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VI, The 48th Annual Meeting of the Japanese Society for Neonatal Screening

[Plenary Lecture]

MPlenary Lecture 18 Sep(Sat) 13:10~14:10
Chairperson: Kanshi Minamitani (Department of Pediatrics, Teikyo University Chiba Medical Center)

Fetal regenerative medicine for congenital metabolic and endocrine diseases
Masayuki Yamato (Tokyo Women’s Medical University, Institute of Advanced Biomedical Engineering and Science)

[Educational Lecture]

B Educational Lecture , 17 Sep(Fri) 14:00~15:00
Chairperson: Kei Murayama (Department of Metabolism, Chiba Children’s Hospital)

New challenges posed by progress in child neurology.
Masakazu Mimaki (Department of Pediatrics, Teikyo University School of Medicine)

[Special Session)

M Special Session / 18 Sep(Sat) 8:00~9:00
Chairperson: Hiromichi Hamada (Department of Pediatrics, Graduate School of Medicine, Chiba University)

Immunization in children under the pandemic COVID-19 in Japan

Naruhiko Ishiwada
(Department of Infectious Diseases, Medical Mycology Research Center, Chiba University.)
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[Symposium)

B Symposium 1/ 17 Sep(Fri) 10:00~11:50
Challenges and Recommendations for Promotion of Novel Newborn Screening
Chairperson: Kei Murayama (Department of Metabolism, Chiba Chidren’s Hospital)

Kimitoshi Nakamura

(Department of Pediatrics, Kumamoto University School of Medical Sciences)

S1-1 Newborn screening for lysosomal storage diseases
Torayuki Okuyama (National Center for Child Health and Development)

S1-2 Newborn screening for severe combined immunodeficiency in Chiba
Yuzaburo Inoue (Department of Allergy and Rheumatology, Chiba Children's Hospital)

S1-3  Implementation trial of Spinal Muscular Atrophy (SMA)

in newborn screening
Akira Hata (Chiba Foundation for Health & Disease Prevention)

S1-4 The spinal muscular atrophy patients' association:
The significance of pre-symptomatic treatment
Yuko Ohyama (The Network for SMA)

B Symposium 2 18 Sep(Sat) 10:00~11:50

How to Use the Clinical Guidelines for Congenital Adrenal Hyperplasia and
Congenital Hypothyroidism?

Chairperson: Masanori Minagawa (Department of Endocrinology, Chiba Children’s Hospital)

Kenichi Kashimada (Department of Pediatrics and Developmental Biology, Tokyo
Medical and Dental University)

S2-1 Guidelines for newborn screening for congenital hypothyroidism

(first editon) and afterwards.
Hiroaki Inomata (Inomata Children Clinic)

S2-2 Guidelines for mass screening of congenital hypothyroidism

(2021 revision)
Keisuke Nagasaki (Department of pediatrics, Niigata University Medical and Dental Hospital)

S2-3 Guidelines for the diagnosis and treatment of patient
with congenital adrenal hyperplasia-Revised in 1999
Satoshi Kusuda (Department of Pediatrics, Kyorin University)
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S2-4 Guidelines for diagnosis and treatment of 21-hydroxylase deficiency
(2021 revision)
Tomohiro Ishii

(Disorders of Sex Development (DSD) and Adrenal Disorders Committee, The Japanese Society for
Pediatric Endocrinology / Department of Pediatrics, Keio University School of Medicine)

[Workshop]

B Workshop 1/ 17 Sep(Fri) 16:00~17:20

Let’s consider the Growth of Endocrine and Metabolic Diseases.

