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NEMUTLU E., TASKIRAN Z. E.,, UTINE G.E.

MOLECULAR BIOLOGY REPORTS, no.1, 2024 (SCI-Expanded)

Coexistence of Two Rare Conditions Complicating the Other's Management: Propionic Acidemia and
Apert Syndrome

ENSERT CiHAN C. K, AKAR H. T, Ylldlz Y., SOGUKPINAR M., UTINE G.E,, CELIK H.T.

Molecular Syndromology, vol.15, no.1, pp.83-88, 2024 (SCI-Expanded)

A Case of Opsismodysplasia with a Novel <i>INPPL1</i> Variant

Dasar T., AYPAR E., UTINE G. E., SIMSEK KiPER P. 0.

MOLECULAR SYNDROMOLOGY, 2024 (SCI-Expanded)

Two cases with undefined childhood interstitial lung disease: Can it be related to telomere variants?
Buyuksahin H. N, EMIRALIOGLU ORDUKAYA N., Yalcin E., 0ZCAN H. N., OGUZ B., UTINE G.E,, SIMSEK KIPER P. 0.,
KARAOSMANOGLU B., ORHAN D., Unal S,, et al.

JOURNAL OF PAEDIATRICS AND CHILD HEALTH, 2024 (SCI-Expanded)

Review of patients with achondroplasia: a single-center's experience with follow-up and associated
morbidities

SOGUKPINAR M., UREL DEMIR G., UTINE G.E., GONC E. N, OZON Z. A, SIMSEK KiPER P. 0.

EUROPEAN JOURNAL OF PEDIATRICS, no.9, pp.3819-3829, 2024 (SCI-Expanded)

Hyaline fibromatosis syndrome: a rare, yet recognizable syndrome

Dasar T., GONEN H. N., KOSEMEHMETOGLU K., TEKSAM 0., Boduroglu K., UTINE G. E., SIMSEK KIPER P. 0.
TURKISH JOURNAL OF PEDIATRICS, vol.66, no.2, pp.205-214, 2024 (SCI-Expanded)

A rare skeletal dysplasia in the etiology of severe scoliosis: Diaphanospondylodysostosis

Dasar T., YILDIZ A. E, Demirkiran G., UTINE G. E., SIMSEK KIPER P. 0.

European Journal of Medical Genetics, vol.68, 2024 (SCI-Expanded)

A spectrum of TP63-related disorders with eight affected individuals in five unrelated families
SOGUKPINAR M., UTINE G. E., Boduroglu K., SIMSEK KIPER P. 0.

European Journal of Medical Genetics, vol.68, 2024 (SCI-Expanded)

Delineation of <i>ADPRHL2</i> Variants: Report of Two New Patients with Review of the
Literature

Yildiz S. 0., Yalnizoglu D., SIMSEK KiPER P. 0., GOCMEN R., Sogukpinar M., Utine G. E., Haliloglu G.
NEUROPEDIATRICS, no.02, pp.117-123, 2024 (SCI-Expanded)

A Novel ZBTB20 Variant in a Patient with Primrose Syndrome: A Rare Clinical Entity with Distinctive
Features

Sogukplnar M., KARAOSMANOGLU B., UTINE G. E., Boduroglu K., SIMSEK KIPER P. 0.

Molecular Syndromology, 2024 (SCI-Expanded)

CHRND variant in a paternally inherited esophageal atresia and tracheoesophgageal fistula: Report
of a case

SOYER T., BOYBEYI TURER 0., KARAOSMANOGLU B., Tagkiran E., Simsek O. P., UTINE G. E.

Birth Defects Research, vol.116, no.1, 2024 (SCI-Expanded)

A Long-Term Follow-Up of a Patient with a Novel PORCN Variant and Additional Clinical Features
AKkalin A, Grzeschik K., UTINE G. E., Boduroglu K., SIMSEK KiPER P. 0.

Molecular Syndromology, 2024 (SCI-Expanded)

Further Expanding the Mutational Spectrum of Gorlin Syndrome in Three Unrelated Families
KOLKIRAN A., SIMSEK KiPER P. 0., TOPALOGLU YASAN G., KARAOSMANOGLU B, Tasklran E., UTINE G. E.,, TUZ H. H,,
Boduroglu K.

