E.

American Society of Human Genetics 66th Meeting, 18 - 22 Ekim 2016, (Tam Metin Bildiri)

Arthrogryposis multiplex congenita AMC Spectrum and classification at a tertiary referral center
ONCEL I, HALILOGLU V. G., UTINE G. E,, AKSOY M. C,, BODUROGLU 0. K,, TOPALOGLU H. A.

21st International Congress of the World-Muscle-Society, Granada, Nikaragua, 4 - 08 Ekim 2016, cilt.26, ss.107,
(Tam Metin Bildiri)
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Clinical and Molecular Analysis of 3M Syndrome Patients A Study From Turkey

SIMSEK KIPER P. 0., TASKIRAN Z. E., UTINE G.E,, ALiKASiFOGLU A, KANDEMIR N,, Cormier Daire V., ALANAY Y.,
ALIKASIFOGLU M., BODUROGLU 0. K.

28th International Congress of Pediatrics, 17 - 22 Agustos 2016, (Tam Metin Bildiri)

Clinical and quantitative PCR confirmation of copy number variations detected by array CGH
CEYLAN A. C,, TASKIRAN Z. E., SIMSEK KiPER P. 0., UTINE G. E,, BODUROGLU 0.K, ALiKASiFOCLU M.

European Society of Human Genetics Conference 2016, 21 - 24 Mayis 2016, (Tam Metin Bildiri)

Meier Gorlin ear patella short stature syndrome A rare clinical entity

AKGUN DOGAN 0., SIMSEK KIPER P. 0., ALANAY Y., UTINE G.E,, BODUROGLU 0. K.

European Society of Human Genetics Conference 2016, 21 - 24 Mayis 2016, (Tam Metin Bildiri)

Clinical and Molecular aspects and genotype phenotype correlation in Rett syndrome

ZENGIN AKKUS P., UTINE G. E., AKGUN DOGAN 0., SIMSEK KIPER P. 0., TASKIRAN Z.E., HALIiLOGLU V. G.,
BODUROGLU 0. K.

European Society of Human Genetics Conference 2016 Barcelona, 21 - 24 Mayis 2016, (Tam Metin Bildiri)
Clinical aspects and genotype-phenotype correlation in Rett syndrome

ZENGIN AKKUS P., UTINE G. E., AKGUN DOGAN 0., SIMSEK KIPER P. 0., TASKIRAN Z.E., HALIiLOGLU V. G.,
BODUROGLU 0. K.

European Human Genetics Conference, Barcelona, ispanya, 21 Mayis 2016, (Ozet Bildiri)

Clinical molecular aspects and genotype phenotype correlation in Rett syndrome

ZENGIN AKKUS P., UTINE G. E., AKGUN DOGAN 0., SIMSEK KIPER P. 0., TASKIRAN Z.E., HALIiLOGLU V. G,
BODUROGLU 0. K.

European Society of Human Genetics 2016, Barcelona, ispanya, 21 - 24 Mayis 2016, (Tam Metin Bildiri)
Dismorfik Bulgular: ve Selektif IgA Eksikligi Tanisiyla izlenen Monozomi 18p Olgusu

ZENGIN AKKUS P., CETINKAYA A, CAGDAS AYVAZ D. N,, ALIKASIFOGLU M., ALIKASiFOGLU A, KANDEMIR N,,
TEZCAN F. i, UTINE G. E, BODUROGLU 0. K.

2. Klinik Immiinoloji Kongresi, Antalya, Tiirkiye, 31 Mart - 03 Nisan 2016, (Ozet Bildiri)

Bir vaka nedeniyle Goltz sendromu

TASTEMEL T., AKGUN DOGAN 0., SIMSEK KIPER P. 0., UTINE G. E,, BODUROGLU O. K.

2. Ulusal Cocuk Genetik Sempozyumu, 22-24 Ekim 2015, Samsun, Tiirkiye, Tiirkiye, 22 - 24 Ekim 2015, (Tam Metin
Bildiri)

3M Sendromlu Bir Grup Hastada Klinik Ve Molekiiler Bulgularin Analizi

SIMSEK KIiPER P. 0., EKIM ZiHNi T., UTINE G. E., ALIKASIFOGLU A, KANDEMIR N., VALERIE C. D., ALANAY Y,,
ALIKASIFOGLU M., BODUROGLU 0. K.

