OZGECMIS VE ESERLER LiSTESI

Adi Soyadi: Pelin Ozlem SIMSEK KiPER
Dogum Tarihi ve Yeri: 25 Eyliil 1975/Ankara

Ogrenim Durumu:

Derece Bolim/Program Universite yil
Lisans Tip Fakiiltesi (ingilizce) Marmara Universitesi 1993-1999
Tipta Uzmanhk Gocuk Saghgi ve Hastaliklari Hacettepe Universitesi | 2000-2007

Saghk Bilimleri Enstitisli  Pediatrik
Doktora Temel Bilimler Anabilim Dali/Genetik | Hacettepe Universitesi | 2009-2016
Doktora Programi

Tipta Uzmanlik Tezi Bashgi: “Akut Bronsiyolit Tedavisinde inhale Epinefrin ve Salbiitamoliin
Klinik Etkinliklerinin Karsilastirilmasi” (Hacettepe Universitesi Bilimsel Arastirmalar Birimi
Destekli Proje, Kayit No: LUT 03/34, Proje No: 04 TO5 101 002)
Danisman: Prof. Dr. Emine Nural Kiper

Doktora Tezi Bashgi: “3M Sendromlu Hastalarin Klinik, Laboratuvar, Radyolojik ve Molekiler
Ozelliklerinin Arastiriimasi” (Hacettepe Universitesi Bilimsel Arastirma Projeleri Koordinasyon
Birimi tarafindan BAB6080 Hizli Destek Projesi ile desteklenmistir, Proje ID: 633)
Danisman: Prof. Dr. Osman Koray Boduroglu

Akademik Gorevler:

Gorev Unvani Gorev Yeri Yil
Arastirma Hacettepe Universitesi Tip Fakiiltesi Cocuk Saghgi ve Hastaliklari | 2000-2004
Gorevlisi Anabilim Dali
Arastirma Hacettepe Universitesi Tip Fakiiltesi Cocuk Saghgi ve Hastaliklari | 2004-2005
Gorevlisi Anabilim Dali Basasistanligi
Arastirma Hacettepe Universitesi Tip Fakiiltesi Cocuk Saghgi ve Hastaliklari | 2005-2007
Gorevlisi Anabilim Dali
Uzman Doktor Devlet Hizmet Yikumluligu (Sanhurfa Kamu Hastaneleri Birligi | 2007-2009

Genel Sekreterligi Cocuk Hastaliklari Hastanesi)
Arastirma Hacettepe Universitesi Tip Fakiiltesi Cocuk Sagligi ve Hastaliklari | 2009-2013
Gorevlisi Anabilim Dali Cocuk Genetik Hastaliklari Bilim Dal
Yardimci Hacettepe Universitesi Tip Fakiiltesi Cocuk Sagligi ve Hastaliklari | 17/01/2013-
Docent Doktor | Anabilim Dali Pediatrik Genetik Unitesi 11/07/2015
Research Fellow | Molekiiler Pediatri Departmani, Lozan Universitesi, Centre | 17/6/2013-
Hospitalier Universitaire Vaudois (CHUV), Lozan, isvigre 18/2/2014
Docent Doktor | Hacettepe Universitesi Tip Fakiiltesi Cocuk Saghgi ve Hastaliklari | 25/03/2015-
Anabilim Dali Pediatrik Genetik Unitesi
Projelerde Yaptig1 Gérevler:
1. “Beckwith Wiedemann sendromlu hastalarda epigenotip-fenotip iliskilerinin

arastirilmas’” Hacettepe Universitesi Bilimsel Arastirmalar Birimi Destek Projesi,

2011-2012.

Yardimci Arastirmaci.




10.

“Tiim ekzom sekans analizi yéntemi ile yeni bir iskelet displazisinde yeni gen kesfi”
Turkiye Bilimsel ve Teknolojik Arastirma Kurumu (TUBITAK) 2219-Yurt Disi Doktora
Sonrasi Arastirma Burs Programi, 2012 yili 2. dénem (Sayi: B.14.2.TBT.0.06.01-219-
84), 17 Haziran 2013-18 Subat 2014 tarihleri arasinda, Lozan Universitesi, Centre
Hospitalier Universitaire Vaudois (CHUV), Pediatrik Molekiiler Departmani’nda
gerceklestirilen projede Proje Yoneticisi.