Molecular Syndromology, 2024 (SCI-Expanded)

Many Faces of Diencephalic-Mesencephalic Junction Dysplasia Syndrome with GSX2 and PCDH12
Variants

UREL DEMIR G., Bager B., GOGMEN R., SIMSEK KIPER P. 0., UTINE G. E., Haliloglu G.

Molecular Syndromology, 2024 (SCI-Expanded)

Evaluation of polysomnography findings in children with genetic skeletal disorders.

Nay1r Biiyiiksahin H., Emiralioglu N., Simsek Kiper P. 0., Sunman B.,, Giizelkas I., Alboga D., Akgiil Erdal M.,
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Boduroglu K, Utine G. E, Yalcin E, et al.

Journal of sleep research, vol.32, 2023 (SCI-Expanded)

Cockayne syndrome type 3 with dystonia-ataxia and clicking blinks

GULTEKIN ZAIM 0. B., YALCIN CAKMAKLI G., Colpak A. I, SIMSEK KiPER P. 0., UTINE G. E., ELIBOL B.

Movement Disorders Clinical Practice, vol.10, n0.S3, 2023 (SCI-Expanded)

Assessing the Menstrual Cycle and Related Problems in Adolescents with a Genetic Syndrome
Associated with Intellectual Disability

Cmar H. U, Kizilkan M. P,, AKALIN A, Kiper P. 0. S., UTINE G. E., DERMAN 0., KANBUR N., AKGUL S.

Journal of Pediatric and Adolescent Gynecology, vol.36, no.4, pp.363-371, 2023 (SCI-Expanded)

Mutated Transcripts of ZEB2 Do Not Undergo Nonsense-Mediated Decay in Mowat-Wilson Syndrome
Giileray Lafcl N., KARAOSMANOGLU B,, TASKIRAN Z. E., SIMSEK KiPER P. 0., UTINE G. E.

Molecular Syndromology, vol.14, no.3, pp.258-265, 2023 (SCI-Expanded)

Al-Gazali Skeletal Dysplasia Constitutes the Lethal End of <i>ADAMTSL2</i>-Related Disorders
Batkovskyte D., McKenzie F., Taylan F., SIMSEK KiPER P. 0., Nikkel S. M., Ohashi H., Stevenson R. E.,, Ha T., Cavalcanti
D. P, Miyahara H,, et al.

JOURNAL OF BONE AND MINERAL RESEARCH, no.5, pp.692-706, 2023 (SCI-Expanded)

A novel biallelic CRIPT variant in a patient with short stature, microcephaly, and distinctive facial
features

AKALIN A, SIMSEK KIPER P. 0., Tagkiran E. Z., KARAOSMANOGLU B., UTINE G. E,, BODUROGLU 0. K.

American Journal of Medical Genetics, Part A, vol.191, no.4, pp.1119-1127, 2023 (SCI-Expanded)
Spondylo-meta-epiphyseal dysplasia (SMED), short limb-hand abnormal calcification type: Further
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, vol.66, no.4, 2023 (SCI-Expanded)

Neonatal ichthyosis-sclerosing cholangitis syndrome: report of a novel mutation and a review of the
literature

Demir E., TUNA KIRSACLIOGLU C., SALTIK TEMIZEL i. N., UREL DEMIR G., KARAOSMANOGLU B,, Taskiran E. Z.,
SIMSEK KIiPER P. 0., UTINE G. E., KULOGLU Z.,, KANSU TANCA A.

Clinical Dysmorphology, vol.32, no.2, pp.88-91, 2023 (SCI-Expanded)

Typical Face, Developmental Delay, and Hearing Loss in a Patient with 3M Syndrome: The Co-
Occurrence of Two Rare Conditions

AKALIN A, Simsek-Kiper P. 0., Taskiran E,, UTINE G. E,, BODUROGLU 0. K.

MOLECULAR SYNDROMOLOGY, vol.13, no.6, pp.537-542, 2023 (SCI-Expanded)

The Tiirkiye-Syria Earthquake: a response from the editors of the Turkish Journal of Pediatrics
DUZOVA A, AKGUL S., UTINE G. E,, YILDIZ Y.

