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Hypothyroidism that cannot be corrected with thyroid hormone: From
identification to treatment
Samuel Refetoff

The University of Chicago
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Immuno-genetics of early onset Graves’ disease
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SP2-5 Umbilical Cord Mesenchymal Stem Cells from SGA infants show gene

expression changes suggestive of future metabolic syndrome risk

Yogi Analia’, Yusuke Noguchi, Shizuka Kirino"?, Eriko Adachi"? Hisae Nakatani',

Haruki Yamano', Yoko Saito!, Atsumi Tsuji-Hosokawa', Kei Takasawa', Kenichi Kashimada'
" Dept. of Pediatrics and Developmental Biology, Institue of Science Tokyo, Medical School,
? Division of Endocrinology and Metabolism, National Center for Child Health and Development,
* Dept. of Pediatr., St. Luke International Hospital,
! Dept. of Neonatology, Musashino Red Cross Hospital

English Oral Session 1 Pituitary, Growth

108308 (K) 10:40~11:10 F485 (T -F7FR)
Chairs Yuki Kawashima (Department of Pediatrics, Shimane University Faculty of Medicine)
Tsuyoshi Isojima (Department of Pediatrics, Toranomon Hospital)

EO1-1 A fifteen-year-old boy with GH/PRL-secreting pituitary neuroendocrine
tumor without excessive height growth
Kenta Watanabe', Yoshimi Okubo', Tae Kimura', Asako Tajima', Yudo Ishii®, Miku Maeda®,
Takuhiro Kawahara® Ichiro Miyata'
"Dept of Pediatr., The Jikei Univ. Sch. of Med.,
“Dept. of Neurosurgery, The Jikei Univ. Sch. of Med.,
*Dept. of Pathology, The Jikei Univ. Sch. of Med.

EO1-2 Adult Height of Pediatric Patients with Growth Hormone Deficiency Treated
with Somatrogon Administered Once Weekly: Data from 2 Clinical Studies
Lissette Cespedes', Agota Muzsnai’, Ron Rosenfeld®, John Choe”, Ronnie Wang®, Jose Cara',
Michael Wajnrajch'®, Dmitri Raduk’, Nataliya Zelinska®, Lawrence Silverman’

'"Pfizer Inc, New York, NY, USA,

*Buda Children’s Hospital at North Buda Central Hospital, Budapest, Hungary,

*Oregon Health & Science University, Portland, OR, USA,

‘OPKO Health Inc, Miami, FL, USA,

°Pfizer Inc, Groton, CT, USA,

’New York University, Grossman School of Medicine, New York, NY, USA,

"HCI 2nd Children's City Clinical Hospital, BelMAPO, Minsk, Belarus,

8Ukrainian Scientific and Practical Center of Endocrine Surgery, Transplantation Endocrine
Organs and Tissues of the Ministry of Health of Ukraine, Kyiv, Ukraine,

Goryeb Children’s Hospital, Atlantic Health System, Morristown, NJ, USA

EO1-3 First Real-World Evidence of Somapacitan Therapy Initiation in Children
with GHD from GloBE-Reg
Abdulmoein Al-Agha', Aristides Maniatis®, Dirk Schnabel®, Alberto Pietropoli®, Kirstine
Belling®, Faisal Ahmed™, Primoz Kotnik™"
"Dept. of Pediatr. Endocrinology, King Abdul Aziz University,
’Rocky Mountain Pediatric Endocrinology, Centennial, Colorado, USA,
Pediatr Endocrinology, Center for Chronically Sick Children, Charité Universitaetsmedizin,
Berlin, Germany,
‘INSIGHTS GHT Registry, Germany, "Novo Nordisk Health Care AG, Zurich, Switzerland,
*Novo Nordisk A/S, Seborg, Denmark,
"Developmental Endocrinology Research Group, University of Glasgow, Royal Hospital for
Sick Children, Glasgow, UK,
®0ffice for Rare Conditions, Univ. of Glasgow, Glasgow, UK,
Univ. Medical Centre, Ljubljana, Slovenia,
"Medical Faculty, Univ. of Ljubljana, Ljubljana, Slovenia



English Oral Session 2 Thyroid, Bone Metabolism, Parathyroid, Skeletal Dysplasia, and Others

108308 (K) 17:00~17:40 E3IKHE (JF 2 KKR—II—LD)

Chairs Kanako Tanase-Nakao (Department of Molecular Endocrinology, National Research Institute for

EO2-1

EO2-2

EO2-3

EO2-4

Child Health and Development)

Noriyuki Namba (Division of Pediatrics and Perinatology, Faculty of Medicine, Tottori University)

Two Novel SLC5A5 Variants (Q263L and G350D) Causing Congenital
Hypothyroidism
Kiyomi Abe"**, Mikiko Koizumi’, Takahiko Kogai®, Shinobu Ida*®, Chiho Sugisawa’,
Masanobu Kawai', Tomonobu Hasegawa'®, Satoshi Narumi®’
"Dep. of Pediatr., Keio Univ. Sch. of Med.,, “Dep. of Pediatr., Saitama City Hosp.,
*Dep. of Pediatr., Tokyo Saiseikai Central Hosp.,
‘Dep. of Gastroenterology, Nutrition and Endocrinology, Osaka Women’s and Children’s
Hosp.,,
°Dep. of Genetic Diagnosis and Laboratory Medicine, Dokkyo Med. Univ.,
Dep. Laboratory Medicine, Osaka Women’s and Children’s Hosp.,
Div. of Endocrinology and Metabolism, Dep. of Internal Medicine, Showa Medical Univ.
Fujigaoka Hosp.,
¥ Kashiwa Tanaka Hosp.,
"Dep. of Molecular Endocrinology, National Research Institute for Child Health and
Development, Tokyo, Japan

Therapeutic plasma exchange resolves inflammation with increased
peripheral glucocorticoid sighaling in Kawasaki Disease
Shuji Sai'? Soichiro Wada', Shigetoshi Ogiwara', Takuya Tamura', Kiyoshi Nagumo',
Karen Chapman®