“3M Sendromlu hastalarin klinik, laboratuvar, radyolojik ve molekiiler 6zelliklerinin
arastirilmas’” Hacettepe Universitesi Bilimsel Arastirmalar Birimi Destek Projesi,
Proje ID: 633, 2013-2014, Yardimci Arastirmaci.

“Konjenital kalp hastaliklarinda MLPA yéntemi kullanilarak gen kopya sayisi
varyasyonlarinin analiz edilmesi”, Hacettepe Universitesi Bilimsel Arastirmalar Birimi
Destek Projesi, Proje ID: 1572, 2013-2014, Proje Yoneticisi.

“Hacettepe Ekzom Projesi” Hacettepe Universitesi Bilimsel Arastirmalar Birimi
Arastirma Altyapi Projesi, Proje ID 7335, 2015- Yardimci Arastirmaci (tamamlandi).
“jskelet Displazilerinde Genetik Etiyolojinin Belirlenmesi” Hacettepe Universitesi
Bilimsel Arastirmalar Birimi Arastirma Altyapi Projesi, Proje ID 14392, TSA-2017-,
Kapsamli proje, Yiriitiicli (tamamlandi).

“intrauterin ve Postnatal Ciddi Boy Kisalidinda IGFIR Gen Defektlerinin
Arastirilmasi” Hacettepe Universitesi Bilimsel Arastirmalar Birimi Hizli Destek Projesi,
Proje ID 13561, THD-2017-Yardimci Arastirmaci (tamamland).

“Ikiz Otistik Olgularda Genetik Farkhiliklar” Hacettepe Universitesi Bilimsel
Arastirmalar Birimi Kapsamli Proje, Proje ID 16927, TSA-2018-Yardimci Arastirmaci
(2018-devam ediyor).

Avrupa Diamond-Blackfan Anemi Konsorsiyumu (EuroDBA). Program Kodu:
Uluslararasi E-Rare, Proje No: 3155192, 2015-2019, Yardimci Arastirmaci
(tamamlandi).

Konjenital Kemik iligi Yetmezligi Sendromlarinda Genetik Etiyolojinin Arastiriimasi
ve Translasyon Tayini (RiboEurope), TUBITAK Proje No: 3195062, Yardimci
Arastirmaci (2020- devam ediyor).

Bilimsel Kuruluslara Uyelikler:

1. Turk Tabipler Birligi

2. Tirk Milli Pediatri Dernegi

3. Hacettepe Pediatri Egitimini Gelistirme ve Destekleme Dernegi

4. Hacettepe Genetik Hastaliklardan Korunma Dernegi

5. Cocuk Genetik Hastaliklari Dernegi

6. Tibbi Genetik Dernegi

7. International Skeletal Dysplasia Society

8. European Society of Human Genetics

Odiiller:

1. Simsek Kiper PO, Alanay Y, Gulhan B, Lissewski C, Turkyilmaz D, Alehan D, Cetin M,
Utine GE, Zenker M, Boduroglu K. “Neuro-Cardio-Facio-Cutaneous Syndrome:
Clinical and Molecular Analysis of Patients From Hacettepe”. V. Dysmorphology
Days, April 29-30, 2011, Istanbul, Turkey (S6zli bildiri-En iyi sunum édulii).

2. Tirkiye Bilimsel ve Teknolojik Arastirma Kurumu (TUBITAK), 2219-Yurt Disi Doktora

Sonrasi Arastirma Bursu-2012 yili 2. Donem.



3. Unal S, Celkan T, Yaral N, Oren H, Albayrak C, Karakas Z, Vergin C, Ozbek N, Tiifekgi

0, Yilmaz K, Kog BS, Yilmaz B, Aydin Kéker S, Albayrak D, Unal S, Erbay A, Pekpak E,
Fettah A, Gokce M, Aydinok Y, Akyay A, Candir O, Ozcan E, Canbolat Ayhan A, Sasmaz
i, Cakmakli HF, Ok i, Kaya Z, Albayrak Z, Oymak Y, Bor O, Karakurt N, Kar Y, Ersoy G,
Ozdemir GN, Simsek Kiper OP, Taskiran E, Karaosmanoglu B, Uckan Cetinkaya D,
Cetin M, Gumrik F, Akarsu AN. “Cok Merkezli Diamond-Blackfan Anemisi Molekiiler
inceleme Sonuglari: EuroDBA Tiirkiye”. 45.Ulusal Hematoloji Kongresi, 30 Ekim-2
Kasim 2019, Antalya, Tirkiye (Tiirk Hematoloji Dernegi Bildiri Odiilii-Laboratuvar
Hematoloji Dalinda).