2. Ulusal Cocuk Genetik Sempozyumu, 22-24 Ekim 2015, Samsun, Tiirkiye, Tiirkiye, 22 - 24 Ekim 2015

Eriskin donemde tani alan Williams sendromu vakasi

AKGUN DOGAN 0., SIMSEK KiPER P. 0., UTINE G. E.,, ALIKASIFOGLU M., BODUROGLU 0. K.

2. Ulusal Cocuk Genetik Sempozyumu, 22-24 Ekim 2015, Samsun, Tiirkiye, Tiirkiye, 22 - 24 Ekim 2015, (Tam Metin
Bildiri)

WAGR Sendromu Aniriden daha fazlasi

PINAR Z. A, AKGUN DOGAN 0., TAYLAN SEKEROGLU H., SIMSEK KiPER P. 0., UTINE G. E., BODUROGLU 0. K.

2. Ulusal Cocuk Genetik Sempozyumu, 22-24 Ekim 2015, Samsun, Tiirkiye, Tiirkiye, 22 - 24 Ekim 2015, (Tam Metin
Bildiri)

Hennekam sendromu Otozomal resesif gecisli bir konjenital lenfédem

GULERAY N., 0ZER M., AKGUN DOGAN 0., SIMSEK KiPER P. 0., UTINE G. E,, BODUROGLU 0. K.

2. Ulusal Cocuk Genetik Sempozyumu, 22-24 Ekim 2015, Samsun, Tiirkiye, Tiirkiye, 22 - 24 Ekim 2015, (Tam Metin
Bildiri)

Nadir goriilen bir iskelet displazisi Stiive Wiedemann sendromu

AKGUN DOGAN 0., SIMSEK KiPER P. 0., UTINE G. E., BODUROGLU 0. K.

2. Ulusal Cocuk Genetik Sempozyumu, 22-24 Ekim 2015, Samsun, Tiirkiye, Sempozyum Kitabi Sayfa 72., Tiirkiye, 22
- 24 Ekim 2015, (Tam Metin Bildiri)

Mowat Wilson sendromu Klinik degerlendirme ve ZEB2 gen mutasyon delesyon analizi
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Kilig E., Cetinkaya A., UTINE G. E,, BODUROGLU 0. K.

II. Ulusal Cocuk Genetik Sempozyumu, Tiirkiye, 22 - 24 Ekim 2015

Frontometaphyseal dysplasia with a novel FLNA gene mutation

Kili¢ E.,, UTINE G. E., Robertson S, BODUROGLU 0. K.

12th International Skeletal Dysplasia Meeting, 29 Temmuz - 01 Agustos 2015

Keutel Syndrome A Rare Clinical Entity

DEMIREL M., SIMSEK KiPER P. 0., UTINE G. E.,, BODUROGLU 0. K.

International Skeletal Dysplasia Society 12th Biennial Meeting, July 29th-August 1, 2015-Istanbul, Turkey, Abstract
Book p.109,, istanbul, Tiirkiye, 29 Temmuz - 01 Agustos 2015, (Tam Metin Bildiri)

Experience of a Skeletal Dysplasia Registry In Turkey A Five Years Retrospective Analysis

KURT SUKUR E. D., SIMSEK KiPER P. 0., UTINE G. E, BODUROGLU 0. K., ERGUL T., ALIKASIFOGLU M.

International Skeletal Dysplasia Society 12th Biennial Meeting, 29 Temmuz - 01 Agustos 2015, (Tam Metin Bildiri)
Chondrodysplasia Punctata Brachytelephalangic Type With A Novel ARSE Mutation A Clinical Report
Poster sunumu Poster No 26 July 29th August 1 2015 Istanbul Turkey Abstract Book p 108

CEYLAN A. C., SIMSEK KiPER P. 0., UTINE G. E.,, ANLAR F. B, BODUROGLU 0. K., SHIiRO i,, GEN N.

International Skeletal Dysplasia Society 12th Biennial Meeting, 29 Temmuz - 01 Agustos 2015, (Tam Metin Bildiri)
Clinical and Molecular Analysis of 3M Syndrome In A Group of Turkish Patients

SIMSEK KIPER P. 0., EKIM ZiHNi T., UTINE G. E., ALIKASIFOGLU A, KANDEMIR N., VALERIE C.D., ALANAY Y.,
ALIKASIFOGLU M., BODUROGLU 0. K.