Turkish Journal of Pediatrics, vol.65, no.1, pp.1-2, 2023 (SCI-Expanded)

Biallelic loss-of-function variants in EXOC6B are associated with impaired primary ciliogenesis and
cause spondylo-epi-metaphyseal dysplasia with joint laxity type 3

SIMSEK KIPER P. 0, Jacob P., Upadhyai P., TASKIRAN Z. E., Guleria V. S,, KARAOSMANOGLU B., IMREN G., GOCMEN
R, Bhavani G. S., Kausthubham N, et al.

HUMAN MUTATION, vol.43, no.12, pp.2116-2129, 2022 (SCI-Expanded)

A lethal and rare cause of arthrogryposis: Glytl encephalopathy

Dasar T., SIMSEK KiPER P. 0., TASKIRAN Z. E.,, CAGAN M., 0ZYUNCU 0., DEREN 0., UTINE G. E., GUCER K. §S.,
BODUROGLU 0. K.

EUROPEAN JOURNAL OF MEDICAL GENETICS, vol.65, no.12, 2022 (SCI-Expanded)

Investigation of Genetic Causes in a Developmental Disorder: Oculoauriculovertebral Spectrum
Giileray N., Kosukcu C., Oguz S., Urel Demir G., Taskiran E. Z., Kiper P. 0. S., Utine G. E,, Alanay Y., Boduroglu K.,
Alikasifoglu M.

CLEFT PALATE-CRANIOFACIAL JOURNAL, vol.59, no.9, pp.1114-1124, 2022 (SCI-Expanded)

Diagnostic distribution and postnatal evaluation of prenatally detected short femur: A single center

experience
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KAHRAMAN A. B, SIMSEK KIPER P. 0., UTINE G.E,, BODUROGLU 0. K.

AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.188, no.8, pp.2367-2375, 2022 (SCI-Expanded)
Apparent mineralocorticoid excess: A diagnosis beyond classical causes of severe hypertension in a
child

GULHAN B., UNSAL Y., BALTU D., CELIK ERTAS N. B., Ozdemir G., Utine E., 0ZCAN H. N., DUZOVA A,, Gonc N.
BLOOD PRESSURE MONITORING, vol.27, no.3, pp.208-211, 2022 (SCI-Expanded)

Efficacy of flecainide in bidirectional ventricular tachycardia and tachycardia-induced
cardiomyopathy with Andersen-Tawil syndrome

UNAL YUKSEKGONUL A., Azak E., AKALIN A, ERTUGRUL i, Kilic E., UTINE G. E.,, KARAGOZ T.

EUROPEAN JOURNAL OF MEDICAL GENETICS, vol.65, no.6, 2022 (SCI-Expanded)

MENSTRUATION RELATED QUALITY OF LIFE IN ADOLESCENTS WITH GENETIC SYNDROMES
ACCOMPANYING AN INTELLECTUAL DISABILITY

UCLER CINAR H., PEHLIVANTURK KIZILKAN M., KANBUR N., DERMAN 0., TUZUN GUN Z., UTINE G. E., SIMSEK
KIPER P. 0., AKALIN A., AKGUL S.

JOURNAL OF ADOLESCENT HEALTH, vol.70, no.4, 2022 (SCI-Expanded)

Al-Gazali skeletal dysplasia constitutes the lethal end of ADAMTSL2-related disorders

Batkovskyte D., McKenzie F., Taylan F., SIMSEK KiPER P. 0., Nikkel S. M., Ohashi H., Miyahara H., Eriksson G.,,Ha T.,
UTINE G.E,, etal.

EUROPEAN JOURNAL OF HUMAN GENETICS, vol.30, no.SUPPL 1, pp.41-42, 2022 (SCI-Expanded)

More than meets the eye: expanding and reviewing the clinical and mutational spectrum of brittle
cornea syndrome

Dhooge T., Van Damme T., Syx D., Mosquera L. M., Nampoothiri S., Radhakrishnan A., SIMSEK KIPER P. 0., UTINE G.
E., Bonduelle M., Migeotte I, et al.

EUROPEAN JOURNAL OF HUMAN GENETICS, vol.30, no.SUPPL 1, pp.156-157, 2022 (SCI-Expanded)
Obstructive sleep apnea in children with Down syndrome: is it possible to predict severe apnea?
Hizal M., SATIRER 0, Polat S. E., Tural D. A, Ozsezen B.,, SUNMAN B., KARAHAN S., EMIRALIOGLU N., SIMSEK KiPER
P. 0, UTINE G.E, etal.