Chairperson: Haruo Mizuno (Department of Pediatrics, Fujita Health University School of Medicine)
Chikahiko Numakura (Department of Pediatrics, Yamagata University, School of Medicine)

W1-1 Growth pattern in patients with congenital adrenal hyperplasia
~ Aiming to precise hydrocortisone dose

Akari Utsunomiya (Department of pediatrics, Hiroshima prefectural hospital/
Divison of neonatal screening, National center for child health and development)

W1-2  Growth outcome of amino acid metabolism and urea cycle disorders
Mika Ishige (Department of Pediatrics and Child Health, Nihon University School of Medicine)

W1-3  Growth characteristics in individuals with citrine deficiency
Chikahiko Numakura (Department of Pediatrics, Yamagata University, School of Medicine)

W1-4 Growth and nutrition status in children with organic acidemia
Shirou Matsumoto (Department of Pediatrics, Faculty of Life Sciences, Kumamoto University)

B Workshop 2 , 18 Sep(Sat) 15:20~16:40
Current Issues of the Genetic Counseling in Newborn Screening

Chairperson; Mitsuru Kubota (Department of General Pediatrics & interdisciplinary Medicine, National
Center for Chid Health and Development)

Akira Ohtake (Department of Pediatrics/Clinical Genomics, Saitama Medical University)

W2-1 The role that certified genetic counselors should play in newborn screening

Nana Akiyama (Department of Medical Genomics, the University of Tokyo Hospital./
Center for Medical Genetics, Chiba Children’s Hospital.)

W2-2  Genetic counseling in inborn errors of metabolism
Atsuko Noguchi (Department of Pediatrics, Akita University Graduate School of Medicine/

Division of Genetic Counseling, Akita University Hospital)

W2-3  Counseling for immunodeficiency screening positive newborns
Hideki Muramatsu (Department of Pediatrics, Nagoya University Graduate School of Medicine)
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W2-4 My hope for genetic counseling
Akiko Kashiwagi

(Hidamari Tanpopo (Self-help group of organic acidemias and fatty acid oxidation disorders) )

[Commemoratire Lecture]

B Commemoratire Lecture , 17 Sep(Fri) 18:50~20:30
Chairperson: Kanshi Minamitani (Department of Pediatrics, Teikyo University Chiba Medical Center)

Geomagnetic field reversal and Chibanian stage
Yusuke Suganuma (National Institute of Polar Research)

[Sponsored Seminar]

B Luncheon Seminar 1 17 Sep(Fri) 12:00~13:00
Chairperson;: Kei Murayama (Department of Metabolism, Chiba children’s hospital)

Current status and future challenges of newborn screening

for spinal muscular atrophy
Kayoko Saito (Institute of Medical Genetics, Tokyo Women’s Medical University)
Sponsor : Biogen Japan Ltd

B Luncheon Seminar 2 17 Sep(Fri) 12:00~13:00
Chairperson: Shinichi Hirose (General Medical Research Center, School of Medicine, Fukuoka University)

Mucopolysaccharidosis type II: Newborn screening for lysosomal disorders

in Kumamoto
Shirou Matsumoto (Department of Pediatrics, Faculty of Life Sciences, Kumamoto University)

Sponsor : JCR Pharmaceuticals Co., Ltd.

BMEvening Seminar 1 / 17 Sep(Fri) 17:30~18:30
Chairperson: Akira Ohtake

(Department of Pediatrics & Clinical Genomics, Faculty of Medicine, Saitama Medical
University, Center for Intractable Diseases, Saitama Medical University Hospital)

High-risk and newborn screening for treatable genetic disorders

Torayuki Okuyama (Department of Clinical Laboratory Medicine/
Center for Lysosomal Storage Disease, National Center for Child Haelth and Development)

Sponsor : Sanofi K.K.
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B Evening Seminar 2 17 Sep(Fri) 17:30~18:30
Chairperson: Akira Hata (Survey & Research Center, Chiba Foundation for Health & Disease Prevention)

Genetic analysis in expanded newborn screening
Takaaki Sawada (Pediatrics, Kumamoto University Hospital)

Sponsor : Thermo Fisher Scientific

B Mornig Seminar 18 Sep(Sat) 8:00~9:00
The Quest for Novel Newborn Screening
Chairperson: Kei Murayama (Department of Metabolism, Chiba Children’s Hospital)
Kyoko Yasukata (Chiba Foundation for Health Promotion and Disease Prevention)

MS-1 Newborn screening for lysosomal storage disorders

Ryuichi Mashima (Department of Clinical Laboratory Medicine, National Center for Child Health
and Development, Tokyo.)