International Skeletal Dysplasia Society 12th Biennial Meeting, 29 Temmuz - 01 Agustos 2015, (Tam Metin Bildiri)
A Novel NKX3 2 Mutation Associated With Spondylo Megaepiphyseal Metaphyseal Dysplasia In A
Neonate A Rare Clinical Entity

SIMSEK KIiPER P. 0., YAVUZ §., UTINE G. E., SOYER T., KORKMAZ TOYGAR A, ALIKASIFOGLU M,, GEN N,,
BODUROGLU 0. K.

International Skeletal Dysplasia Society 12th Biennial Meeting, 29 Temmuz - 01 Agustos 2015, (Tam Metin Bildiri)
Roberts SC Phocomelia Syndrome A Rare Clinical Entity

GULERAY N., SIMSEK KiPER P. 0., DEMIREL M., CETINKAYA A., UTINE G. E., ALIKASIFOGLU M., BODUROGLU 0. K.
International Skeletal Dysplasia Society 12th Biennial Meeting, 29 Temmuz - 01 Agustos 2015, (Tam Metin Bildiri)
A Novel SMARCAL1 Mutation Associated With Schimke Immunoosseous Dysplasia A Clinical Report
AKGUN DOGAN 0., SIMSEK KIPER P. 0., UTINE G. E., MARTIN Z.,, BODUROGLU O. K.

International Skeletal Dysplasia Society 12th Biennial Meeting, 29 Temmuz - 01 Agustos 2015, (Tam Metin Bildiri)
Skeletal Dysplasia With Intellectual Disability Dyggve Melchior Clausen Dysplasia

UTINE G. E., SIMSEK KIPER P. 0., BODUROGLU 0. K, SHIRO I,, GEN N.

International Skeletal Dysplasia Society 12th Biennial Meeting, 29 Temmuz - 01 Agustos 2015, (Tam Metin Bildiri)
Chondrodysplasia punctata brachytelephalangic type with a novel ARSE mutation A clinical report
CEYLAN A. C., SIMSEK KIPER P. 0., UTINE G. E., ANLAR F. B,, BODUROGLU 0. K., Ikegawa S., Nishimura G.

12th International Skeletal Dysplasia Meeting, 29 Temmuz - 01 Agustos 2015

Microdeletion and microduplication of 1q21.1 in two separate patients

CEYLAN A. C,, UTINE G. E, BODUROGLU 0. K., ALIKASIFOGLU M.

10th European Cytogenetics Conference, Fransa, 4 - 07 Temmuz 2015, (Ozet Bildiri)

Two patients with microdeletion and microduplication involving 1q21 1

CEYLAN A. C,, SIMSEK KiPER P. 0., UTINE G. E., ALIKASIFOGLU M., BODUROGLU 0. K.

10th European Cytogenetics Conference, 4 - 07 Temmuz 2015, cilt.23, ss.49

Many faces of Rett syndrome: Is there still a diagnostic delay?

UTINE G. E., ZENGIN AKKUS P., BODUROGLU 0. K., HALILOGLU V. G.

11th European Paediatric Neurology Society (EPNS) Congress, Viyana, Avusturya, 27 - 30 Mayis 2015, cilt.19,
ss.148, (Ozet Bildiri)

1p36 delesyonu: bir vaka takdimi

ZENGIN AKKUS P., SAHIN Y., UTINE G. E,, BODUROGLU 0. K.

3. PUADER Kongresi, Tiirkiye, 30 Nisan 2014, (Tam Metin Bildiri)

Novel Mutations in the Osteoprotegerin Gene TNFRSF11B in Two Patients with Juvenile Paget's
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Naot D., Choi A, Musson D., SIMSEK KiPER P. 0., UTINE G. E.,, BODUROGLU 0. K., Peacock M., Dimeglio L., Cundy T.
Annual Meeting of the American-Society-for-Bone-and-Mineral-Research, Texas, Amerika Birlesik Devletleri, 12 -
15 Eyliil 2014, cilt.29, (Ozet Bildiri)

Case Presentation: Sjogren-Larsson Syndrome

KILIG E., KILIC M., UTINE G. E., COSKUN T., NAKANO H., BODUROGLU 0. K.

12th International Congress of Inborn Errors of Metabolism. (ICIEM, 2013, Barcelona, Spain)., Barcelona, ispanya,
03 Eyliil 2013, (Ozet Bildiri)

Hacettepe Universitesi Tip Fakiiltesi Ihsan Dogramaci Cocuk Hastanesi Gocuk Acil Unitesi’'nde Triaj
Uygulama Tecriibesi ve Triaj Performans Analizi

TEKSAM 0., TESTIK M. C,, OZON Z. A, SONMEZ V., pehlivan C., KALE G., BODUROGLU 0. K.