EUROPEAN JOURNAL OF PEDIATRICS, vol.181, no.2, pp.735-743, 2022 (SCI-Expanded)

A very rare case of a newborn with tetrasomy 9p and literature review

SULEYMAN M., OGUZ S., KAYKI G., CELIK H. T., SIMSEK KiPER P. 0., UTINE G. E., YIGIT §.

TURKISH JOURNAL OF PEDIATRICS, vol.64, no.1, pp.171-178, 2022 (SCI-Expanded)

Diagnostic yield of microarrays in individuals with non-syndromic developmental delay and
intellectual disability

Oguz S., Arslan U. E, Kiper P. 0. S,, Alikasifoglu M., BODUROGLU 0. K., Utine G. E.

JOURNAL OF INTELLECTUAL DISABILITY RESEARCH, vol.65, no.12, pp.1033-1048, 2021 (SSCI)

Biallelic ITGB4 variants in familial pyloric atresia without epidermolysis bullosa: Report of two
families with five siblings

SOYER T., KARAOSMANOGLU B., TASKIRAN Z. E., SIMSEK KiPER P. 0., KARNAK i, BODUROGLU 0. K., UTINE G. E.
AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.185, no.11, pp.3427-3432, 2021 (SCI-Expanded)
SPRED2 loss-of-function causes a recessive Noonan syndrome-like phenotype

Motta M., Fasano G., Gredy S., Brinkmann J., Bonnard A. A., SIMSEK KiPER P. 0., Gulec E. Y., Essaddam L., UTINE G. E.,
Prandil. G., et al.

AMERICAN JOURNAL OF HUMAN GENETICS, vol.108, no.11, pp.2112-2129, 2021 (SCI-Expanded)

Main Physical Features, Echocardiographic and Renal Ultrasonographic Findings of Turner
Syndrome in 107 Pediatric Patients

AKALIN A., ERTUGRUL i., SIMSEK KiPER P. 0., UTINE G. E,, BODUROGLU 0. K.

MOLECULAR SYNDROMOLOGY, vol.12, no.6, pp.335-341, 2021 (SCI-Expanded)

Spondyloepimetaphyseal dysplasia EXTL3-deficient type: Long-term follow-up and review of the
literature

AKALIN A, TASKIRAN Z. E., SIMSEK KiPER P. 0., Utine E., ALANAY Y., Ozcelik U, BODUROGLU 0. K.

AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.185, no.10, pp.3104-3110, 2021 (SCI-Expanded)
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Sleep disordered breathing in patients with Prader willi syndrome: Impact of underlying genetic
mechanism

Ozsezen B., EMIRALIOGLU N., Ozon A., Akin 0., Tural D. A, SUNMAN B,, Hejiyeva A., Hizal M., Alikasifoglu A., SIMSEK
KIPER P. 0, et al.

RESPIRATORY MEDICINE, vol.187, 2021 (SCI-Expanded)

Kohlschutter-Tonz Syndrome With a Novel ROGD1 Variant in 3 Individuals: A Rare Clinical Entity
AKGUN DOGAN 0., SIMSEK KIPER P. 0., Taskiran E., Schossig A., UTINE G. E., Zschocke J., BODUROGLU 0. K.
JOURNAL OF CHILD NEUROLOGY, vol.36, no.10, pp.816-822, 2021 (SCI-Expanded)

Refractory temporal lobe epilepsy in patients with mosaic turner syndrome: two case reports and
literature review

ARSLAN D., Utine E,, SAYGI S.

NEUROLOGICAL SCIENCES AND NEUROPHYSIOLOGY, vol.38, no.3, pp.194-198, 2021 (SCI-Expanded)

Three new cases of Crisponi /cold induced sweating syndrome (CS/CISS1) in Turkish families
Kolkiran A., UREL DEMIR G., SIMSEK KiPER P. 0., UTINE G. E.

EUROPEAN JOURNAL OF MEDICAL GENETICS, vol.64, no.7, 2021 (SCI-Expanded)

More than meets the eye: Expanding and reviewing the clinical and mutational spectrum of brittle
cornea syndrome

Dhooge T., Van Damme T., Syx D., Mosquera L. M., Nampoothiri S., Radhakrishnan A., Simsek-Kiper P. 0., UTINE G.
E. Bonduelle M., Migeotte I, et al.

