JOURNAL OF
PEDIATRIC
ENDOCRINOLOGY
AND METABOLISM

EDITOR-IN-CHIEF
Wieland Kiess, Leipzig

ASSOCIATE EDITORS
Abdullah Bereket, Istanbul
Pinchas Cohen, Los Angeles, CA
Feyza Darendeliler, Istanbul
Mehul Dattani, London

Jan Gustafsson, Uppsala
Feihong Luo, Shanghai

Veronica Mericq, Santiago
Christian Roth, Seattle, WA
Jorma Toppari, Turku

ASSISTANT MANAGING EDITOR
Melanie Penke, Leipzig

EDITORIAL BOARD

Tadej Battelino, Ljubljana

Atilla Buyukgebiz, Istanbul
Fernando Cassorla, Santiago de Chile
George Chrousos, Athens

Wayne Cutfield, Auckland

Hugo L. Fideleff, Buenos Aires

Eli Hershkovitz, Beersheba

Olaf Hiort, Liibeck

Stephen LaFranchi, Portland, OR
Roberto Lanes, Caracas

Angelika Mohn, Chieti

Ron Rosenfeld, Portland, OR

Allen W. Root, Saint Petersburg, FL
George Werther, Parkville

Zvi Zadik, Rehovot

DE GRUYTER



ABSTRACTED/INDEXED IN Baidu Scholar, Biological Abstracts, Biological Sciences Journals, BIOSIS Previews, Calcium and Calcified Tissue
Abstracts , Celdes, Chemical Abstracts Service (CAS), Chemical Abstracts Service (CAS) - SciFinder, CNKI Scholar (China National Knowledge
Infrastructure), CNPIEC, Current Contents/Life Sciences, Discovery Service, EMBASE, Gale/Cengage, Genamics JournalSeek, Google Scholar,
ICAP Alcohol Information Databases, Index Copernicus, J-Gate, Journal Citation Reports/Science Edition, JournalTOCs, Medline, Naviga
(Softweco), Primo Central (ExLibris), Prous Science Integrity, PubMed, PubsHub, ReadCube, ResearchGate, Science Citation Index, Science Citation
Index Expanded, Sciencescape, SCImago (SJR), SCOPUS, Summon (Serials Solutions/ProQuest), TDOne (TDNet), TOC Premier, Ulrich‘s
Periodicals Directory/ulrichsweb, WorldCat (OCLC)

The publisher, together with the authors and editors, has taken great pains to ensure that all information presented in this work (programs, applications,
amounts, dosages, etc.) reflects the standard of knowledge at the time of publication. Despite careful manuscript preparation and proof correction,
errors can nevertheless occur. Authors, editors and publisher disclaim all responsibility for any errors or omissions or liability for the results obtained from
use of the information, or parts thereof, contained in this work.

The citation of registered names, trade names, trademarks, etc. in this work does not imply, even in the absence of a specific statement, that such names
are exempt from laws and regulations protecting trademarks etc. and therefore free for general use.

ISSN 0334-018X - e-ISSN 2191-0251

All information regarding notes for contributors, subscriptions, Open access, back volumes and orders is available online at www.degruyter.com/jpem.
RESPONSIBLE EDITOR(S)

Prof. Dr. Wieland Kiess, MD, Professor of Pediatrics, Director and Chair, Hospital for Children and Adolescents, Department of Women and Child
Health, University Hospitals, University of Leipzig, Liebigstrale 20a, 04103 Leipzig, Germany, Tel.: +49 (0)341 972 60 00,

Fax: +49 (0)341 972 60 09, e-mail: Wieland.Kiess @medizin.uni-leipzig.de

JOURNAL MANAGER Heike Jahnke, De Gruyter, Genthiner Strale 13, 10785 Berlin, Germany,
Tel.: +49 (0)30 260 05 — 220, Fax: +49 (0)30 260 05 — 246, e-mail: jpem.editorial @degruyter.com

RESPONSIBLE FOR ADVERTISEMENTS Claudia Neumann, Genthiner Stra3e 13, 10785 Berlin, Germany, Tel.: +49 (0)30 260 05 — 226,
Fax: +49 (0)30 260 05 — 264, e-mail: anzeigen @degruyter.com

© 2016 Walter de Gruyter GmbH, Berlin/Boston
TYPESETTING Compuscript Ltd., Shannon, Ireland

PRINTING Franz X. Stiickle Druck und Verlag e.K., Ettenheim
Printed in Germany

Cover Illustration: medicalpicture/Friedhelm Achenbach

MIX

Paper from
responsible sources
FSC

wiscog  FSC® C107500




DE GRUYTER

Contents

Review

Yaling Tang, Miao Yu and Xiaolan Lian
Resistance to thyroid hormone «, revelation of basic
study to clinical consequences — 511

