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IV. The 47th Annual Meeting of the Japanese Society for Neonatal Screening

[Special Lecture]

B In Memory of Professor Toshiyuki Fukao 25 Sep (Fri) 9:00~
Chairperson: Nobuyuki Shimozawa (Division of Genomics Research, Life Science Research Center, Gifu University)

Tribute to the Deceased Professor Fukao, The Honorary President of 47th
Annual Conference of JSNS
Seiji Yamaguchi (Department of Pediatrics, Shimane University School of Medicine)

B Special Lecture 25 Sep (Fri) 11:00~11:55
Chairperson . Seiji Yamaguchi (Department of Pediatrics, Shimane University School of Medicine)

Newborn screening in Germany, Austria and Switzerland
Jorn Oliver Sass (Bonn-Rhein-Sieg University of Applied Sciences, Rheinbach, Germany)

[Work Shop]

B Work Shop .25 Sep (Fri) 9:30~10:55
Interesting cases found in newborn screening

Chairperson : Norio Sakai (Child Healthcare and Genetic Science Laboratory, Division of Health Sciences,
Osaka University Graduate School of Medicine)

Yoko Nakajima (Fujita Health University School of Medicine, Department of Pediatrics)

W-1 Neonatal case of transient C3-carnitine elevation
- A comparison with mild propionic acidemia
Hideo Sasai (Department of Pediatrics, Gifu University Hospital)

W-2 A case with flavin adenine dinucleotide synthase deficiency involving
FLADI mutation detected by newborn screening
Kenji Yamada (Department of Pediatrics, Shimane University Faculty of Medicine)

W-3 A case with isovaleric acidemia born from the mother
taking pivalate-conjugated antibiotic therapy
Ryosuke Bo (Department of Pediatrics, Kobe University Hospital)

W-4 Late onset hypoprolactinemia is a clue to diagnosis of IGSF1 deficiency
Chikahiko Numakura (Department of Pediatrics, Yamagata University Faculty of Medicine)

W-5 Two siblings presented C5DC positive in NBS resulting in
hyperinsulinic hypoglycemia due to HAD deficiency.
Katsuyuki Yokoi (Department of Pediatrics, Fujita Health University School of Medicine)



[Synposium]

M Synposium1 25 Sep (Fri) 14:10~15:35
Clinical guideline for congenital adrenal hyperplasia and congenital hypothyroidism -Update-
Chairperson : Tomohiro Ishii (Department of Pediatrics, School of Medicine, Keio University)

Kanshi Minamitani (Department of Pediatrics, Teikyo University Chiba Medical Center)

S-1-1 The challenges of CAH newborn screening in Japan
Kenichi Kashimada

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

S-1-2 Updating clinical practice guideline for 21-hydroxylase deficiency
-What'’s new information and evidence?
Akari Utsunomiya

(Hiroshima Prefectural Hospital, Center for child health and development, Department of Pediatrics)

S-1-3 Issues of newborn screening for congenital hypothyroidism
Tomohiro Hori (Department of Pediatrics, Gifu University Hospital)

S-1-4 Revised guidelines for congenital hypothyroidism: What will be changed?
Keisuke Nagasaki (Niigata University Medical & Dental Hospital Pediatric department)

M Synposium2 25 Sep (Fri) 15:40~17:05

Clinical Issues in newborn screening by tandem mass spectrometry

Chairperson : Toshihiro Ohura (Division of Clinical Laboratory, Sendai City Hospital)
Yosuke Shigematsu (Department of Pediatrics, University of Fukui)

S-2-1 Cutoff value in newborn mass screening for phenylketonuria:
Is Phe 2 mg/dL reasonable?
Haruo Shintaku

(Donated Course “Disability medicine and Regenerative medicine”, Osaka City University Graduate
School of Medicine)

S-2-2 How to manage mild patients detected by MS/MS-based newborn screening
Go Tajima (Division of Neonatal Screening, National Center for Child Health and Development)