MS-2  Future perspectives of newborn screening in “Omics” era

Osamu Ohara (Department of Applied Genomics, Kazusa DNA Research Institute / The Futuristic
Medical Care Education and Research Organization, Chiba University.)

Sponsor : Amicus Therapeutics, K.K.

M Luncheon Seminar 3 18 Sep(Sat) 12:00~13:00
Chairperson: Go Tajima (Division of Neonatal Screening, National Center for Child Health and Development)

LS3-1 Issues to be solved in the expanded newborn screening
~ aiming for early diagnosis and treatment of rare diseases
Kimitoshi Nakamura

(Department of Pediatrics, Kumamoto University Graduate School of Medical Sciences)

LS3-2 The extended newborn screening for spinal muscular atrophy in Osaka
Tomokazu Kimizu (Department of Pediatric Neurology, Osaka Wemen’s and Children’s Hospital)

Sponsor : Novartis Pharma K.K.

B Luncheon Seminar 4 18 Sep(Sat) 12:00~13:00

Chairperson;: Naoko Arata (Division of Maternal Medicine (Diabetes & Endocrinology),
Center for Maternal-Fetal-Neonatal and Reproductive Medicine,
National Center for Child Health and Development)

LS4-1 Intrauterine treatment of fetal goitrous hypothyroidism
Ichiro Miyata (Department of Pediatrics, Jikei University School of Medicine.)

LS4-2 Prenatal treatment of congenital adrenal hyperplasia
Toshihiro Tajima (ichi Medical University Tochigi Children’s Medical Center)

Sponsor : Roche Diagnostics K.K.
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[Oral Session]

Oral Session 1 The Indication for Novel Newborn Screening 1

Chairperson: Makiko Tajika (Department of Metabolism, Chiba Children’s Hospital)

0-1

0-4

Hiromi Nyuzuki (Department of Pediatrics, Nigata University Medical and Dental Hospital)

Study on criteria to add new target diseases for neonatal screening in Japan
Go Tajimal), Keiko KonomuraZ), Takashi Fukuda® , Eri Hoshino”

1) Division of Neonatal Screening, Research Institute, National Center for Child Health and Development
2) Center for Outcomes Research and Economic Evaluation for Health, National Institute of Public Health
3) Comprehensive Unit for Health Economic Evidence Review and Decision Support, Ritsumeikan University

LSD newborn screening with 5 items simultaneous test kit

Shinichiro Yoshida”, Takaaki Sawada2>, Yoshimi Sakauel), Yoshiyuki Yamauchi” ,

Fumio End03>, Takahito Inoue4), Shinichi Hirose5), Kimitoshi Nakamura?

1) Newborn Screening Center, KM Biologics Co., Ltd. 2) Department of Pediatrics, Faculty of Life Sciences,
Kumamoto University 3) Kumamoto-Ezuko Medical Center for The Severely Disabled 4) Department of
Pediatrics, Fukuoka University Chikushi Hospital 5) General Medical Research Center, School of Medicine,
Fukuoka University

Expanded newborn screening in Osaka

Takashi Hamazakil), Norio SakaiZ), Shinobu Ida” , Hiroshi Fujita4), Kazuya Sakemot05>,
Haruo Shintaku”

1) Department of Pediatrics, Osaka City University Graduate School of Medicine 2) Child Healthcare and
Genetic Science Laboratory, Division of Health Sciences, Osaka University Graduate School of Medicine

3) Department of Laboratory Medicine, Osaka Women’s and Children’s Hospital 4) Clinical Laboratory
Center, Osaka Women’s and Children’s Hospital 5) Osaka City Environment and Public Health Association

6) Donated Course “Disability Medicine and Regenerative Medicine” Osaka City University Graduate School of
Medicine.

