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The Challenges of Improving Transition in Endocrinology

Helena Gleeson
Dept. of Endocrinology, Queen Elizabeth Hosp., Birmingham, UK
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Nonalcoholic fatty liver disease in children with craniopharyngioma

Choong Ho Shin
Department of Pediatrics, Seoul National University Children’s Hospital, Seoul National University

College of Medicine, Seoul, Korea
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Vosoritide for Children with Achondroplasia: Updates from an Ongoing Phase 2 Clinical
Trial
Shigeru Yoshida', Hoover-Fong Julie?, Irving Melita®, Bacino Carlos®, Shaywitz Adam’, Jayaram Kala’,
Joel Charrow®, Valerie Cormier-Daire’, Paul Harmatz®, John Phillipsg, Ravi Savarirayan]0
'BioMarin Pharmaceutical Inc, “Johns Hopkins Univ. Sch. of Med., Baltimore, USA, 3Guy's and St.
Thomas' NHS Foundation Trust, Evelina Children's Hosp., London, UK, 4Baylor Coll. of Med.,
Houston, USA, *BioMarin Pharmaceutical Inc., Novato, USA, ®Ann and Robert H. Lurie Children’s
Hosp. of Chicago, Chicago, USA, 'Inst. Imagine, Univ. Paris Descartes, Hosp. Necker - Enfants
Malades, Paris, France, "UCSF Benioff Children’s Hosp. Oakland, Oakland, USA, *Vanderbilt Univ.
Medical Center, Nashville, USA, ""Murdoch Children’s Research Inst., Royal Children’s Hosp. Victoria,
Univ. of Melbourne, Parkville, Victoria, Australia
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A decrease in the Ghrhr mRNA contributes to the pathogenesis of dominantly inherited

isolated GH deficiency model mice

Daisuke Ariyasul, Emika Kubo', Shinsuke Shibata®, Yukihiro Hasegawaz, Tomonobu Hasegawa3,

Kimi Araki'
'Inst. of Resource Development and Analysis, Kumamoto Univ., Div. of Endocrinology and
Metabolism, Tokyo Metropolitan Children's Medical Center, *Keio Univ. Sch. of Med., ‘Electron
Microscope Laboratory, Keio Univ. Sch. of Med.

Partial Androgen Insensitivity Syndrome in a Family with a Deep Intronic Mutation

Creating an Alternative Splice Acceptor Site in the AR Gene

Hiroyuki Ono', Hirotomo Saitsu’, Reiko Horikawa’, Shinichi Nakashima', Yumiko Ohkubo®,

Maki Fukami’, Yasuko Fujisawa', Tsutomu Ogata"’
Depts. of 'Pediatrics and *Biochemistry, Hamamatsu Univ. Sch. of Med., Hamamatsu, Japan, *Div. of
Endocrinology and Metabolism, National Medical Center for Children and Mother, Tokyo, Japan,
“Dept. of Pediatrics, Shizuoka Saiseikai Hosp., Shizuoka, Japan, *Dept. of Molecular Endocrinology,
National Research Inst. for Child Health and Development, Tokyo, Japan

Screening of maternal uniparental disomy chromosome 16 among 82 patients presenting

Silver-Russell syndrome phenotype

Takanobu Inoue', Akie Nakamura', Keiko Matsubara', Kazuki Yamazawa', Tomoko Fuke',

Hideaki Yagasaki’, Junko Nishioka’, Maki Fukami', Masayo Kagami'
'Dept. of Molecular Endocrinology, National Research Inst. for Child Health and Development, “Dept.
of Pediatrics, Sch. of Med., Univ. of Yamanashi, 3Dept. of Pediatrics and Child Health, Kurume Univ.
Sch. of Med.