'Dept. of Pediatr. Teine-Keijinkai Hospital, IGM, Hokkaido Univ.,

*QMRYI, Univ. of Edinburgh

Clinical Improvement in Autosomal Dominant Hypophosphatemic Rickets
Following Burosumab Administration
Shuntaro Morikawa', Nozomi Hishimura', Megumi Endo', Naoya Kaneko', Toshihiro Tajima®
Akie Nakamura®

"Dept. of Pediatr.,, Hokkaido Univ. Sch. of Med., “Dept. of Pediatr., Jichi Med. Univ.,

*Dept. of Mol. Endo., NCCHD
Valproic acid caused severe vitamin D deficiency leading to seizure-induced
a femoral neck fracture in a 14-year-old boy
Yukie Deto', Junko Oikawa', Maki Matsuzawa', Michihiko Ueno', Yuhei Mogi®, Hideto Irifune®,
Shuji Sai'

'Dept. of Pediatr., Teine-Keijinkai Hospital, “Dept. of Orthop. Surg., Teine-Keijinkai Hospital
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English Oral Session 3 Glucose Metabolism, Diabetes, Hypoglycemia

10A31H (&) 8:25~9:05 {4KE (7 -TFR)
Chairs Yukiyo Yamamoto (Department of Medical Education, University of Occupasional and
Environmental Health, Japan)
Tomozumi Takatani (Department of Pediatrics, Dokkyo Medical University Saitama Medical
Center)

EO3-1 Mediating Role of Al-Derived Insulin Resistance in the Association Between
Obesity and Fatty Liver Disease

Yu-Jung Lin', I-Hsin Huang"’, Wei-Ju Liu"? Chia-Lin Lee"***?
"Department of Medical Research, Taichung Veterans General Hospital,
“Department of Digital Medicine, Taichung Veterans General Hospital,
*Department of Internal Medicine, Taichung Veterans General Hospital,
"Department of Post-Baccalaureate Medicine, College of Medicine, National Chung Hsing
University,
*Department of Medicine, School of Medicine, National Yang-Ming Chiao Tung University

EO3-2 Association Between Mediterranean Diet and Al-Derived Insulin Resistance

With Cardiovascular Mortality in Patients With Diabetes

Wei-Ju Liu"?, Tony Pan-Hou Che®, Yu-Jung Lin®, I-Hsin Huang'?, Chia-Lin Lee'***,

Yi-Cheng Chang™®’
"Department of Digital Medicine, Taichung Veterans General Hospital,
“Department of Medical Research, Taichung Veterans General Hospital,
*Program in Translational Medicine, National Taiwan University and Academia Sinica,
"Division of Endocrinology and Metabolism, Department of Internal Medicine,
°Department of Post-Baccalaureate Medicine, College of Medicine, National Chung Hsing
University,
Department of Medicine, School of Medicine, National Yang-Ming Chiao Tung University,
"Graduate Institute of Medical Genomics and Proteomics, National Taiwan University,
¥Institute of Biomedical Sciences, Academia Sinica, Taipei, Taiwan,
"Department of Internal Medicine, National Taiwan University Hospital, Taipei, Taiwan

EO3-3 Tracking phenomenon in the annual trends of HbA1c in children and
adolescents with type 1 diabetes in prospective cohort studies, regardless
of treatment methods
Toru Kikuchi'® Yukiyo Yamamoto™, Yoshiya Ito", Tomoyuki Kawamura'?,

Tatsuhiko Urakami"®, Shiga Kentaro",
On behalf of the Japanese Study Group of Insulin Therapy for Childhood and Adolescent
Diabetes'
Tapanese Study Group of Insulin Therapy for Childhood and Adolescent Diabetes (JSGIT),
“Dept.of Pediatr, Saitama Medical University, Saitama,
*Director of Medical Education, School of Medicine, University of Occupational and
Environmental Health,
‘Tapanese Red Cross Hokkaido College of Nursing,
Dept.of Pediatr, Osaka Metropolitan University Graduate School,
Dept.of Pediatr, Nihon University Hospital,
"Dept. of Pediatr, Yokohama City University Medical Center



EO3-4 Estimating the Individual-Level Causal Effects of Adiposity on Fatty Liver
Disease Through Insulin Resistance: A Causal Machine Learning Approach
I-Hsin Huang'?, Yu-Jung Lin*, Wei-Ju Liu"’, Chia-Lin Lee"****

'Division of Artificial Intelligence, Department of Digital Medicine,

Intelligent Data Mining Laboratory, Department of Medical Research, Taichung Veterans
General Hospital,

*Division of Endocrinology and Metabolism, Department of Internal Medicine, Taichung
Veterans General Hospital,

‘Department of Post-Baccalaureate Medicine, College of Medicine, National Chung Hsing
University,

*Department of Medicine, School of Medicine, National Yang-Ming Chiao Tung University,
Taipei, Taiwan

English Oral Session 4 Obesity, Underweight, Nutrition, Lipid Metabolism

108318 (£) 16:30~17:00 $£485H (T -F7FR)
Chairs Junko Ito (Department of Pediatrics, Toranomon Hospital)
Tomobhiro Ishii (Department of Endocrinology and Metabolism, Tokyo Metropolitan Children'’s
Medical Center)