The screening of lysosomal storage diseases in Hokkaido
Masayuki Miura”, Junji Hanai", Toshiyasu Tanaka", Masayoshi Nagao” , Toju Tanaka”
Kiyotaka Kosugiyamag)

1) Hokkaido Pharmaceutical Association Public Health Examination Center
2) NHO Hokkaido medical center, Department of Pediatrics & Clinical Research
3) Hokkaido University, Faculty of Medicine and Graduate School of Medicine, Department of Pediatrics
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A pilot screening for lysosomal storage diseases in Tokyo Metropolitan Area

Nobuyuki Ishigel) , Kazuhiro Watanabel), Kaoru Konishil), Harumi Yajimal),

Hiroshi KobayashiQ), Osamu Samura3>, Masahisa KobayashiZ), Toya Ohashi4),

Yoshikatsu Eto”

1) Tokyo Health Service Association 2) Department of Pediatrics, Jikei University School of Medicine

3) Department of Obstetrics and Gynecology, Jikei University School of Medicine 4) Jikei University School

of Nursing 5) Advanced Clinical Research Center, Institute for the Treatment of Genetic Diseases & Institute
of Neurological Disorders

Frequency and changing of digital image no.4 of stool color card
(Matsui’s edition) reported by guardians in Beijing
Yan-Hong Gu", Yuan-Yuan KongZ)

1) Department of Hygiene and Public health, Osaka Medical and Pharmaceutical University,
2) Department of Newborn Screening, Beijing Obstetrics and Gynecology Hospital, Capital Medical University,
Beijing, China.

Oral Session 2 Endocrine Disorders of Adrenal Gland

Chairperson: Akari Utsunomiya (Department of pediatrics, Hiroshima prefectural hospital)

0-7

0-8

0-9

Makoto Ono (Department of Pediatrics, Tokyo Bay Urayasu Ichikawa Medical Center)

A case with 21-hydroxylase-deficiency detected a large deletion of CYP21A42
and partial deletion of TBNX
)

Akari Nakamura-Utsunomiyal), Yuka Kurisu”, Ryuichi Nakagawa3>, Kei Takasawa®,
Kenichi Kashimada®

1) Department of Pediatrics, Hiroshima Prefectural Hospital 2) Department of clinical genomics, Hiroshima
Prefectural Hospital 3) Department of Pediatrics and Developmental Biology, Tokyo Medical and Dental
University

5 year results of newborn screening for congenital adrenal hyperplasia
introduced second-tier test using LC-MS/MS in Saitama city

Mitsuhisa Isobe, Nozomi Iwasaki, Akiko Fukue, Yusuke Saito

Saitama City Institute of Health Science and Research.

Determining positive criteria of LC-MS/MS as the second-tier test for
congenital adrenal hyperplasia screening in Tokyo.

Kazuhiro Watanabel), Atsuko Hashimotol), Nobuyuki Ishigel), Kaoru Konishil),
Harumi Yajimal), Hisae Nakatani” , Kei Takasawa” , Kenichi Kashimada”

1) Tokyo Health Service Association
2) Department of Pediatrics and Developmental Biology, Tokyo Medical and Dental University
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0-10

O-11

Acute laboratory findings and long-term clinical course of congenital adrenal
hyperplasia in Neonatal Screening in Chiba.

Yutaka Konda”, Tomozumi Takatanil), Kaori KinoshitaZ), Masanori Minagawag),

Itsuro Kazukawa® , Shunji Igarashi4) , Yuuki Naruse” , Hiroaki Inomata&,

Masaki Takayanagi7) , Kanshi Minamitani®

1) Department of Pediatrics, Graduate School of Medicine, Chiba University. 2) Kimitsu-chuo Hospital.

3) Department of Endocrinology, Chiba Children’s Hospital. 4) Narita Red-cross Hospital. 5) Matsudo City

General Hospital. 6) Inomata Pediatric Clinic 7) Faculty of Health Care and Medical Sports, Teikyo Heisei
University 8) Teikyo University Chiba Medical Center.