Goéng EN, Ozdn ZA, Oguz S, Kabacam S, Simsek OP, Utine E, Alikasifoglu A, Kandemir
N, Alikasifoglu M. “IGF1 Reseptor Defektinin Prenatal Baslangig¢h Biiyiime Geriligi
Olan Cocuklardaki Sikligi ve Degisken Klinik Ozellikleri”. XXIll. Ulusal Pediatrik
Endokrinoloji ve Diyabet Kongresi, 17-21 Nisan 2019, Antalya. (Cocuk Endokrinoloji
ve Diyabet Dernegdi Journal of Clinical Research in Pediatric Endocrinology 2019-
2020 Sozel Bildiri ikincilik Odiilii).

Karaosmanoglu B, Taskiran EZ, Simsek Kiper PO, Utine GE. RSPRY1 Iliskili
Spondiloepimetafizyel Displazide Transkriptomik Yaklagim. S6zli Sunum, XXIV.
Ulusal Pediatrik Endokrinoloji ve Diyabet Cevrim ici Kongresi, 30 Ekim-1 Kasim 2020.
(Jiiri Ozel Tesvik Odiilii).

Son iki yilda verdigi lisans ve lisansiistii diizeydeki dersler:

2018-2019 Fakiiltesi Dénem IV Pediatri Staji

i Haftalik Saati Og i
Akademik Doénem Dersin Adi ; Ogrenci
Teorik Uygulama Sayisi
Hacettepe Universitesi Tip 5 10 20
Guz Fakiltesi Donem IV Pediatri Staji

Propedoétik egitimi

Hacettepe Universitesi Tip 1 5 20
Fakultesi Donem V Sosyal
Pediatri Staji

Hacettepe Universitesi Tip 1 - 100
Fakiltesi Donem IV Pediatri Staji
“Kromozom Hastaliklari”

Hacettepe Universitesi Tip 1 - 100

“Dismorfik hastaya yaklasim”

Hacettepe Universitesi  Tip 5 10 20
Fakiltesi Donem IV Pediatri Staji
Propedotik egitimi

Hacettepe Universitesi Saghk 3 - 100
ilkbahar | Bilimleri Fakiiltesi Cocuk

Gelisimi Bolimu Cocuk Sagligi ve

Hastaliklar Dersi “Ozel

gereksinimi  olan ¢ocuklarda
izlem prensipleri” CGL232




2019-2020

Hacettepe Universitesi  Tip 5 20
Faklltesi Donem V  Sosyal
Pediatri Staji
Hacettepe Universitesi  Tip - 100
Fakultesi Donem IV Pediatri Staji
“Dismorfik hastaya yaklagim”
Hacettepe Universitesi  Tip - 100
Fakultesi Donem IV Pediatri Staji
“Kromozom Hastaliklari”
Hacettepe  Universitesi  Tip - 200
Fakiiltesi Donem | (iNGILIZCE)
Mechanisms of Chromosomal
Abnormalities I-1I’
Hacettepe  Universitesi  Tip - 200
Faklltesi Donem Il ‘Non
Mendelian Inheritance I-II’
Hacettepe Universitesi  Tip - 200
Fakiltesi Donem |1l (iNGILIZCE)
Sex Determination and Sex
Determination Disorders”
Hacettepe Universitesi  Tip 10 20
Fakiltesi Donem IV Pediatri Staji
Propedotik egitimi
Hacettepe  Universitesi  Tip - 100
Fakiltesi Donem IV Pediatri Staji
Gil “Kromozom Hastaliklari”
uz Hacettepe  Universitesi  Tip 5 20
Faklltesi Donem V  Sosyal
Pediatri Staji
Hacettepe Universitesi  Tip - 100
Fakiltesi Donem IV Pediatri Staji
“Dismorfik hastaya yaklasim”
Hacettepe  Universitesi  Tip - 20
Fakiltesi Donem IV Pediatri Staji
Propedotik egitimi
Hacettepe Universitesi Saglik - 100
ilkbahar | Blimiert Fakiltesi  ~ Gocuk
Gelisimi Bolimi Cocuk Sagligi ve
Hastaliklari Dersi-CGL232
Hacettepe  Universitesi  Tip - 100
Fakiltesi Donem IV Pediatri Staji
“Kromozom Hastaliklari”
Hacettepe  Universitesi  Tip - 20