EO4-1 Real-world setmelanotide changes in BMI in French patients with acquired
hypothalamic obesity
Pauline Faucher', Sarah Chalopin', Frederique Albarel’, Ahlam Azar-Kolakez®,
Natacha Bouhours®, Jean-Claude Carel®, Regis Coutant’, Justine Cristante’, Nicolas Farigon®,
Blandine Gatta-Cherifi’, Iva Gueorguieva®, Marie Hoflack’, Dunlanjalee Kariyawasam®,
Marie Michelet’, Patricia Pigeon Kherchiche', Veronique Savey", Berenice Segrestin®,
Caroline Storey®, Geraldine Vitellius", Karine Clement', Christine Poitou'
'Assistance Publique Hopitaux de Paris, Sorbonne Univ., Service de Nutrition, Hopital de la
Pitie-Salpetriere, Paris, France,
“Conception Hosp. AP-HM, Endocrinology Dept., Marseille, France,
*Robert-Debre Hosp. APHP, Pediatric Endocrinology-Diabetology Dept., Paris, France,
‘Univ. Hosp. of Angers, Pediatric Endocrinology and Diabetology Unit, Angers, France,
°Univ. Hosp. of Grenoble, Nutrition and Endocrinology Dept., Grenoble, France,
Univ. Hosp. of Clermont-Ferrand, Clinical Nutrition Dept., Clermont-Ferrand, France,
"Univ. Hosp. of Bordeaux, Dept. of Endocrinology, Diabetology and Nutrition, Bordeaux,
France,
#Jeanne de Flandre Hosp., Pediatric Endocrinology Dept., Lille, France,
Lenval Foundation, Pediatric Endocrinology Dept., Nice, France,
"Necker-Enfants Malades Hosp. APHP, Pediatric Endocrinology, Diabetology and
Gynecology Dept., Paris, France,
"Felix Guyon Hosp., Pediatric Dept., Saint-Denis, La Réunion, France,
“Caen-Normandy Hosp., Hepato-Gastroenterology and Nutrition Dept., Caen, France,
BLyon Sud Hosp., Endocrinology Dept., Lyon, France,
“Robert-Debré Univ. Hosp. of Reims, Endocrinology, Diabetology and Nutrition Dept.,
Reims, France

[N/ANAm N {




EO4-2

EO4-3

Efficacy and Safety of Setmelanotide in Acquired Hypothalamic Obesity:
Results from a Double-Blind, Multicenter, Placebo-Controlled, Randomized
Phase 3 Trial

Susan A. Phillips"*®, Hanneke M. Van Santen®**, Jill Hamilton*"*, Ashley Shoemaker®"®,

Shana E. McCormack®®, M. Jennifer Abuzzahab®"®, Martin Wabitsch™® Mehul T. Dattani'™"**,

14,18

Tomohiro Tanaka '*"®, Cecilia Scimia"*"®, Guojun Yuan™"®, Hermann L. Muller"*'®,
Christian L. Roth™'*"®, Jennifer Miller'™"®, TRANSCEND Trial Group member"®

'"Pediatric Endocrinology, Univ. of California San Diego/Rady Children’s Hosp., San Diego,
CA, USA,

*Princess Maxima Center for Pediatric Oncology, Utrecht, the Netherlands,

*Dept. of Pediatric Endocrinology, Wilhelmina Children’s Hosp., Univ. Medical Center
Utrecht, Utrecht, the Netherlands,

Division of Endocrinology, Hosp. for Sick Children, Dept. of Paediatrics, Univ. of Toronto,
Toronto, Canada,

*Tan Burr Division of Endocrinology and Diabetes, Vanderbilt Univ. Medical Center,
Nashville, TN, USA,

%Division of Pediatric Endocrinology and Diabetes, Children’s Hosp. of Philadelphia,
Philadelphia, PA, USA,

"Perelman School of Medicine at the Univ. of Pennsylvania, Philadelphia, PA, USA,

8Pediatric Endocrinology and Diabetes, Children’s Minnesota, St Paul, MN, USA,

Division of Pediatric Endocrinology and Diabetes, Dept. of Pediatrics and Adolescent
Medicine, Univ. Center Ulm, Ulm, Germany,

Dept. of Paediatric Endocrinology, Great Ormond Street Children’s Hosp., London, UK,

"Genetics and Genomic Medicine Research and Teaching Dept., UCL GOS Institute of Child
Health, London, UK,

“Gastroenterology and Metabolism, Graduate School of Medical Sciences and Medical
School, Nagoya City Univ., Nagoya, Japan,

“Rhythm Pharmaceuticals, Inc., Boston, MA, USA,

“Dept. of Pediatrics and Pediatric Hematology/Oncology, Univ. Children’s Hosp., Carl Von
Ossietzky Universitat, Klinikum Oldenburg AoR, Oldenburg, Germany,

PSeattle Children’s Research Institute, Seattle, WA, USA,

®Division of Endocrinology, Dept. of Pediatrics, Univ. of Washington, Seattle, WA, USA,

"Pediatric Endocrinology, Dept. of Pediatrics, College of Medicine, Univ. of Florida,
Gainesville, FL, USA,

®TRANSCEND Trial Group

Patient- and caregiver-reported experiences of hunger, weight, and energy
in acquired hypothalamic obesity before and during setmelanotide
treatment

Christian L. Roth™* Ashley H. Shoemaker®, Claire Ervin®, Lindsey Norcross', Sheri Fehnel’,
Caroline Huber’, Cecilia Scimia®, M. Jennifer Abuzzahab®

'Seattle Children’s Research Institute, Seattle, WA,

“Division of Endocrinology, Dept of Pediatrics, Univ. of Washington, Seattle, WA,
*Tan Burr Division of Endocrinology and Diabetes, Vanderbilt Univ. Medical Center,
Nashville, TN,

'RTI Health Solutions, Research Triangle Park, NC,

*Rhythm Pharmaceuticals, Inc., Boston, MA,

®Pediatric Endocrinology and Diabetes, Children’s Minnesota, Saint Paul, MN



English Oral Session 5 Obesity, Nutrition, Lipid Metabolism, Puberty, and Others

MA1B () 1:15~11:45 F4RE (7 - TFR)
Chairs Satomi Koyama (Dokkyo Medical University Saitama Medical Center)

EO5-1

EO5-2

EO5-3

Kenichi Kashimada (Division of Endocrinology and Metabolism, NCCHD)