MLPA is useful method of genetic analysis of 21-hydroxylase deficiency

Eriko Adachi” , Ryuichi Nakagawal) ’2), Kei Takasawal), Akito SutaniZ),

Atsumi Tsuji-Hosokawa” , Kenichi Kashimada®

1) Department of Pediatrics and Developmental Biology, Tokyo Medical and Dental University 2) Department
of Pediatrics, Japanese Red Cross Musashino Hospital. 3) Department of Pediatrics, Kawaguchi Municipal

Medical Center 4) Department of Systems BioMedicine National Research Institute for Child Health and
Development

Oral Session 3 Tandem Mass Screening, Quality Control, Measurement Method Development, Technology

Chairperson: Nobuyuki Ishige (Division of Newborn Screening, Tokyo Health Service Association)

0-12

0-13

0-14

Keiko Ichimoto (Center for Medical Genetics, Department of Metabolism, Chiba Children’s Hospital)

Examination of concentration fluctuation due to leaving in an abnormal
environment immediately after sample collection in tandem mass screening.

Ayaka Kasai, Shota Koide, Wakaba Yamamoto, Tomiko Shibano, Minoru Toduka,
Noriko Kubota

Clinical Laboratory, Nagano Children's Hospital.

Examination of delivery method of external quality control sample

Haruko Kitazawal), Akiko Shimural), Takako Maedal), Junko Aisakil), Kimiko Ozawa”,

Junji Hanai2>, Go Tajima”

1) Division of Neonatal Screening, National Center for Child Health and Development
2) Hokkaido Pharmaceutical Association Public Health Examination Center

Development of DBS calibrator for newborn screening by LC-MS/MS
Yosuke Shigematsul’4), Miori Yuasa”, Nobuyuki Ishigem, Takako Maeda”, Go TajimaS)

1) Department of Pediatrics, University of Fukui 2) Division of Pediatric Screening, Tokyo Health Service
Association 3) Division of Newborn Screening, National Center for Child Health and Development
4) Department of Pediatrics, Uji-Tokushukai Medical Center
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Analysis of total homocysteine by liquid chromatography-tandem mass spectmetry
Nozomi Iwasaki, Mitsuhisa Isobe, Akiko Fukue, Yusuke Saito

Saitama City Institute of Health Science and Research

Development of organic acid analysis method using fully automated
LC-MS/MS system

Yasushi Ueyanagil), Shinya Matsumoto”, Daiki Setoyama
1.2

D.2 , Daisuke Kawakami” ,

Taeko Hotta", Dongchon Kang

1) Department of Clinical Chemistry and Laboratory Medicine, Kyushu University Hospital
2) Department of Clinical Chemistry and Laboratory Medicine, Kyushu University Graduate School of Medical
Sciences 3) Shimadzu Corporation

Study for false-positive reduction of C5-acylcarnitine in newborns screening
using MS/MS

Takanari Hattoril), Misa Tanaka2>, Yoshitomo Notsug), Miki MatsuiZ), Tetsuo Iidal),

Jun Watanabe", Hironori KobayashiQ)

1) Shimadzu Corporation 2) Department of Pediatrics, Shimane University Faculty of Medicine
3) Clinical Laboratory Division, Shimane University Hospital

Oral Session 4 Disorders of Carbohydrate, Organic acid, and Fatty Acid Oxidation Metabolism

Chairperson: Yohei Sugiyama (Department of Pediatrics, Jichi Medical University Saitama Medical Center)

0-18

0-19

Toju Tanaka (Department of Pediatrics & Genetic Metabolism Center,
National Hospital Organization Hokkaido Medical Center)

Sibling case of GALM deficiency
Toju Tanakal), Masayoshi Nagaol), Miwa YoshinagaZ), Takao Ishikawa”, Kosuke Wada”,
Shosuke Nomachi® , Nobuhito Hosomi”

1) NHO Hokkaido medical center, Department of Pediatrics & Clinical Research
2) Sapporo City Institute of Public Health

Diagnosis and severity estimation of very long-chain acyl-CoA dehydrogenase
(VLCAD) deficiency by “C-fatty acids loading test using peripheral
mononuclear cells

Keiichi Sugihara”, Miori Yuasan, Yuko Isozakil), Ikue HataZ), Yosuke Shigematsul’g>,
Yusei Ohshima’

1) Department of Pediatrics, University of Fukui 2) Department of Pediatrics, Fukui Prefectural Hospital
3) Department of Pediatrics, Uji-Tokushukai Medical Center.
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0-20