II. Uluslararasi Saghkta Performans ve Kalite Kongresi, Antalya, Tiirkiye, 28 Nisan 2010, ss5.255-262, (Tam Metin
Bildiri)

Rapid prenatal diagnosis of common aneuploidies by QF-PCR, four years experience of Hacettepe
University

Aktas D., Kutukcu B., Utine G., ALANAY Y., Deren 0., BODUROGLU 0. K., Beksac S., Alikasifoglu M.

7th European Cytogenetics Conference, Stockholm, Isveg, 4 - 07 Temmuz 20009, cilt.17, ss.209, (Ozet Bildiri)
Prospective analysis of a second-trimester biochemical screening test for trisomy 21

Portakal 0., Deren 0., BODUROGLU 0. K., Hascelik G.

60th Annual Meeting of the American-Association-for-Clinical-Chemistry, Washington, Kiribati, 27 - 31 Temmuz
2008, cilt.54, (Ozet Bildiri)

Bloom syndrome in a child with severe short stature and wilms tumor

Boduroglu K, ALANAY Y, Alikasifoglu M., Aktas D., Utine G. E., Tuncbilek E.

6th European Cytogenetics Conference, Istanbul, Tiirkiye, 7 - 10 Temmuz 2007, cilt.15, ss.142-143, (Ozet Bildiri)
Unilateral peters' anomaly type I in an infant with 22q11.2 deletion syndrome

Erdogan K. M,, Utine G. E., ALANAY Y,, Volkan-Salanci B., Boduroglu K., Aktas D., Alikasifoglu M., Tuncbilek E.

6th European Cytogenetics Conference, Istanbul, Tiirkiye, 7 - 10 Temmuz 2007, cilt.15, ss5.100, (Ozet Bildiri)

The detection of subtelomeric chromosomal rearrangements in 100 patients with idiopathic mental
retardation: Hacettepe University Experience

Celik T., Utine E., ALANAY Y., Aktas D., Boduroglu K, Alikasifoglu M., Tuncbilek E.

6th European Cytogenetics Conference, Istanbul, Tiirkiye, 7 - 10 Temmuz 2007, cilt.15, ss.70, (Ozet Bildiri)
Clinical evaluation of Prader-Willi and Angelman syndrome patients with 15q11-13 deletion

Kurtul K, Boduroglu K., ALANAY Y., Utine E., Salanci B. V., Aktas D., Alikasifoglu M., Tuncbilek E.

6th European Cytogenetics Conference, Istanbul, Tiirkiye, 7 - 10 Temmuz 2007, cilt.15, s5.96, (Ozet Bildiri)
Partial monosomy of distal 6q

Utine E., ALANAY Y., Aktas D., Boduroglu K, Alikasifoglu A., Tuncbilek E.

6th European Cytogenetics Conference, Istanbul, Tiirkiye, 7 - 10 Temmuz 2007, cilt.15, ss.70, (Ozet Bildiri)

Desteklenen Projeler

TASKIRAN Z.E., UTINE G. E., SIMSEK KiPER P. 0., BODUROGLU 0. K., AKARSU A. N., ALIKASIFOGLU M,, Yiiksekogretim
Kurumlari Destekli Proje, Hacettepe Ekzom Projesi, 2015 - 2019

SIMSEK KIPER P. 0., TASKIRAN Z. E., KOSUKCU C., AKGUN DOGAN 0., YILMAZ G., UTIiNE G. E.,, BODUROGLU 0. K.,
ALIKASIFOGLU M,, Yiiksekogretim Kurumlari Destekli Proje, Spondiloepimetafizyeal displazi Faden Alkuraya Tipi iskelet

Displazisinin Daha Genis Detaylandirilmasi: RSPRY1-iligkili Spondiloepmetafizyeal displazi, Konobrakidaktili ve

Kraniyosinostozis, 2017 - 2017

BODUROGLU 0. K., UTINE G. E., SIMSEK KIPER P. 0,, Yiiksekogretim Kurumlari Destekli Proje, KohlschutterTonz
sendromlu iki kiz kardeste yeni homozigot ROGD1 mutasyonu Nadir Bir Antite, 2017 - 2017