Epidemiology of acquired hypothalamic obesity in pediatric patients: A
Japanese hospital database analysis
Tomohiro Tanaka', Katsushi Takeda', Hiroshi Takagi®, Kylie Braegelmann®, Julian Witte?,
Charles Savoie®, Hiroshi Arima’, Hermann Lothar Muller®
"Dpt. of Gastroenterology and Metabolism, Nagoya City Univ. Graduate School of Medical
Sciences,
“Dpt. of Endocrinology and Diabetology, Nagoya City Univ. East Medical Center,
’Vandage GmbH, Bielefeld, Germany, ‘Rhythm Pharmaceuticals, Boston, MA, USA,
°Dpt. of Endocrinology and Diabetes, Graduate School of Medicine, Nagoya Univ.,
SCarl von Ossietzky Universitat Oldenburg, Oldenburg, Germany

Withdrawn

Long-term Efficacy Results of Diazoxide Choline Extended-Release (DCCR)
Tablets in Participants with Prader-Willi Syndrome from the Completed
C601 (DESTINY PWS) and C602 Open Label Extension (OLE) Studies
Evelien Gevers™, Nicola Bridges®, Jack Yanovski', Eric Felner®, Parisa Salehi’,
Ashley Hall Shoemaker’, Amy Fleischman®, Anthony Goldstone’, Moris Angulo”,
David Stevenson", Kathryn Obrynba'?, M Guftar Shaikh®, Anthony Holland",
Verghese Mathew™, David Viskochil'®, Shawn E. McCandless”, Lynne Bird"*", Melissa Lah®,
Virginia Kimonis®, Jennifer Abuzzahab®, Laura Konczal®, Elizabeth Littlejohn*, Heidi Shea®,
Poonam Dharmaraj”, Urmi Das®, Jorge Mejia-Corletto”, John Wilding®, Katerina Harwood®,
Kristen Yen®, Raj Gandhi®, Jing Gong®, Patricia Hirano®, Neil Cowen®, Anish Bhatnagar™,
Michael Huang®, Merlin Butler®, Jennifer Miller™
'Queen Mary Univ. of London, Barts and the London Med. Sch., William Harvey Research
Inst., Ctr. for Endocrinology,

“Barts Health NHS Trust, Royal London Hosp., *Chelsea and Westminster Hosp. NHS Trust,

"National Inst. of Child Health and Human Develop., National Inst. of Health,

*Emory Univ. Sch. of Med,, °Seattle Children's, "Vanderbilt Univ. Med. Ctr.,

*Boston Children's Hosp., “Imperial College London Healthcare NHS Trust,

Good Samaritan Hosp. Pediatr., "'Stanford Univ., “Nationwide Children's Hosp.,
BRoyal Hosp. for Child., **Univ. of Cambridge, "Hull Univ. Teaching Hosp. NHS Trust,
®Univ. of Utah, Salt Lake City, UT, USA,

Y"Univ. of Colorado, Children’s Hosp. Colorado, Aurora, CO, USA,

®Univ. of California San Diego, San Diego, CA, USA,

“Rady Children’s Hosp., San Diego, CA, USA,

®Tndiana Univ. Sch. of Med, Indianapolis, IN, USA,

“Wniv. of California, Irvine Medical Center, Irvine, CA, USA,

“Children’s Minnesota, St. Paul, MN, USA, *Univ. Hosp. of Cleveland, Cleveland, OH, USA,
#Univ. of Michigan Health-Sparrow, Lansing, MI, USA,

®Endocrine Associates of Dallas, Plano, TX, USA,

% Alder Hey Children’s NHS Foundation Trust, Liverpool, UK,

“New York Univ. Langone Hosp., Garden City, NY, USA,
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% Aintree Univ. Hosp, Liverpool, UK, ®St. Joseph's Children’s Hosp., Paterson, NJ, USA,
Soleno Therapeutics, Inc., Redwood City, CA, USA,

%'Kansas Univ. Medical Center, Kansas City, KS, USA,

“Univ. of Florida, Gainesville, FL, USA
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01-4-5 /MR GHD BRICEITZB1EVYTI 2 R5EO0RAENMES LURLM | REAL 3 &
7 EEDFER
# 18 SavendahlLars’. Battelino Tadej’. Hojby Michael'. Leunbach Tina’,
Saenger Paul’, Silverman Lawrence®, Horikawa Reiko’
PR SR A AR v & — /NN W - BRI R
*Pediatr Endocrinol, Karolinska Univ Hosp and Dept Women’s and Child Health, Karolinska
Inst, Sweden.
*Fac Med, Univ Ljubljana, and Univ Med Ctr Ljubljana, Slovenia.
‘Novo Nordisk A/S, Denmark. °NYU Langone Health, Mineola, USA.
Goryeb Child Hosp, Atlantic Health Syst, USA. * E V& EE#EMIEL ¥ —
01-4-6 RWRMEEBEERICHTILIV/—LI—I I ARBIF~KRREEDRKAEARA
g AR HEE OBOELY RO /RS Ak BN PR TEETC. S S
RN BT B L I BN R BABS Aray !
VEBR S EEAENERE, P BEORSFHANEALAE - N A AR
S BRI BRI JE SR~ & — | REAR R B/ N R R
S REPIRAT Z & RBE N MR, OB MRS N R R A
TR ZE R AR M R B N JaRE . AR K 2 1 2 5 WY I s B A A 5
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FER M i R Jem be N
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01-5-1 FHBEROZEBRRTRRINNRE 1 MERKBICHE T 2ERBEEST b7 K—2 A0k
P OBORES. HAT 2%, NE FAL AH e NI R B R
FTE KT R R A A e
01-5-2 FRMREZBICRRINS 1 DERKBEORKRE EEKRZBICDONT
EE ORI, MR EEA IR OEK
BT REM R T R A E# e v ¥ —
01-5-3 S 4LMiECATFRIINRERKICEII32RERESEL LUOS VR VEAOEL LI
ICZERATH3
WG BER. /MY B, BB KR
BV RFE TR G EEE v ¥ —/NEREREL v 7 —
* 01-5-4 HbA1c {EDERMEICEI ) Fr— 3 VBFEEDEST S : FNSK O—IEE SRR
KE BEHRY A BN EA OEEBEYORMT WY Hih &L WE !
IS EERPR RO NERE, P EERNR R A R
01-5-5 mMEAFY P VBMEL7F o EUHKRIEHREHEET S
EEOESL BN OEES R OERS P BT Gl g BT
VPR AR BN E R BTE AR N R
01-5-6 EJER Rabson-Mendenhall FERBZRICHTE 1 R B HERER : SGLT2 BHEE
OFRAEICDONT
Wk B vk flE— L MR HBRV. B BT rE R oMy B
IR ERRRR SRR, AR AR LR, IR v & — /N
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o H (TR &mbeNER)