S-2-3 Problems of definitive diagnosis in VLCAD deficiency
(related to mutation in newly diagnosed case)
Hideo Sasai (Department of Pediatrics, Gifu University Hospital)

S-2-4 Clinical problems in late-onset form of citrullinemia type 1
Yoichi Wada (Tohoku University Hospital, Department of Pediatrics)



B Synposium3 26 Sep (Sat) 9:00~10:25
Discussion about the second-tier test for newborn screening
Chairperson : Masaru Fukushi (Sapporo Immuno Diagnostic Laboratory Inc.)
Megumi Ogawa (Clinical examination section, Gifu Research Center For Public Health)

S-3-1 Steroid profiling for CAH screening using LC-MS/MS
Yamagishi Takuya (Sapporo City Institute of Public Health)

S-3-2 The implementation of a second-tier test in newborn screening
for maple syrup urine disease, Urea cycle disorders and isovaleric
acidemia in Tokyo metropolitan area.

Kazuhiro Watanabe (Tokyo Health Service Association, Division of Newborn Screening)

S-3-3 Second-tire testing of propionic acidemia,
methylmalonic acidemia and homocystinuria
Mitsuhisa Isobe (Saitama City Institute of Health Science and Research)

S-3-4 Should the second-tier test in newborn screening be introduced
at all laboratories in Japan?
Nobuyuki Ishige (Tokyo Health Service Association, Division of Newborn Screening)

M Synposium4 26 Sep (Sat) 10:30~11:55

Tasks to solve for further expansion of newborn screening in Japan

Chairperson : Go Tajima (Division of Neonatal Screening, National Center for Child Health and Development)
Kimitoshi Nakamura (Department of Pediatrics, Kumamoto University)

S-4-1 Diseases with insufficient sensitivity or specificity of indicators
Hideo Sasai (Department of Pediatrics, Gifu University Hospital)

S-4-2 Strategical treatment for spinal muscular atrophy based on disease type:
required management after genetical new born screening
Masakazu Shinohara (Division of Epidemiology, Kobe University Graduate School of Medicine)

S-4-3 Treatable diseases which are late onset but difficult to diagnose - Fabry disease
Masahisa Kobayashi (The Jikei University School of Medicine, Department of Pediatrics)

S-4-4 Issues for introducing neonatal screening of X-linked adrenoleukodystrophy
Nobuyuki Shimozawa (Division of Genomics Research, Life Science Research Center, Gifu University)



[Sponsored Seminar]

M Luncheon Seminar1 25 Sep (Fri) 12:00~13:00

Chairperson : Torayuki Okuyama (Center for Lysosomal Storage Diseases, National Center for Child
Health and Development)

Optional screening practice for lysosomal diseases and

application of pharmacological chaperone therapy
Akira Ohtake (Department of Pediatrics, Saitama Medical University)
Sponsor : Amicus Therapeutics, Inc.

M Luncheon Seminar2 25 Sep (Fri) 13:05~14:05
Chairperson : Mitsuru Kubota (Department of General Pediatrics & interdisciplinary Medicine, National
Center for Child Health and Development)

Newborn mass screening and carnitine metabolism disorder
Masaki Takayanagi (Teikyo Heisei University. Faculty of Health Care and Medical Sports)
Sponsor : Otsuka Pharmaceutical Co.,Ltd.

M Evening Seminar1 25 Sep (Fri) 17:10~18:10
Chairperson . Tetsuya Ito (Department of Pediatrics, School of Medicine, Fujita Health University)

Treatment in first acute decompensation episode of neonatal-onset

methylmalonic acidemia
Ikue Hata (Fukui Prefectural Hospital)

Patient family life and conflict after diagnosis
Kashiwagi Akiko (Hidmari Tanpopo (Self-help group of organic acidemias and fatty acid oxidation disorders))

Sponsor : Recordati Rare Deseases Japan K.K.