AKGUL S, KANBUR N., BODUROGLU 0. K, DERMAN 0., INAN ERDOGAN L, Yiiksek6gretim Kurumlari Destekli Proje,

Adolesan Anoreksiya Nervoza Vakalarinda Kemik Mineral Yogunlugunun Belirlenmesinde Ostrojen ve Vitamin D



Reseptdr Gen Polimorfizminin Roli, 2015 - 2017

BODUROGLU 0. K, Yiiksekogretim Kurumlar1 Destekli Proje, Silver-Russell Sendromu (SRS) bulunan hastalarda
epigenotip ve fenotip iligkisinin arastirilmasi, 2014 - 2017

SIMSEK KiPER P. 0., BODUROGLU 0. K., UTINE G. E,, Yiiksekogretim Kurumlari Destekli Proje, 3M Sendromunda Ana Gen
Defekti Olarak OBSL1 Mutasyonlar:: Tiirkiyeden Bir Calisma, 2016 - 2016

UTINE G. E,, HALILOGLU V. G., BODUROGLU 0. K, Yiiksekégretim Kurumlar1 Destekli Proje, Rett sendromunun klinik ve
molekiiler 6zellikleri ve genotip-fenotip korelasyonu, 2016 - 2016

BODUROGLU 0. K., UTINE G. E., Yiiksekégretim Kurumlar1 Destekli Proje, Yeni Tan1 ve Tedavi Yontemlerinin Klinik
Genetik Uygulamalardaki Yeri, 2016 - 2016

ALIKASIFOGLU M., BODUROGLU 0. K., UTINE G. E,, Yiiksekogretim Kurumlar1 Destekli Proje, Genetikte Teknolojik
flerlemeler, 2016 - 2016

UTINE G. E., BODUROGLU 0. K, Yiiksekogretim Kurumlari Destekli Proje, Klinik Genetikte Tani ve Tedavi Alanlarinda
flerlemeler, 2016 - 2016

SIMSEK KiPER P. 0., TASKIRAN Z. E,, BODUROGLU 0. K, UTINE G. E., ALANAY Y., Yiiksekogretim Kurumlar1 Destekli Proje,
3M Sendromlu Bir Grup Tiirk Hastada Klinik ve Molekiiler Ozelliklerin Analizi, 2015 - 2016

UTINE G. E, BODUROGLU 0. K., ALIKASIFOGLU M,, Yiiksekégretim Kurumlari Destekli Proje, 1211 Mikrodelesyon
Sendromu, 2015 - 2016

BODUROGLU 0. K., UTINE G. E., ALIKASIFOGLU M,, Yiiksekogretim Kurumlar1 Destekli Proje, 1q211 Mikrodelesyon ve
Mikroduplikasyon Sendromlari, 2015 - 2016

ALIKASIFOGLU M., UTINE G. E, BODUROGLU 0. K, Yiiksekégretim Kurumlar1 Destekli Proje, Segmental
Mikroduplikasyonlar ve Kopya Sayis1 Degisiklikleri, 2015 - 2016

ALARCON MARTINEZ T., UTINE G. E, BODUROGLU 0. K, Yiiksekogretim Kurumlar1 Destekli Proje, 22q11.2 Delesyon
Sendromlu Hastalarm Klinik ve ileri Molekiiler Degerlendirilmesi ve Genotip-Fenotip Korelasyonunun Arastrilmas,
2015 - 2016

UTINE G. E., BODUROGLU 0. K., ZENGIN AKKUS P., HALILOGLU V. G., Yiiksekogretim Kurumlar1 Destekli Proje, Rett
Sendromlu Hastalarin Klinik ve Molekiiler Degerlendirmesi, 2015 - 2015

Metrikler

Yayin: 209

Atif (WoS): 1163

Atif (Scopus): 1299
H-Indeks (WoS): 19
H-Indeks (Scopus): 20



	Prof. Dr. OSMAN KORAY BODUROĞLU
	Kişisel Bilgiler
	Eğitim Bilgileri
	Yabancı Diller
	Yaptığı Tezler
	Araştırma Alanları
	Akademik Unvanlar / Görevler
	Akademik İdari Deneyim
	SCI, SSCI ve AHCI İndekslerine Giren Dergilerde Yayınlanan Makaleler
	Diğer Dergilerde Yayınlanan Makaleler
	Hakemli Bilimsel Toplantılarda Yayımlanmış Bildiriler
	Desteklenen Projeler
	Metrikler