02-6-1 X—FVERBBRICBEITZE 1 BRE/2TI200FMEERLE | 5 3 HERKHER
% Y Jorge Alexander A.L?% Albanese Assunta’. Hojby Michael'. Soltysik Kamil®,
Edouard Thomas®. Grandone Anna’. Tansey Michael’

KRBT AR A R v 7 —/NRAH N W - BEPIER

“Genet Endocrinol Unit (LIM25), Hosp Clin Fac Med Univ, Brazil.

*Endocr Pediatr Unit, St George’s Univ Hosp, NHS Found Trust, UK,

"Novo Nordisk A/S, Denmark.,

°Endocr, Bone Dis, Genet Unit, Ref Ctr Endocr Dis Growth Dev, FIRENDO Netw, Child
Hosp, Toulouse Univ Hosp, Restore Inst, France.

Dept. of Woman, Child and Gen. and Specialized Surgery, Univ. of Campania “Luigi
Vanvitelli”, Ttaly.

"Univ. of Iowa, Iowa City, IA, USA
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g NEREL — M BHEL I AL Rl B
VEIRER R NE R, 2 SIRERF R AEREE Y 5 —
02-6-3 Noonan EfZEfICH (T 522 & & o J=ERIREBIRDAER
ANEL O OERT M REL ME A HES wh L g EEY
VRBCRETER L v 7 — LWL 2RI A SRk NRRE
SKBBEFERE Y v ¥ — ERMAEL
CRBEE TR v — BRI S Tl AE - NI ZE R
02-6-4 Sotos EEBFFTEIEF NDST1 288 5q35.2-035.5 MllEE 2 RO -EFEESFRED
11
NIA BN RN REHE' ORT 3E—2 fhER BA!
VRGBSR, PEoL-o8b 7 )=y
02-6-5 RBREHEUHRERBFOREZNHFH~HEHERENRICETSEE~
AR B ORE ORI, EHIHE OB B S, Hb o fEE!
Y EZ Y=y y, PB) 7 U FERRFNER PN WA ER— )=y 7,
YENLREERIZE v 7 — PR, © R B AT ERE AR
02-6-6 RA7F7M1ARE%EIBL CHD7 %1 L FEEDPRFEX N/ Kallmann - CHARGE fEZE$D
—{51
FAR FJRE AN WA RA FHES ORI PRE H ORK T Bk BRI
[ SE S SN & S RN T
DR ERE RS LR, R ERE RS NERE, CRANEIC S 2 =y 7,
YRR R v 5 —/NER
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NEIEE CRBRETFBERR Y > & —WF7ei o0 7810 - N 7E )

* 02-7-1

02-7-2

02-7-3

02-7-4

02-7-5

02-7-6

BEREIRA NI OF—IVAEICH I ZHRFBEFCZA LC-MS/MS ZEBRET L/
Vi <4 B 20624
ANBR RSN FIE B KRB R el RGEL BAE HEW S WM B
BUER KRR, PRRE [ B AL WS AR Ha /L Ry g2
D EUR R TR R R AT TS, © AR NERE C AAE T
BRIZBEIZREMETOIA MFIF - DtE
2H R il BRI AA
HEOBRRRIEE ) =y 7
LC-MS/MS IC & ZR1IBEFM Turner FEREDMIE E2 [ENIRE : SHEAXEREMA
WA WEAL SRk MRS MG BGRET S AR KLY R OEH S, B EORERS
WEH AT A SRR BRI RKRERS, BIAL BRI, UK BAF UL R R
A B R ML @ & EE IR EE S 4T RERL KRB OEFL
A BN BRI ATEE!
VRN R A RS v 7 — NG - ARERE P R REFE N R R
S RBER R AP R 2R FE RN AL 2, NG 717 37 G5
PRIPIENL Z &b RN AEE B R EE R ARG T AN R AR B NER
AR AR A A ISR AR R R B R I FE e/ N R R 55 B
O BT R PR A S S WA PR A Bl PR 2 AN R 22 45 0 1 AR R SRR /N SRR Rl
PRI & & IR B S N R RN BB R S R AN SR
PHRGGE R ER R ANE R R,  RBGT AR A RS v & — N S - B R
ORBURET- B v 7 — AL - R
1 HARSZBOBBETRA V) -V IRETEHRI NS PE RGN SHE
A SERCL A BRI s Wb WAL EE O RRYa-—r L IR AL
RS N T . NI & NI o & SR 7 NI
PRE T AR AN RN P A AT AR A BRI AR B BER R N A
BENRMOBART Y FOTF U ARREICH S TRAMAEICHTEEEF 7 2 OFHH
KIE A, oWy PR, IR ORREL K& RS B KR MR RS KR IR
PN
AR A B 2 AR B e /N R
FIGLA FERESUI AV ANI T MKV RRIPESR L% RIAE U 7= bk F
AW PE R R BEEC. A MR B RT L ORE ERS
(Z RSN N
VIR BERIR RN ERL R, 2 IR R R AL R
SIS AR A B v & — e AR IR AR B 27 e s NP2l e
* ESLBCE R E Y v 5 — T NRBITERR. SRR v & —/NER
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02-8-1