Fakiiltesi Donem V  Sosyal
Pediatri Stajl




Hacettepe Universitesi  Tip 2 - 200

Fakiiltesi Donem Il ‘Non
Mendelian Inheritance I-II’
Hacettepe  Universitesi  Tip 2 - 200

Fakiiltesi Donem 1l (iNGILIZCE)
Sex Determination and Sex
Determination Disorders”
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SCl, SCI-EXP, SSCI VEYA AHCI KAPSAMINDAKI DERGILERDE YAYINLANMIS

A. OZGUN ARASTIRMA MAKALELERI
(DOGENTLIK ONCESI)

1.

Simsek-Kiper PO, Kiper N, Hasgelik G, Dolgun A, Yalgin E, Dogru-Ers6z D, Ozgelik U.
Emergency room management of acute bronchiolitis: a randomized trial of
nebulized epinephrine. Turk J Pediatr. 2011;53(6):651-60.

Li Y, Bogershausen N, Alanay Y, Simsek Kiper PO, Plume N, Keupp K, Pohl E, Pawlik B,
Rachwalski M, Milz E, Thoenes M, Albrecht B, Prott EC, Lehmkihler M, Demuth S,
Utine GE, Boduroglu K, Frankenbusch K, Borck G, Gillessen-Kaesbach G, Yigit G,
Wieczorek D, Wollnik B. A mutation screen in patients with Kabuki syndrome. Hum
Genet. 2011;130(6):715-24. doi: 10.1007/s00439-011-1004-y.

Utine GE, Kiper PO, Salanci BV, Alanay Y, Aktas D, Alikasifoglu M, Boduroglu K,
Tuncbilek E. Opinions of Turkish physicians towards termination of pregnancy for
fetal disorders. Genet Couns. 2011;22(4):401-9.

Le Goff C, Mahaut C, Wang LW, Allali S, Abhyankar A, Jensen S, Zylberberg L, Collod-
Beroud G, Bonnet D, Alanay Y, Brady AF, Cordier MP, Devriendt K, Genevieve D, Kiper
PO, Kitoh H, Krakow D, Lynch SA, Le Merrer M, Mégarbane A, Mortier G, Odent S,
Polak M, Rohrbach M, Sillence D, Stolte-Dijkstra |, Superti-Furga A, Rimoin DL,
Topouchian V, Unger S, Zabel B, Bole-Feysot C, Nitschke P, Handford P, Casanova JL,
Boileau C, Apte SS, Munnich A, Cormier-Daire V. Mutations in the TGF8 binding-
protein-like domain 5 of FBN1 are responsible for acromicric and geleophysic
dysplasias. Am ) Hum Genet. 2011;89(1):7-14. doi: 10.1016/j.ajhg.2011.05.012.

Nizon M, Alanay Y, Tuysuz B, Kiper PO, Genevieve D, Sillence D, Huber C, Munnich A,
Cormier-Daire V. IMPAD1 mutations in two Catel-Manzke like patients. Am J Med
Genet A. 2012;158A(9):2183-7. doi: 10.1002/ajmg.a.35504.