Elucidation of the pathophysiology of lipoid congenital adrenal hyperplasia in the adrenal

glands by tamoxifen-inducible Star knockout mice

Yusuke Mizuno, Tomohiro Ishii, Tomonobu Hasegawa
Dept. of Pediatr., Keio Univ. Sch. of Med.
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Analysis of growth and nutrition in patients with pediatric cholestatic diseases
Yasuhiro Hasegawa, Tamaki Wada, Tomoya Fukuoka, Yoshinori Satomura, Kie Yasuda, Takeshi Kimura,
Makiko Tachibana, Kazuhiko Bessho, Yoko Miyoshi, Keiichi Ozono

Dept. of Pediatr., Grad. Sch. of Med., Osaka Univ.
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Vosoritide for Children with Achondroplasia: Updates from an Ongoing Phase 2 Clinical

Trial

Shigeru Yoshida', Hoover-Fong Julie’, Irving Melita’, Bacino Carlos®, Shaywitz Adam’, Jayaram Kala’,

Joel Charrow’, Valerie Cormier-Daire’, Paul Harmatz', John Phillips’, Ravi Savarirayan'’
'BioMarin Pharmaceutical Inc., *Johns Hopkins Univ. Sch. of Med., Baltimore, USA, *Guy's and St.
Thomas' NHS Foundation Trust, Evelina Children's Hosp., London, UK, 4Baylor Coll. of Med.,
Houston, USA, ’BioMarin Pharmaceutical Inc., Novato, USA, *Ann and Robert H. Lurie Children’s
Hosp. of Chicago, Chicago, USA, 'Inst. Imagine, Univ. Paris Descartes, Hosp. Necker - Enfants
Malades, Paris, France, "'UCSF Benioff Children’s Hosp. Oakland, Oakland, USA, *Vanderbilt Univ.
Medical Center, Nashville, USA, '"Murdoch Children’s Research Inst., Royal Children’s Hosp. Victoria,
Univ. of Melbourne, Parkville, Victoria, Australia

Clinical feature of five UPD(20)mat cases

Sayaka Kawashima', Akie Nakamura', Takanobu Inoue', Reiko Horikawa’, Kyoko Takano’, Seiji Mizuno®,

Junko Tsubaki’, Tsutomu Ogata®, Maki Fukami', Masayo Kagami'
'Dept. of Molecular Endocrinology, National Research Inst. for Child Health and Development, “Div. of
Endocrinology and Metabolism, National Center for Child Health and Development, *Dept. of Medical
Genetics, Shinshu Univ. Sch. of Med., *Aichi Pref. Colony Central Hosp., ‘Dept. of Pediatr., Japan
Community Health Care Organization Hokkaido Hosp., ‘Dept. of Pediatr., Hamamatsu Univ. Sch. of
Med.

Autosomal dominant Hashimoto's thyroiditis associated with haploinsufficiency of A20

Tomohiro Hori', Hidenori Ohnishi', Tomonori Kadowaki', Norio Kawamoto', Hideki Matsumoto',

Osamu Ohara’, Toshiyuki Fukao'
'Dept. of Pediatr., Grad. Sch. of Med., Gifu Univ., ’Kazusa DNA Res. Inst.
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Adrenal Hypoplasia Is Not an Invariable Feature of MIRAGE Syndrome: SAMD9 Mutation

Screening in 49 Patients with 46,XY DSD and SGA

Hirohito Shima', Mie Hayashi*’, Naoko Amano™*, Tomohiro Ishii*’, Tomonobu Hasegawa™’,

Takashi Tachibana®’, Makoto Oshiro’, Maki Igarashi', Masafumi Kon®, Maki Fukami', Satoshi Narumi"”
'Dept. of Mol. Endocrinol., Natl. Res. Inst. for Child Health and Development, “Dept. of Pediatr., Keio
Univ. Sch. of Med., *Dept. of Pediatr., Tokyo Dent. Coll. Ichikawa General Hosp., ‘Dept. of Pediatr.,
Saiseikai Cent. Hosp. Tokyo, "AMED. Basic research on MIRAGE syndrome toward development of
the therapeutic strategies, *Dept. of Pediatr., Jpn. Red Cross Nagoya First Hosp., 'Dept. of Pediatr.,
Nagoya Univ. Grad. Sch. of Med., “Dept. of Ren. and Genitourin. Surg., Hokkaido Univ. Grad. Sch. of
Med.