HUMAN MUTATION, vol.42, no.6, pp.711-730, 2021 (SCI-Expanded)

Further expanding the mutational spectrum of brain abnormalities, neurodegeneration, and
dysosteosclerosis: A rare disorder with neurologic regression and skeletal features

KINDIS E., SIMSEK KiPER P. 0., KOSUKCU C., TASKIRAN Z. E.,, GOCMEN R,, Utine E., Haliloglu G., BODUROGLU 0. K.,
ALIKASIFOGLU M.

AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.185, pp.1888-1896, 2021 (SCI-Expanded)

Diagnostic yield of whole-exome sequencing in non-syndromic intellectual disability

Taskiran Z. E., Karaosmanoglu B., Kosukcu C., Urel-Demir G., Akgun-Dogan 0., Simsek-Kiper P. 0., Alikasifoglu M.,
Boduroglu 0. K,, Utine G. E.

JOURNAL OF INTELLECTUAL DISABILITY RESEARCH, vol.65, no.6, pp.577-588, 2021 (SSCI)

Expanding the phenotypic spectrum of TNFRSF11A-associated dysosteosclerosis: a case with
intracranial extramedullary hematopoiesis

Xue J., Simsek-Kiper P. 0., UTINE G. E,, Yan L., Wang Z., Taskiran E. Z., KARAOSMANOGLU B., IMREN G., GOCMEN R,,
Nishimura G., et al.

JOURNAL OF HUMAN GENETICS, vol.66, no.6, pp.607-611, 2021 (SCI-Expanded)

Natural history of TRPV4-Related disorders: From skeletal dysplasia to neuromuscular phenotype
UREL DEMIR G., SIMSEK KIPER P. 0., Oncel I, UTINE G. E,, Haliloglu G., BODUROGLU 0. K.

EUROPEAN JOURNAL OF PAEDIATRIC NEUROLOGY, vol.32, pp.46-55, 2021 (SCI-Expanded)

Two Siblings with Kaufman Oculocerebrofacial Syndrome Resembling Oculoauriculovertebral
Spectrum

UREL DEMIR G., Aydin B., KARAOSMANOGLU B., AKGUN DOGAN 0., Taskiran E. Z., SIMSEK KiPER P. 0., UTINE G. E,,
BODUROGLU 0. K.

MOLECULAR SYNDROMOLOGY, vol.12, no.2, pp.106-111, 2021 (SCI-Expanded)

Genetic disorders with symptoms mimicking rheumatologic diseases: A single-center retrospective
study

KAYA AKCA U, SIMSEK KiPER P. 0., UREL DEMIR G., SAG E., ATALAY E., UTINE G. E., ALIKASIFOGLU M.,
BODUROGLU 0. K, BILGINER Y., OZEN S.

EUROPEAN JOURNAL OF MEDICAL GENETICS, vol.64, no.4, 2021 (SCI-Expanded)

The clinical significance ofA2ML1variants in Noonan syndrome has to be reconsidered

Brinkmann J]., Lissewski C., Pinna V., Vial Y., Pantaleoni F., Lepri F., Daniele P., Burnyte B., Cuturilo G., Fauth C,, et al.
EUROPEAN JOURNAL OF HUMAN GENETICS, vol.29, no.3, pp.524-527, 2021 (SCI-Expanded)

A rare cause of syndromic short stature: 3M syndrome in three families
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ISIK E., ARICAN D., ATIK T, Ooi J. E,, DARCAN §., OZEN S., SIMSEK KiPER P. 0., Utine E., GOGULU M. 0., Ozkinay F.
AMERICAN JOURNAL OF MEDICAL GENETICS PART A, vol.185, no.2, pp.461-468, 2021 (SCI-Expanded)

The rare reason of pain in hip girdle: Mucolipidosis type 3 gamma

KOLKIRAN A., KARAOSMANOGLU B., TASKIRAN Z. E., Kiper P. 0. §., UTINE G. E.

Turkish Journal of Pediatrics, vol.63, no.6, pp.1091-1096, 2021 (SCI-Expanded)

Clinical and Molecular Spectrum of Four Patients Diagnosed with Mowat-Wilson Syndrome
AYYILDIZ EMECEN D., ISIK E., UTINE G. E., Simsek-Kiper P. 0., ATiK T., Ozkinay F.