M Evening Seminar2 25 Sep (Fri) 18:15~19:15
Chairperson : Motomichi Kosuga (Division of Medical Genetics, National Center for Child Health and Development)

Newborn mass-screening for lysosomal disease beginning in Hokkaido
Toju Tanaka

(Department of Pediatrics and Genetic Metabolism Center, National Hospital Organization Hokkaido Medical Center)

Sponsor : Sanofi K.K.



M Luncheon Seminar3 26 Sep (Sat) 12:00~13:00
Chairperson : Kimitoshi Nakamura (Department of Pediatrics, Kumamoto University)

Newborn screening of SCID in Aichi prefecture
Hideki Muramatsu (Pediatrics, Nagoya University Hospital)

Trial toward integration of spinal muscular atrophy to an official screening item
Akira Hata (Chiba Foundation for Health Promotion & Disease Prevention)
Sponsor : Novartis Pharma K.K.

B Luncheon Seminar4 26 Sep (Sat) 13:05~14:05
Chairperson : Hideo Sasai (Department of Pediatrics, Gifu University Hospital)

Early diagnosis for lysosomal disorders using with DBS and their clinical course.
Shirou Matsumoto (Department of Pediatrics, Graduate school of Life sciences, Kumamoto University)
Sponsor : JCR Pharmaceuticals Co., Ltd.



[Enlightenment lecture]

Expectations for new target diseases in newborn screening
/26 Sep (Sat) 14:10~15:40
Chairperson : Yasuyuki Suzuki (Medical Education Development Center, Gifu University)
Hidenori Ohnishi (Department of Pediatrics, Gifu University Hospital)

M E-1 Mucopolysaccharidosis
E-1-1 Early diagnosis, early treatment changes the quality of life of children
and also the life of their families
Takeyuki Akiyama (The Japanese MPS Society)

E-1-2 Current status of newborn screening for mucopolysaccharidoses and
other lysosomal storage diseases
Torayuki Okuyama

(Center for Lysosomal Storage Diseases, National Center for Child Health and Development)

M E-2 Adrenoleukodystrophy
E-2-1 Towards the introduction of newborn screening for ALD : Thoughts of
the patient association
Rie Honma (A-Future/the Association for Shaping the Future of People with ALD)

E-2-2 Aiming to introduce domestic neonatal screening for adrenoleukodystrophy
Nobuyuki Shimozawa (Division of Genomics Research, Life Science Research Center, Gifu University)

M E-3 Spinal muscular atrophy

E-3-1 The importance of newborn screening for spinal muscular atrophy
Yuko Ohyama (Network for Spinal Muscular Atrophy)

E-3-2 Need of SMA newborn screening
Hisahide Nishio (Kobe Gakuin University, Department of Occupational Therapy, Faculty of Rehabilitation)

Bl E-4 Severe primary immunodeficiency
E-4-1 My wishes as a parent of a son with severe combined immunodeficiency
Erika Noguchi

E-4-2 For the universal screening of severe primary immunodeficiency in Japan
Kohsuke Imai (Tokyo Medical and Dental University, Department of Pediatrics)



[Oral Session]

Oral Session1 Organic Acidemias and Fatty-Acid Metabolism Disorders 1

Chairperson . Kei Murayama (Department of Metabolism, Chiba Children's Hospital)

0-1-4

0-1-5

Yasutsugu Chinen (Department of Child Health and Welfare, Graduate School of
Medicine, University of the Ryukyus)

Development of LC-MS/MS method for diagnosis of organic acid
disorders

Yasushi Ueyanagi®, Shinya Matsumoto", Daiki Setoyama'” ),

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

Propionic acidemia detected for 5 years by neonatal mass screening in
Okinawa Prefecture

) ) )

Yasutsugu Chinen”, Sadao Nakamura", Noriko Nakayama', Tatsuo Oshiro®,

Hirotaka Uehara®, Yasuhiro Maeda®, Masahisa Kobayashi”,
Yoshino Takayama®, Hideki Goya", Tomohide Yoshida", Koichi Nakanishi"