Uncovering the Molecular Pathogenesis of the Inherited Skeletal Overgrowth Disorder

Caused by Activating Mutations in Natriuretic Peptide Receptor B

Keiko Yamamoto'”?, Masanobu Kawai', Miwa Yamazaki', Kanako Tachikawa', Takuo Kubota’,

Keiichi Ozono’, Toshimi Michigami'

'Dept. of Bone and Miner. Res., Res. Inst., Osaka Women's and Children's Hosp., *Dept. of Pediatr.,
Osaka Univ. Grad. Sch. of Med.

Comparison of thyroid cancer prevalence between children in Fukushima prefecture after

nuclear power plant accident and hypothetical cohort without radiation exposure using

computer simulation

Hiroshi Inada', Yoshikazu Nishi’®
'Osaka City Public Health Office, ‘Dept. of Pediatr., Hiroshima Red Cross Hosp. & Atomic-bomb
Survivors Hosp.



E3-4 De novo IGF2 mutation on the paternal allele in a patient with Silver-Russell syndrome
and ectrodactyly
Kaori Yamoto', Hirotomo Saitsu’, Norio Nakagawa’, Hisakazu Nakajima®, Tatsuji Hasegawa®,
Yasuko Fujisawa', Masayo Kagami’, Maki Fukami’, Tsutomu Ogata"”’
'Dept. of Pediatr., Hamamatsu Univ. Sch. of Med., *Dept. of Biochemistry, Hamamatsu Univ. Sch. of
Med., *Dept. of Pediatr., Kyoto Pref. Univ. of Med., ‘Dept. of Perinatology, Kyoto Pref. Univ. of Med.,
*Dept. of Molecular Endocrinology, National Research Inst. for Child Health and Development
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E4-1 Genome wide methylation analysis on imprinted DMRs for 127 cases with imprinting
disorders due to various genetic causes
Keiko Matsubara', Akie Nakamura'”?, Takanobu Inoue', Sayaka Kawashima', Maki Fukami',
Masayo Kagami'
'Dept. of Molecular Endocrinology, National Research Inst. for Child Health and Development, “Dept.
of Pediatrics, Hokkaido Univ. Grad. Sch. of Med.
E4-2 A novel mutation in fibroblast growth factor 23 identified in a patient with hypophosphatemic
rickets prevents proteolytic cleavage
Hiroyuki Tanaka', Mayuko Tamura', Chie Takahashi', Mirai Muto’, Yuka Kinoshita®, Nobuaki Ito’,
Akira Oka', Sachiko Kitanaka'
'Dept. of Pediatr., The Univ. of Tokyo Hosp., ‘Dept. of Pediatr., Japanese Red Cross Kumamoto Hosp.,
*Div. of Nephrol. and Endocrinol., The Univ. of Tokyo Hosp.
E4-3 Hypothalamic-pituitary-gonadal axis during early postnatal period in small for gestational
age preterm male infants with fetal growth restriction
Shizuyo Nagai, Akane Yamamoto, Kougoro Iwanaga, Takashi Matsukura, Fusako Niwa, Masahiko Kawai
Dept. of Pediatr., Kyoto Univ. Hosp.
E4-4 Establishment of an endochondral ossification model using patient-specific iPS cells
Takeshi Kimura'?, Kie Yasuda', Takuo Kubota', Yoko Miyoshi', Akihiro Yamashita’, Noriyuki Tsumaki’,
Keiichi Ozono'
'Grad. Sch. of Med., Dept. of Pediatr., Osaka Univ., “Center for iPS Cell Res. and Application (CiRA),
Kyoto Univ.
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