0-21

0-22

0-23

0-24

Fatty acid p-oxidation disorders before and after neonatal tandem mass

screening in Okinawa Prefecture

1)2)

Yasutsugu Chinen’”, Sadao Nakamural), Noriko Nakayama”, Tomohide Yoshidal),

Yoshino TakayamaS), Keiichi Hara4>, Go Tajima5> 0 , Kumiko Yanagi” , Tadashi Kaname” s
Koichi Nakanishi"”

1) Department of Child Health and Welfare, Graduate School of Medicine, University of the Ryukyus.

2) Genetic Counseling Unit, University of the Ryukyus Hospital. 3) The Chubu Okinawa Medical Association.
4) Division of Pediatrics/Institute for Clinical Research, National Hospital Organization Kure Medical Center
and Chugoku Cancer Center. 5) Division of Neonatal Screening, Research Institute, National Center for Child
Health and Development. 6) Department of Pediatrics, Hiroshima University School of Medicine.

7) Department of Genome Medicine, National Center for Child Health and Development

A case of propionic acidemia on dialysis due to postnatal hyperammonemia.

Tetsuro Matsuhashin, Yohei Sugiyamal), Takanori Onukil), Makiko Tajikan,
Keiko Ichimoto” , Masaru Shimura" , Tomohiro EbiharaZ), Takuya Fushimil),

Ayako Matsunagal), Tomoko Tsuruoka”, Kei Murayamal)

1) Department of Metabolism/Center for Medical Genetics, Chiba Children's Hospital
2) Department of Neonatology, Chiba Children's Hospital

Sister cases of glutaric acidemia type II with differences in clinical features
and time of onset.

Koji Muroyal) , Reiko Iwan02>, Yasuhiro Hiranol), Haruki Mizutanil), Nao Takizakil),
Yumi Asakura”, Junko Hanakawal), Yuki Hasegawag) , Hironori Kobayashis),

Seiji Yamaguchig)

1) Department of Endocrinology and Metabolism 2) Clinical Research Institute, Kanagawa Children’s Medical
Center 3) Department of Pediatrics, Shimane University Faculty of Medicine

Disease group of 2-methyl-2,3-dihydroxy butyric aciduria

Yohei Sugiyamal), Tetsuro Matsuhashi”, Makiko Tajikal), Takuya Fushimi”,
Keiko Ichimoto” , Ayako Matsunagal), Chunhua ZhangZ), Yasushi OkazakiS),

Kei Murayamal)

1) Center for Medical Genetics, Department of Metabolism, Chiba Children’s Hospital 2) Department of
research & development of MILS International 3) Diagnostics and Therapeutics of Intractable Diseases,
Intractable Disease Research Center, Graduate School of Medicine, Juntendo University

A study of maternal patients diagnosed with inborn errors of metabolism due
to positive newborn mass screening in their children

Takanori Onuki, Shota Hiroshima, Kentaro Sawano, Nao Shibata, Hiromi Nyuzuki,
Yohei Ogawa, Keisuke Nagasaki

Department of Pediatrics, Niigata University Medical dental Hospital.
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Oral Session b The Indication for Novel Newborn Screening 2

Chairperson: Takanori Onuki (Department of Pediatrics, Niigata University Graduate School of

0-25

0-26

0-27

0-28

0-29

Medical and Dental Sciences)

Atsuko Noguchi (Department of Pediatrics, Akita University Graduate School of Medicine
/ Division of Genetic Counseling, Akita University Hospital)

Newborn screening for lysosomal storage diseases in Kagoshima.
Chihiro Yonee" , Shinsuke Maruyamal) , Hironori Goto” , Kaoru Oketani”

1) Department of pediatrics, Kagoshima University Graduate School of Medical and Dental Sciences
2) Kagoshima Prefectural Comprehensive Health Center

Newborn screening for fabry disease in Fukuoka

Takahito Inouel), Tatsuki MiyamotOZ), Takaaki Sawadag), Fumio Endo“,

Kimitoshi Nakamurag), Shinichi Hirose”

1) Department of Pediatrics, Fukuoka University Chikushi Hospital. 2) Department of Pediatrics, School of
Medicine, Fukuoka University. 3) Department of Pediatrics, Graduate School of Medical Sciences, Kumamoto
University. 4) Kumamoto-Ezuko Medical Center for Disabled Children. 5) General Medical Research Center,
School of Medicine, Fukuoka University.