02-8-2

* 02-8-3

02-8-4

02-8-5
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REEUKRIEICH T ERY ) F FAROEREKFONRE GH V)EEZOFNNE - T2H © B
RE S BRBR
BHOEWL ORE RN sl S AE AL AR CHs L bl e T .
E AT AR BN MR R JeR RN oKm BN &l Rk
e Rt
PORBRK AR R SR M R e /N W RE, 2 R BROK 24K 2 B ok 20T 22 B S B i e MR 22,
S RBRRZER AR BEE R e B 2 BB /NSO R, PR A [ B e i B /N R
BRI EIRS R A B R Rt 7 — | © RBREFEHR R v 7 — T - AR
REERRERRICRDH /M insertion/deletion TR
A L E BTA UK EEL I BmEL Bx T Rm R
LA B N i N A
VIR EE R R A T AL R B 2 AR R AR ey R B A A
SBERBTRIIVF FEZBALEREEBEBERSE O AOKEAILEEOEH RIS
R TR, RN Bl T OFET. b B2
FORUR R 27 B I s e /s e A
RERLREOILRIRER V) F FREILEHED RETAHBITIIREANDE
HAR Brf. SFHO OB, HAR e, HE O BRE. £ fin. B OME sk #—.
& —H
H AR K AZ R 225/ N BB 7R/ N E R 745 B
ENPP1 B9:#%®E (ENPP1-related disorder) M5t
EE R M BRAL O CBIEL AL OBE L BRI OB RA ME
T ovEsRc EH kRS B wh L ORE ETL OIE OEEY
PRBCRET R v 7 — bR - I ERE 2 ORBCBE TR v 7 — AR AEE
SKRIEEF S v 7 —#i R, R ER v 7 — I TR
P KRBT R v & — e Tl s - N ZE R
HAERD S —BHRIRIKREETEEZZ/LZLOVER=2ZATRO 1 61
BRI ST dRUR A BAa ElE SR BN M A% R
M Ak#g 258 w2
PRIZRINRAL Z & R 7 — P MR, 2O v e A e N R R
SRR T T ER B /N E R, IR S & R v 7 — R B R
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02-9-1 SGAMESRIEICHITZE 1BV TTI 2 EEORPARLES KUEMHE : 5 2 HEEFRS

B% 4 EREOHER

M3 1EE ' Juul Anders™. Hojby Michael'. Linglart Agnes’. #& i 6,

Zuckerman-Levin Nehama’. Backeljauw Philippe®
PR v 7 — BRI MRS AL g - R
“Department of Growth and Reproduction, Copenhagen University Hospital -
Rigshospitalet.
*Department of Clinical Medicine, University of Copenhagen,
'Clinical Drug Development, Novo Nordisk A/S.
>AP-HP, Université Paris Saclay, INSERM, Service d’Endocrinologie et Diabéte de I'Enfant,
Hopital Bicétre Paris Saclay.
*Division of Pediatric Endocrinology, Metabolism and Nephrology, Children’s Medical
Center, Osaka City General Hospital.
"nstitute of Diabetes, Endocrinology and Metabolism, Rambam Health Care Center, Bruce
Rappaport Faculty of Medicine, Technion,
®Division of Endocrinology, Department of Pediatrics, Cincinnati Children’s Hospital Medical
Center, University of Cincinnati College of Medicine
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PSRRI RE K SR AR N R R AR A SR BN R
STEINEERER AR /N R, SR PR R 22 PR A BRI R 22 G A N 433 - AR R
02-9-3 BARANMRICHITS arm span &LV arm span BRILOEEE : 754 ALV LT
AEDEEE:
EE K o0 ERTF Bl REL BRI FH
PSR R BN B R, B SR B R N R, B R AR M B v v —,
W17 7 Ha b
02-9-4 ROHHAD FERENFBRH : #iRaiHfRfEYIBRAIHE R UEREADHI ZSCAN 1 kD HE
BN wak's S B B dhi L BB PEA YL BB R0 T REY
PR LR S BN RE, R LR 2R A B R SRR A SRR N R B R4
SHILERE L v & —/NERE R B ALERE R v & — ekl R BN R R
02-9-5 /MRS MrER 64 fllcE 3% BFRMRE
ey f—p s AR MBS AR IERRC A EW S b RS
AN a1 T A N N < - VAN N R AV
SERRAEL Y. 2 &b T B O R
* 02-9-6 MAICEL/NREIRIEDIEZ=HZARE 30 ACH VT 5 IEHE
M AGELN AR BPRER L DA SR R SEL NI e b M
My N RE CEMA R OKES B OMEA WM £ bl EZC e 5!
PR ORISR 2 OB T AR BRI v 5 — ke
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JER Al Rk (BREREERL Y & — /NS SIEORE/NER)
EHEMERHS (Bl LR MR o RS e R~ 7 — MR EER > ¥ —)

02-10-1 1 WERBICH I ZAFEEELSMEI PO—IICEZZHE . NRA VA VEEMES
&V
Wl BT AR U, Bk o PhiE Y, HOE SRS B IR
WO, I EETE W BT s E gm E
'R SRR R SRR AN R R, PN A VA VIR TE A
PRERERRAER IR R A BE Y B PR R A R A S T R S M R A
" HAR A A E R R R AR AR, O INBSR R AR Bt S R SRR
TN ALy hgeg B N VR RE, ® B R B N BRI T RSN R
SR B IEAIE Y v & — AR R IR A - ACEHR, R R AR N R
02-10-2 1 BHERHBICHITBI =X K ™780G ORAFDMY : AR 48 BTOMREIFRE
FTWHE A, AR EE. G4 =5 W WE. B BT I OB K R
FESH  fE—
E S E EE e ¥ — W - AR
02-10-3 HETH AHCL FEEA EHBERTORY) 4
Pl BRAS L KD AR RS bR B Ak EEEYD ORW HC A B
REER 2470 393 i, RE IERS MR BRELS ORI E&ET # &S
PR e S R B N B R, 2 T SRR AR b N R AL, o IR SRR AR BN AR
YRR N BRR A ERE Y v 7 —. C ALIRERN RN R S R
Ko IEA/NBRGW 2 ) =y 7 TR G B VR
® Jeim At S A/ ME R Be /N R, T T SR BN SRR
10N ST e/ VR R
02-10-4 /hR 1 BWERBEEBEICHT S Advanced Hybrid Closed Loop MDiaEsER
R VEEL. I ZSEREE. KER WS
1o FH R RL R 7R 223N e o
02-10-5 /hR 1 BEERKICHT B advanced hybrid closed loop & A & JEiHE DORS:E
AHE A RE RMES B A Ry BTN Ad e
VRSN R A R v 7 — N IR, SR SN R A v & — BRI
S L pEJLEE S v & —/NERE
02-10-6 Shared Decision-Making (&3 CSIl 55 MDIADZEEZ 22 ICET R X > bHR
EL7=1 BERRBD 3 6l
L Bp— ' KE &% LD A BHOIERES fIH A OKE WA
ICR A7 A
b 3o R B R S B R S v UL B N R R, 7 BRI R AR KA B R R ZE RN R R4