Utine GE, Kiper PO, Alanay Y, Haliloglu G, Aktas D, Boduroglu K, Tuncbilek E,
Alikasifoglu M. Searching for Copy Number Changes in Nonsyndromic X-Linked
Intellectual Disability. Mol Syndromol. 2012;2(2):64-71. doi: 10.1159/000334289.
Wieczorek D, Bogershausen N, Beleggia F, Steiner-Haldenstatt S, Pohl E, Li Y, Milz E,
Martin M, Thiele H, Altmdiller J, Alanay Y, Kayserili H, Klein-Hitpass L, Bohringer S,
Wollstein A, Albrecht B, Boduroglu K, Caliebe A, Chrzanowska K, Cogulu O, Cristofoli
F, Czeschik JC, Devriendt K, Dotti MT, Elcioglu N, Gener B, Goecke TO, Krajewska-
Walasek M, Guillén-Navarro E, Hayek J, Houge G, Kilic E, Simsek-Kiper PO, Lépez-
Gonzalez V, Kuechler A, Lyonnet S, Mari F, Marozza A, Mathieu Dramard M, Mikat B,
Morin G, Morice-Picard F, Ozkinay F, Rauch A, Renieri A, Tinschert S, Utine GE, Vilain
C, Vivarelli R, Zweier C, Nirnberg P, Rahmann S, Vermeesch J, Lidecke HJ, Zeschnigk
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M, Wollnik B. A comprehensive molecular study on Coffin-Siris and Nicolaides-
Baraitser syndromes identifies a broad molecular and clinical spectrum converging
on altered chromatin remodeling. Hum Mol Genet. 2013;22(25):5121-35. doi:
10.1093/hmg/ddt366.

Czeschik JC, Voigt C, Alanay Y, Albrecht B, Avci S, Fitzpatrick D, Goudie DR, Hehr U,
Hoogeboom AJ, Kayserili H, Simsek-Kiper PO, Klein-Hitpass L, Kuechler A, Lopez-
Gonzdlez V, Martin M, Rahmann S, Schweiger B, Splitt M, Wollnik B, Liidecke HJ,
Zeschnigk M, Wieczorek D. Clinical and mutation data in 12 patients with the clinical
diagnosis of Nager syndrome. Hum Genet. 2013;132(8):885-98. doi:
10.1007/s00439-013-1295-2.

Lorenz S, Lissewski C, Simsek-Kiper PO, Alanay Y, Boduroglu K, Zenker M,
Rosenberger G. Functional analysis of a duplication (p.E63_D69dup) in the switch Il
region of HRAS: new aspects of the molecular pathogenesis underlying Costello
syndrome. Hum Mol Genet. 2013;22(8):1643-53. doi: 10.1093/hmg/ddt014.

lida A, Simsek-Kiper PO, Mizumoto S, Hoshino T, Elcioglu N, Horemuzova E,
Geiberger S, Yesil G, Kayserili H, Utine GE, Boduroglu K, Watanabe S, Ohashi H,
Alanay Y, Sugahara K, Nishimura G, Ikegawa S. Clinical and radiographic features of
the autosomal recessive form of brachyolmia caused by PAPSS2 mutations. Hum
Mutat. 2013;34(10):1381-6. doi: 10.1002/humu.22377.

Simsek-Kiper PO, Sahin Y, Arslan U, Alanay Y, Boduroglu K, Orhan D, Ozen H, Utine
GE. Celiac disease in Williams-Beuren syndrome. Turk ) Pediatr. 2014;56(2):154-159.
Simsek-Kiper PO, Utine GE, Volkan-Salanci B, Alanay Y, Aktas D, Alikasifoglu M,
Boduroglu K and Tuncgbilek E. Parental factors in prenatal decision making and the
impact of prenatal genetic counseling: a study on Turkish families. Genet Couns.
2014;25(1):53-62.

Utine GE, Haliloglu G, Volkan-Salanci B, Cetinkaya A, Kiper PO, Alanay Y, Aktas D,
Anlar B, Topcu M, Boduroglu K, Alikasifoglu M. Etiological yield of SNP microarrays in
idiopathic intellectual disability. Eur ) Paediatr Neurol. 2014;18(3):327-37. doi:
10.1016/j.ejpn.2014.01.004. Epub 2014 Jan 25.

Utine GE, Akpinar B, Arslan U, Kiper PO, Volkan-Salanci B, Alanay Y, Aktas D, Haliloglu
G, Oguz KK, Boduroglu K, Alikasifoglu M. Neurochemical evaluation of brain function
with 1H magnetic resonance spectroscopy in patients with fragile X syndrome. Am J
Med Genet A. 2014;164A(1):99-105. doi: 10.1002/ajmg.a.36207.