Newborn screening for Pompe disease in Kumamoto and Fukuoka

Takaaki Sawada”, Jun Kidol), Keishin Sugawaral), Shinichiro YoshidaZ),
Kanako Kojima—IshiiS) , Takahito Inoue” , Fumio Endol), Shouichi Ohgag) , Shinichi Hirose5>,

Kimitoshi Nakamura"

1) Department of Pediatrics, Graduate School of Medical Sciences, Kumamoto University 2) KM Biologics
Co., Ltd. 3) Department of Pediatrics, Graduate School of Medical Sciences, Kyushu University

4) Department of Pediatrics, Fukuoka University Chikushi Hospital 5) General Medical Research Center,
School of Medicine, Fukuoka University

Newborn screening of mucopolysuccaridosis type II in Aichi Prefecture

Tetsuya Ito" , Katsuyuki Yokoil), Manabu Wakamatsu”, Shinsuke Kataoka” ,
Daiei Kojima3), Kazumi Sakuta”, Yoshimi Sakai4>, Hideki MuramatsuZ), Yoko Nakajima1>

1) Department of Pediatrics, School of Medicine, Fujita Health University 2) Department of Pediatrics, Nagoya
University Graduate School of Medicine 3) Department of Pediatrics, Ogaki Municipal Hospital 4) Clinical
laboratory, Aichi Health Promotion Foundation

Development of GAG assay in DBS as a second-tier test for newborn
screening for mucopolysaccharidoses

Hironori Kobayashiw), Misa Tanakan, Ryota Okazaki”, Tsubasa OguniQ), Miki Matsuil),
Yoshitomo Notsu® , Takanari Hattoris), Jun Watanabeg), Shunji Tomatsu4), Takeshi Taketani'

1) Department of Pediatrics, Shimane University Faculty of Medicine 2) Clinical Laboratory Division,
Shimane University Hospital 3) Shimadzu Corporation 4) Nemours/Alfred 1. DuPont Hospital for Children
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Oral Session 6 Endocrine Disorders of Thyroid

Chairperson: Tomozumi Takatani (Department of Pediatrics, Graduate School of Medicine, Chiba University)

0-30

0-31

0-32

0-33

0-34

0-35

Akie Nakamura (Department of Pediatrics, Hokkaido University School of Medicine)

The dose of levothyroxine sodium per body weight for congenital
hypothyroidism in adolescents decreases with the progression of puberty

Shota Hiroshima, Kentaro Sawano, Nao Shibata, Hiromi Nyuzuki, Yohei Ogawa,
Keisuke Nagasaki

Department of Pediatrics, Niigata University Medical and Dental Hospital

Comparison of TSH values between ELISA and AutoDELFIA
in newborn screening in Tokyo
Kaoru Konishi”, Kaoru Ogural), Atsuko Hashimoto", Shigetaka Sugihara2>

1) Tokyo Health Service Association 2) Tokyo Women’s Medical University

Follow-up survey for congenital hypothyroidism after diagnosed
by newborn screening project.

Yumi TerakawaU, Eri Hayashil), Genki Imural), Asako MitsuhashiD, Kuniko Nakamural),
Keiko Yagi” , Misako Ikemiya”, Kazuyuki Lee”, Nobutada Tabata”, Hiroshi Inada”

1) Osaka City Health Center 2) Department of Pediatrics, Nishinomiya Sunago Medical Welfare Center

Follow-up study of patients with congenital hypothyroidism in Gunma

Yoshimitsu Osawa'? 3), Yoshiaki Ohtsu"? 3>, Masaharu Shimada”, Aya Wadal),

Emi Hamajimal), Yoko Tabeil), Manabu Sotomatsu3>, Takumi Takizawa'”