—iRO®E 11 BIE
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HER BRE R (EARERIARR AR Be/NE R
ik (ST Y FERRYNEFR)

02-11-1 BEPRRIAEZZHIC Long Read sequence ;ETBE L A FEH HE 21 KELEEHRRIR
EDLR
ANHPE—RR R OERITY ERHE -
L WL NE R R R R A SRR OUNER
® ENLFFE B N R E 1 >~ 5 — N - AR



* 02-11-2 BEAE—RT LT F> M) F =V 21 KELEERRIREDARIERE L THRATHS
Mok AR EE OBORERC. RN OEHL B BT Sk RES BRI RS
IR !
VR RFBE AN RE, 2 BB R R AR AR e R
SRR LN R G B v 7 — NS - AR
* 02-11-3CYP21A1P/CYP21A2 ¥ X Zi&{F CH4 I3AAXRAFEHBE 21 KEB{LERERIBENEE
ERTHS
Wik T RE BRI R - i B3R EHE RN M BT
% f— el KA WE XN s AR L FEL Fil P
i BN MR O, ERH
PHOR R AR R B R R A AR S A SRR UNER) |
LR SRR B AR SRR A - AN A4 B
PRBORA AR B R FE RN 2, R UL AL O &b IR BEm R - AR A
73S DNA WFZEiT. © ESLBE BEMmFE L > & — N5 - ACHF
02-11-4 TNXB DEREFEEEHRICETSE. I—FRAFVORERBEOEKRIEREL CAH-X D
S
WA T# 2 aE BRTC S e B RN R T mE RS
HEEH  fE— B w!
LR ISR N R AR, PRI C B S R v & — N R
SRR IE SRR 0 LR RIS X v 5 — N - AR
02-11-5 CACNATH BEFICERDER S N=REETILRATOVED 1 i
PR ECE i MR RIE JRIRE 2k BN O BN W MER
i g SRR AL R OHER
U SR B AL R v & — /N ERE, AL AR A M I s e S
02-11-6 GHRP2 GBI/ NEEIBTREHEERETEDBHICEVWTHERTHS
K EF L WA ML o BTN HE E L A R I L
FIRE RS RE BTN I OBRAL OHS B2 I BT R
A R
VESLECE RIS v 7 — NG - ARERE 2 SRR R AR e/ A
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R FHRERE ORBHAZACIRER € > 7 — i Rosbe/NEFE - 5A T 7 W IR B R A b
PR B A JER B AR R 52
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02-12-1 NEHARIE 1 BERBORARNDZEIBITORE
~INRA VR VBEMASE 5 2%k — MIREKY ~
AN HEE YR g BT P & Wik BARE BT YR OAvHE F-0R
Mg BT B MR el RS ONRE O mREYE AW O i E e
PR KRR AR A B N WA RE, % RIS S e N VR R
Iy EEANTNBERE L v 7 — N WRE
MR K27 B 2 B B N K 4 B e /N VR R - SRR RE, i i TR 306 B B PR & (5 R
CSHRILINTERA T4 ANVt vy —/NRER T BRI ENERR ¥ =589 B/ N e R
O BIUELAT S E B R - P - AR ERE, 0 S AP B R ERE U EERRN B
PUNBA V2 ik EBEFIE S
02-12-2 %P5 U7= Prader-Willi fE{%Ef 16 GINIERFHEZENE EH
Wl gk Sels dREN REHD &L RN B B SRS iR =T
MEM KRR SAERNEERL, 2 IR B NE R P IR g e VR R



02-12-3 RENERENEBPRICHNET 2R HEE LTRIS hiz Temple FEZEED 1 I
A AR ML MR HR @1 R Mn . EH !
VHCRE R RN R, * A R LR B AT SRR A - AN R S 0
02-12-4 HiYEMm - D18 —TAT /T4 T 1 DEHFEEERIVEVEERET E— MSEOR:E
s RS R T IR L A B ek ETC RE AR
S BCE BEFIETE v 5 — T NS,
PENLRE e v 5 — R v 5 — 7 — 5 A = A AR = b
S TR RSO B S SRR O B T
* 02-12-5 Kagami-Ogata fE&# D R F# DEFHA
B WS NS OHIES, MEF B RE RGE L 8 Mt
VENLRE RIS v 8 = P BRSO R AN R A
P ENLEE BRI vy — R, RS v 5 —/NER
02-12-6 X—FVEREICEH LBt o /VERBICHL >0 AAHER L 7=—F
JEER EE. WV ORCEL DH BA. WD EEL R OH
INUTIRVA SR S e
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HER W EAL T ORBORSAEE AR R o e /N JE )
AR HE— CuNRZEwBe/NER