Unal S, Alanay Y, Cetin M, Boduroglu K, Utine E, Cormier-Daire V, Huber C, Ozsurekci
Y, Kilic E, Simsek Kiper OP, Gumruk F. Striking hematological abnormalities in
patients with microcephalic osteodysplastic primordial dwarfism type Il (MOPD Ii):
a potential role of pericentrin in hematopoiesis. Pediatr Blood Cancer.
2014;61(2):302-5. doi: 10.1002/pbc.24783.

Arman A, Bereket A, Coker A, Kiper PO, Giiran T, Ozkan B, Atay Z, Akcay T, Haliloglu
B, Boduroglu K, Alanay Y, Turan S. Cathepsin K analysis in a pycnodysostosis cohort:
demographic, genotypic and phenotypic features. Orphanet J Rare Dis. 2014;9:60.
doi: 10.1186/1750-1172-9-60.

Gannon T, Perveen R, Schlecht H, Ramsden S, Anderson B, Kerr B, Day R, Banka S, Suri
M, Berland S, Gabbett M, Ma A, Lyonnet S, Cormier-Daire V, Yilmaz R, Borck G,
Wieczorek D, Anderlid BM, Smithson S, Vogt J, Moore-Barton H, Simsek-Kiper PO,
Maystadt |, Destrée A, Bucher J, Angle B, Mohammed S, Wakeling E, Price S, Singer A,
Sznajer Y, Toutain A, Haye D, Newbury-Ecob R, Fradin M, McGaughran J, Tuysuz B,




18.

19.

20.

Tein M, Bouman K, Dabir T, Van den Ende J, Luk HM, Pilz DT, Eason J, Davies S,
Reardon W, Garavelli L, Zuffardi O, Devriendt K, Armstrong R, Johnson D, Doco-Fenzy
M, Bijlsma E, Unger S, Veenstra-Knol HE, Kohlhase J, Lo IF; DDD study, Smith J,
Clayton-Smith J.Further delineation of the KAT6B molecular and phenotypic
spectrum. Eur ) Hum Genet. 2015;23(9):1165-70. doi: 10.1038/ejhg.2014.248

Naot D, Choi A, Musson DS, Simsek Kiper PO, Utine GE, Boduroglu K, Peacock M,
DiMeglio LA, Cundy T. Novel homozygous mutations in the osteoprotegerin gene
TNFRSF11B in two unrelated patients with juvenile Paget's disease. Bone 2014;68:6-
10. doi: 10.1016/j.bone.2014.07.034.

Bramswig NC, Lidecke HJ, Alanay Y, Albrecht B, Barthelmie A, Boduroglu K, Braunholz
D, Caliebe A, Chrzanowska KH, Czeschik JC, Endele S, Graf E, Guillén-Navarro E, Kiper
PO, Lépez-Gonzalez V, Parenti |, Pozojevic J, Utine GE, Wieland T, Kaiser FJ, Wollnik B,
Strom TM, Wieczorek D. Exome sequencing unravels unexpected differential
diagnoses in individuals with the tentative diagnosis of Coffin-Siris and Nicolaides-
Baraitser syndromes. Hum Genet. 2015;134(6):553-68. doi: 10.1007/s00439-015-
1535-8.

Kurt-Sukur ED, Simsek-Kiper PO, Utine GE, Boduroglu K, Alanay Y. Experience of a
skeletal dysplasia registry in Turkey: a five-years retrospective analysis. Am ] Med
Genet A. 2015;167A(9):2065-74. doi: 10.1002/ajmg.a.37122. Epub 2015 Apr 30.

(DOCENTLIK SONRASI)

21.

22.

23.

24,

25.

Simsek Kiper PO, Saito H, Gori F, Unger S, Hesse E, Yamana K, Kiviranta R, Solban N,
Liu J, Brommage R, Boduroglu K, Bonafé L, Campos-Xavier B, Dikoglu E, Eastell R,
Gossiel F, Harshman K, Nishimura G, Girisha KM, Stevenson B, Takita H, Rivolta C,
Superti-Furga A, Baron R. Cortical Bone Fragility—Insights from sFRP4 Deficiency in
Pyle Disease. N Engl ) Med. 2016;374(26):2553-2562. doi: 10.1056/NEJMo0a1509342.