MOLECULAR SYNDROMOLOGY, vol.11, pp.296-301, 2020 (SCI-Expanded)

A Revisited Diagnosis of Collagen VI Related Muscular Dystrophy in a Patient with a Novel COL6A2
Variant and 21q22.3 Deletion

SIMSEK KIPER P. 0., OGUZ S., ERGEN F. B, UTINE G. E., ALIKASIFOGLU M., Haliloglu G.

NEUROPEDIATRICS, vol.51, no.6, pp.445-449, 2020 (SCI-Expanded)

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
T., Utine G. E.

Molecular Syndromology, vol.11, pp.302-308, 2020 (SCI-Expanded)

Novel insights into diabetes mellitus due toDNAJC3-defect: Evolution of neurological and endocrine
phenotype in the pediatric age group

OZON Z. A, ALIKASIFOGLU A, KANDEMIR N,, Aydin B, GONC E. N,, KARAOSMANOGLU B,, Celik N. B,, Eroglu-
Ertugrul N. G., Taskiran E. Z., Haliloglu G., et al.

PEDIATRIC DIABETES, vol.21, no.7, pp.1176-1182, 2020 (SCI-Expanded)

Poikiloderma with Neutropenia, Clericuzio-Type Accompanied by Loss of Digits Due to Severe
Osteomyelitis

AKDOGAN N,, KINDIS E., BOSTAN E,, Utine E., ALIKASIFOGLU M., ERSOY EVANS S.

JOURNAL OF CLINICAL IMMUNOLOGY, vol.40, no.6, pp.934-939, 2020 (SCI-Expanded)

Impact of mannose-binding lectin 2 gene polymorphisms on disease severity in noncystic fibrosis
bronchiectasis in children

Dogru D., Polat S. E,, Tan (., Tezcan I, Yalgin S. S., Utine E., Oguz B., Yaz i, Emiralioglu N., Hizal M,, et al.
PEDIATRIC PULMONOLOGY, vol.55, no.5, pp.1190-1198, 2020 (SCI-Expanded)

A novel mutation of keratin 5 in epidermolysis bullosa simplex with migratory circinate erythema
YALICI ARMAGAN B., Kabacam S., TASKIRAN Z. E., GOKOZ 0., UTINE G. E., ERSOY EVANS S.

PEDIATRIC DERMATOLOGY, vol.37, no.2, pp.358-361, 2020 (SCI-Expanded)

Peters Plus syndrome: a recognizable clinical entity

UREL DEMIR G., Lafci N., Dogan 0. A, SIMSEK KiPER P. 0., UTINE G. E.

TURKISH JOURNAL OF PEDIATRICS, vol.62, no.1, pp.136-140, 2020 (SCI-Expanded)

Crisponi/cold-induced sweating syndrome: Differential diagnosis, pathogenesis and treatment
concepts

Buers I, Persico I, Schoening L., Nitschke Y., Di Rocco M., Loi A,, Sahi P. K., UTINE G. E., Bayraktar-Tanyeri B.,
Zampino G., et al.

CLINICAL GENETICS, vol.97, no.1, pp.209-221, 2020 (SCI-Expanded)

Intrafamilial variability of XYLT2-related spondyloocular syndrome

Guleray N., SIMSEK KiPER P. 0., UTINE G. E., Boduroglu K., ALIKASIFOGLU M.

European Journal of Medical Genetics, vol.62, no.11, 2019 (SCI-Expanded)

Spondyloocular syndrome: Presentation of two siblings diagnosed with the rare disease and the
results of Pamidronate Therapy

VURALLI KARAOGLAN D., SIMSEK KiPER P. 0., Utine E., UNSAL Y., ALIKASIFOGLU A., KANDEMIR N.

HORMONE RESEARCH IN PAEDIATRICS, vol91, pp.387, 2019 (SCI-Expanded)

A case of Woodhouse-Sakati syndrome with pituitary iron deposition, cardiac and intestinal
anomalies, with a novel mutation in DCAF17

SENDUR S. N.,, OGUZ S., UTINE G. E,, DAGDELEN S., Oguz K. K, Erbas T., ALIKASIFOGLU M.
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EUROPEAN JOURNAL OF MEDICAL GENETICS, vol.62, no.8, 2019 (SCI-Expanded)
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