02-13-1 Down FEEEIC&H L7=/NREARIE Basedow BIIHREKGEZET S
I HEA TEAR R, O BE. MEE BT, B ST oA R, 9EH .
FE HE. EHIE OB K HEEL. BEEE
VR E BRI T v & — N R
02-13-2 TSH ZEFRAFEOZTLRIZ/NRIARE Basedow HNERFAICERATH S
FE R BHR OFETL B BTN FBRE O K B EBEE 2
S T
VEIREW R, ES R E ERE v 7 —
02-13-3 37N Y 7 LICTEBEDORIKIRELETTERED 3 EF
o %=
R LR 2790 e/ JE B
* 02-13-4 Nt RBEHERICH T AIER/NE R IRORET I —IRAEREEEDREDE—
M - Rl M R ERE . MEER KEES. =N MR SO T
ST AR Y EEE Y S BT KH Amect, BE 4T
NI BEZES, FIE HET-S. kW EWE fim e’
VEST R RN v ¥ — MR A S v v — N EE 2 RIS AR AR TSR
SN RE ERE v v — HEY - RS E v  —,
CE R ST IE L 7 — A - ACEPRE. O EDLRE e v 7 —HEME R v v —,
SRR AR R I AR, T FL KR R EHR W - BE R PR
S RBRBET-EHEE v  —
02-13-5 BRAALHRTHOIAIVREETETHIC KD EREORIRRBEADRE | ZHREEFTHRIM
% (PREHRE)
W OEATL A WIERC BUER WSS M O C AW EmA WH O WA W
W EEE B WA BR M I R EAH EEN R OB
(R U
PRBRKSF R B R e RN B R, HANEN A S IR B R 4.
S FIRK R B FSRFFE R NGB, B ST e B RO e/ R
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SR B R RS KRR EA Y HH SR Y D kS Fib Sl
VI BN 2 G S BN R RE, 2 Al R R R B R A SRR A - AN R 250
S —rhi i R e R
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10A318 (£) 16:30~17:30 8B2RB (JF2 FKR—-II—LC)
JER K BT GREHRL/NEREER L > & — N5 - R
AR AN i T RO B N R
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02-14-1 BARIRTE C/ERNF—3 O 2P tE—ERENAa G
W B WA mEL EE OEL Bl ST A R I H
FHRE O L ZE BRI ORI BET L IR BN PR HEEL il FHE
BA M7 EREH !
'ENLRFERE Y v 7 — i - AR ES R B IERE S v & — i R
02-14-2 hMG BRI HEIIREN—BIE L o 7= 46, XX FEEMMSMEEBROF L RA
B . R B B BEA BRI AT
WHEARS /NBRREER v 7 — N5 - fCHE
02-14-3 €5/ L= J8mlc&d CHARGE EZBBEICRHE LU/=##E CHD7 exon 9
inflame deletion
mH el B OB A BTt R OERT
VEDSTRCE R E v 7 —WEGEET NIEZE R, ? SRR S B R
IR A& B/ N R
02-14-4 FISH #ETHREIN/EBROFAR —BEA DL EBHFERDHIALZEFAISERIE—
A mETF H#B WE—
TR T Z & WRBEN 7 - ACEHE
02-14-5 BREBAREL, 17 B - FOF I A70O4 FRIKREFRIBEEZH U =HERA
AE L OEE OEZAL N B KB MERERE Bk HFERS W B2
P !
VIR LT RIS A R v 7 — ., % UK AR SR I
02-14-6 FGFR1 $ XU KISS1R [EAFOEAMH/N) 7 bEREL/ZEXREETF F bOEHiE
IREEEER TAED 1 KR
W M- Al FC MR R SRR Rk
UGS R 2 B J s B N YO RE 2 TS R R A 2 RE AR 272 105 R R 22 B g o e /N DE ek
NS R SRR AL KA AR 2 0 R A A R
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JER AU (BB ER AN ER)
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02-15-1 PHEX &€ Xp22 s OEMBER(LIC & X EREE" >~ mAEtE < Sm s
IR RRERAE L PR HEEC IRES UL RE ER Y R R
VLR BRI SR v 8 —BFFERIT G5 T N A 2
N CE BRI v 7 — N R
P ENL R E RS v 7 —WRET S A N — T 1 B



02-15-2 X EHHE") MK < %% 3 FllcH T 57 OAY 7RREOE AR KUBHEEDRKER
BOMRIM L R EA L EHE R BN Sk #E Y Fil SR
PR NLR R B R AR A - ANRBE B 2 — L R e A
S I IR 2 i WL e/ R
02-15-3 PHEX BIEFAE#EICE D XLH RELXRDT / LIBERFR
B MRV ORE BT RN BRI L R AR
VL CE BRI SR 8 — WSR3 N ST 28
PENL KB ERRIGE L v 7 — WIS A N — T 1 PR
02-15-4 HBRICHTS/ME ALP REBEDERKRAIRE
WAL BRL pHEE RS OME K& B bk FH &L ORI M
i wRE RE e RAN B R R
Al IR SR NE R C A R R e/ R
02-15-5 ZBEFEET Runx2 BIEFAICE U7 break point IC X 2 HETAZRMAED 151
BN mam's 0 T Bl ML AR T e Rt
PRI B NERE, 2 RIR R B SR A S e RN R B
02-15-6 MLPA H2EICERT®H o7 Leri-Weill FEZ#H DB
o NN DTN < SN Y N NI NR I 1 S (SN = B £ SN
i kL 'Y W
PHAIER AR BB R SR FE A - FEIEIE A/ Vi B o
LI LA AR BRI IS, AT ERR N B R,

—#%0i% 16 TEHF - K&k S

1MA1H () 8:30~9:30 E{1={ (V7 KK—-II—L AB)
JEEe FIH PR ORBCBEFEEFRE > 7 — i bds - W)
MR B (& s )=y 7 /83 7 Y FERREANERD
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BTSRRI A

03-16-1 ©NRTF4— - 71 VEZEBEICHITIZ2ERHEOBHERRFRIVEVABEIERHEICE
ABHE
M BN MR BTN B mE L M ORIEL EnL BEE A EE
frl 25 #wy wh L EE Y
VKB BEF R v & — AL - R,
PR TS v & — RGeS - A ZE R
SRR TR v & — BR AR
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