Bogershausen N, Tsai IC, Pohl E, Kiper PO, Beleggia F, Percin EF, Keupp K, Matchan A,
Milz E, Alanay Y, Kayserili H, Liu Y, Banka S, Kranz A, Zenker M, Wieczorek D, Elcioglu
N, Prontera P, Lyonnet S, Meitinger T, Stewart AF, Donnai D, Strom TM, Boduroglu K,
Yigit G, Li Y, Katsanis N, Wollnik B. RAP1-mediated MEK/ERK pathway defects in
Kabuki syndrome. J Clin Invest. 2015;125(9):3585-99. doi: 10.1172/JCI80102. Epub
2015 Aug 17.

Bogershausen N, Yigit G, Riehmer V, Kayserili H, Thoenes M, Becker J, Simsek-Kiper
PO, Elcioglu N, Wiezcorek D, Tinschert S, Strom T, Baynam G, Niirnberg G, Meitinger
T, Boduroglu K, Zoll B, Tzschach A, Di Donato N, Netzer C, Li Y, and Wollnik B.
Mutation Update for Kabuki syndrome genes KMT2D and KDMG6A and further
delineation of X-linked Kabuki syndrome subtype 2. Hum Mutat. 2016;37(9):847-64.
doi: 10.1002/humu.23026. Epub 2016 Jul 7.

Van Damme T, Colige A, Syx D, Giunta C, Lindert U, Rohrbach M, Aryani O, Alanay Y,
Simsek-Kiper PO, Kroes HY, Devriendt K, Thiry M, Symoens S, De Paepe A, Malfait F.
Expanding the clinical and mutational spectrum of the Ehlers-Danlos syndrome,
dermatosparaxis type. Genet Med. 2016;18(9):882-91. doi: 10.1038/gim.2015.188.
Epub 2016 Jan 14.

Cetinkaya A, Taskiran E, Soyer T, Simsek-Kiper PO, Utine GE, Tuncbilek G, Boduroglu
K, Alikasifoglu M. Dermal fibroblast transcriptome indicates contribution of WNT
signaling pathways in the pathogenesis of Apert syndrome. Turk J Pediatr.
2017;59(6):619-624. doi: 10.24953/turkjped.2017.06.001.



http://www.ncbi.nlm.nih.gov/pubmed/25108083
http://www.ncbi.nlm.nih.gov/pubmed/25108083
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27.

28.

29.

30.

31.

32.

Michot C, Le Goff C, Blair E, Blanchet P, Capri Y, Gilbert-Dussardier B, Goldenberg A,
Henderson A, Isidor B, Kayserili H, Kinning E, Le Merrer M, Lyonnet S, Odent S,
Simsek-Kiper PO, Quelin C, Savarirayan R, Simon M, Splitt M, Verhagen JMA, Verloes
A, Munnich A, Baujat G, Cormier-Daire V. Expanding the phenotypic spectrum of
variants in PDE4D/PRKARI1A: from acrodysostosis to acroscyphodysplasia. Eur )
Hum Genet. 2018;26(11):1611-1622. doi: 10.1038/s41431-018-0135-1. Epub 2018 Jul
13.

Utine GE, Simsek-Kiper PO, Akgiin-Dogan O, Urel-Demir G, Alanay Y, Aktas D,
Boduroglu K, Tuncbilek E, Alikasifoglu M. Fragile x-associated premature ovarian
failure in a large Turkish cohort: Findings of Hacettepe Fragile X Registry. Eur )
Obstet Gynecol Reprod Biol. 2018;221:76-80. doi: 10.1016/j.ejogrb.2017.12.028.
Epub 2017 Dec 16.

Akgiin Dogan O, Urel Demir G, Arslan U, Simsek-Kiper PO, Utine GE, Alikasifoglu M,
Boduroglu K. Prenatal and Postnatal Follow-up in Trisomies 13 and 18: A 20-Year
Experience in a Tertiary Center. Am J Perinatol. 2018;35(5):427-433. doi: 10.1055/s-
0037-1608632. Epub 2017 Nov 7.
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