1) Department of Pediatrics, Gunma University Graduate School of Medicine. 2) Department of Endocrinology
and Metabolism, Gunma Children’s Medical Center. 3) Gunma Prefecture Neonatal Screening Committee

Trends in the use of iodine preparations in newborn screening in Chiba

Kanshi Minamitanilm), Hiroaki Inomatal), Hisashi Ohnishil), Yuki Narusel),
Kaori KinoshitaD, Tomozumi Takatanil), Goro SasakiD, Masanori Minagawal),

Masaki Takayanagil)
1) Committee for newborn screening in Chiba

2) Department of Pediatrics, Teikyo University Chiba Medical Center

Impact of low birth weight infants on the incidence of congenital

hypothyroidism in Chiba
Kanshi Minamitani" ‘2), Hiroaki Inomatal), Hisashi Ohnishil), Yuki Narusel),
Kaori Kinoshital), Tomozumi Takatanil), Goro SasakiD, Masanori Minagawal),

Masaki Takayanagil)

1) Committee for newborn screening in Chiba
2) Department of Pediatrics, Teikyo University Chiba Medical Center
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Oral Session 7 Disorders of Amino Acid Metabolism

0-36

0-37

0-38

0-39

0-40

Chairperson: Erika Ogawa (Department of Pediatrics and Child Health, Nihon University)
Tomoko Lee (Department of Pediatrics, Hyogo College of Medicine)

Chemical diagnosis of argininosuccinate lyase deficiency by urine metabolomics
Chunhua Zhangl), Zonghai Ruan”, Mingji Jinl), Xuyang Wangl), Tian Wangn, Fang Liu”,
Hong Jin”

1) Department of Research & Development of MILS International 2) Department of Neonatology, Bethune
International Peace Hospital 3) Department of Neurology, Beijing Children's Hospital

Growth hormone deficiency and citrin deficiency: a case report
Masayo Yamazaki, Makiko Oguma, Koji Yokoyama, Toshihiro Tajima, Takanori Yamagata

Department of Pediatrics, Jichi Medical University

Successful delivery by cesarean section and postpartum management of
maternal maple syrup urine disease

Chika Takanol), Erika Ogawal), Mika Ishigel), Tamaki Morohashil), Nobuhiko Naganol),
Aya Okahashil), Kaori KawakamiZ), Atsushi KomatsuZ), Kei Kawana” ,
Tatsuhiko Urakami’ , Ichiro Morioka"

1) Department of Pediatrics and Child Health, Nihon University School of Medicine
2) Department of Obstetrics and Gynecology, Nihon University School of Medicine

Neonatal case elevated argininosuccinic acid but not citrulline
in newborn screening with compound heterozygous mutation of ASL gene

Kiyotaka Kosugiyama”, Hideaki Shiraishi”, Masayoshi Naga02>, Toju Tanaka2>,
Takao Ishikawa” , Miwa YoshinagaS) , Shosuke Nomachis), Nobuhito Hosomi” ,

Shirou Matsumoto4), Jun Kido”

1) Hokkaido University Hospital, Department of Pediatrics 2) NHO Hokkaido medical center, Department
of Pediatrics & Clinical Research 3) Sapporo City Institute of Public Health 4) Department of Pediatrics,
Graduate School of Medical Sciences, Kumamoto University

One-week BH, loading test for adult phenylketonuria
Takashi Hamazakil), Tomoko Sakaguchil), Noriko Nakanol), Haruo Shintaku?
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Comparison of two cases of homocystinuria type 1 detected by newborn mass screening
-hypermethioninemia and high signal lesion on brain MRI-
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Serum BUN/cre ratio is useful to find citrin deficiency in the secondary
investigation of newborn screening.
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Oral Session 8 The Indication for Novel Newborn Screening 3
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Development of TREC/KREC/SMNI1/IS 4-plex assay kit by RT-qPCR method
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Disabled 3) Department of Pediatrics, Faculty of Life Sciences, Kumamoto University
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Spinal muscular atrophy that was discovered by newborn screening and
could be treated before the onset of symptoms
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