Original Articles

Gorka Alkorta-Aranburu, Madina Sukhanova, David
Carmody, Trevor Hoffman, Latrice Wysinger, Jennifer
Keller-Ramey, Zejuan Li, Amy Knight Johnson, Frances
Kobiernicki, Shaun Botes, Carrie Fitzpatrick, Soma Das
and Daniela del Gaudio

Improved molecular diagnosis of patients with neonatal
diabetes using a combined next-generation sequencing
and MS-MLPA approach — 523

Amany El-Hawary, Nanees Salem, Ashraf Elsharkawy,
Abdelhameed Metwali, Alaa Wafa, Nehad Chalaby,
Abelhady El-Gilany, Megahed Abo-Elmagd and Magdy
El-Ziny

Safety and metabolic impact of Ramadan fasting in
children and adolescents with type 1 diabetes — 533

Carolina Caminiti, Marisa Armeno and Carmen S. Mazza
Waist-to-height ratio as a marker of low-grade
inflammation in obese children and adolescents — 543

Liene Bervoets and Guy Massa
Classification and clinical characterization
of metabolically “healthy” obese children
and adolescents — 553

Mojca Zerjav Tansek, Urh Groselj, Matic Kelvisar, Helena
Kobe, Barbka Repic Lampret and Tadej Battelino
Long-term BH4 (sapropterin) treatment of children with
hyperphenylalaninemia - effect on median Phe/Tyr
ratios — 561

Shao-Gang Ma, Xiao Zheng, Ya-Li Qiu, Man-Li Guo and
Xiao-Juan Shao

Compound heterozygous mutations (p.T561M and
c.2422delT) in the TPO gene associated with congenital
hypothyroidism — 567

Journal of Pediatric Endocrinology and Metabolism === 2016 | Volume 29 | Issue 5

Alessandro Ciresi, Marco C. Amato, Jessica Bianco and
Carla Giordano

Prevalence and clinical features of polycystic ovarian
syndrome in adolescents with previous childhood
growth hormone deficiency — 571

Nan Sun, Shiling Zhong, Yunyan Li, Ling Wu and Yazhen Di
Urate crystals deposition in the feet of overweight
juveniles and those with symptomatic hyperuricemia: a
dual-energy CT study — 579

Caley Laxer, Sofia A. Rahman, Maha Sherif, Sophia Tahir,
Atilla Cayir, Huseyin Demirbilek and Khalid Hussain

A novel ALMS1 homozygous mutation in two Turkish
brothers with Alstrom syndrome — 585

Sumie Yamashita, Astuko Hata, Takeshi Usui, Hirotsugu
Oda, Atsushi Hijikata, Tsuyoshi Shirai, Naoto Kaneko and
Daisuke Hata

Novel AVPR2 mutation causing partial nephrogenic
diabetes insipidus in a Japanese family — 591

Ana L. Creo and Aida N. Lteif
Pituitary gigantism: a retrospective case series — 597

Case Reports

Antonella Lonero, Maurizio Delvecchio, Paola Primignani,
Roberto Caputo, Sara Bargiacchi, Silvana Penco, Lucia
Mauri, Elena Andreucci, Maria Felicia Faienza and Luciano
Cavallo

A novel OTX2 gene frameshift mutation in a child with
microphthalmia, ectopic pituitary and growth hormone
deficiency — 603

Shahab Noorian, Shahram Savad and Davood Shah
Mohammadi

A novel nonsense mutation in the WFS1 gene causes the
Wolfram syndrome — 607

Bardo Wannenmacher, Diana Mitter, Franziska KieBling,
Thomas Liehr, Anja Weise, Manuela Siekmeyer and
Wieland Kiess

A 33-year-old male patient with paternal derived
duplication of 14q11.2-14q22.1~22.3: clinical course,
phenotypic and genotypic findings — 611



Journal of Pediatric Endocrinology and Metabolism === 2016 | Volume 29 | Issue 5 DE GRUYTER

Isabel Periquito, Catarina Carrusca, Joana Morgado, David P. Sparling, Kendra Fabian, Lara Harik, Vaidehi
Brigida Robalo, Carla Pereira and Maria de Lurdes Jobanputra, Kwame Anyane-Yeboa, Sharon E. Oberfield
Sampaio and Ilene Fennoy

Familial Turner syndrome: the importance of information  Congenital hypothyroidism and thyroid

— 617 dyshormonogenesis: a case report of siblings with a

newly identified mutation in thyroperoxidase — 627
Chen Fang, Hui Li, Xiaozhen Li, Wenjin Xiao, Yun Huang,
Wu Cai, YiYang and Ji Hu
De novo mutation of PHEX in a type 1 diabetes patient
—621