1) Department of Child Health and Welfare, Graduate School of Medicine, University of the Ryukyus
2) Department of Pediatrics, Okinawa Prefectural Nanbu Medical Center Childrenss Medical Center
3) Department of Pediatrics, Okinawa Prefectural Miyako Hospital 4) Center for Joint Research
Facilities Support, Fujita Health University 5) Department of Pediatrics, The Jikei University School
of Medicine 6) The Chubu Okinawa Medical Association

Two cases of neonates with metabolic emergency, suspected as glutaric
acidemia type 2

Noboru Igarashi”, Masako Kuyo”

1) Department of Pediatrics, Toyama Prefectural Central Hospital
2) Toyama Institute of Health

Two sibling cases of neonatal onset glutaric acidemia type II

)

Yohei Sugiyama'” ? Tomohiro Ebihara”, Makiko Tajika", Masaru Shimura",

), Keiko Ichimoto”, Ayako Matsunaga',, Tomoko Tsuruoka®,

)

Takuya Fushimi'
Kayo Mizutani”, Yasushi Okazaki®, Kei Murayama'
1) Department of Metabolism, Chiba Children’s Hospital. 2) Department of Neonatology, Chiba

Children’s Hospital. 3) Department of Neonatology, Kameda Medical Center.
4) Juntendo University Intractable Disease Research Center



Expand the circle of support for NBS-positive children and their families,
and create a community

Yuko Matsumoto”, Akiko Suwa', Satoshi Tada”, Megumi Kogame”,

) )

Chigusa Suezawa”, Hiromi Miura", Kazuyo Funakoshi”, Go Tajima®

1) Kagawa Prefectural University of Health Sciences, Department of Nursing 2) Kagawa Prefectural
University of Health Sciences, Department of Medical Technology 3) Kagawa Health Service
Association 4) National Center for Child Health and Development, Division of Neonatal Screening

Oral Session2 Lysosomal Disorders

Chairperson : Takashi Hamazaki (Department of Pediatrics, Osaka City University)

0-2-1

0-2-2

0-2-3

0-2-4

Yoriko Watanabe (Research Institute of Medical Mass Spectrometry/Department of
Pediatrics and Child Health,Kurume University)

Comparison of analytical method for the screening of
lysosomal storage diseases with using 4-MU kit and MS/MS kit

) )

Junji Hanai”, Toshiyasu Tanaka, Masayoshi Nagao”, Toju Tanaka®,
Kiyotaka Kosugiyama®

1) Hokkaido Pharmaceutical Association Public Health Examination Center
2) Hokkaido medical center, Department of Pediatrics
3) Hokkaido University, Faculty of Medicine and Graduate School of Medicine, Department of Pediatrics

Inspection management of multi-item simultaneous
measurement Kit of screening for lysosome disease test

Toshinao Matsuura”, Yoshimi Sakaue”, Shinichiro Yoshida®,

Yoshihiro Yamauchi®, Fumio Endo®, Kimitoshi Nakamura®

1) KM Biologics Co.Ltd. 2) Social welfare corporation Shiyukai, Kumamoto-Ezuko Nursing medical
center 3) Department of Pediatrics, Kumamoto University, Graduate School of Medical Sciences

Voluntary newborn screening for severe combined immunodeficiency
and lysosomal diseases in Miyazaki Prefecture

)

Kazuo Kanda®, Mariko Onizuka”, Mituko Kawano, Hirotake Sawada®

1) Miyazaki-Prefectural Health Foundation
2) Departmrnt of Fundamental Nursing Faculty of Medicine University of Miyazaki

Neonatal mass screening for pompe disease in Aichi Prefecture

), Katsuyuki Yokoi”, Hideki Muramatsu®,

Yoko Nakajima'
Manabu Wakamatsu®, Shinsuke Kataoka®, Daiei Kojima®, Yoshimi Sakai®,
Tetsuya Ito"

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



0-2-5

0-2-6

Newborn screening for mucopolysaccharidosis type II in Fukuoka

)

Takahito Inoue”, Nobuhiko Koga", Tatsuki Miyamoto®, Yoriko Watanabe®”,

) )

, Torayuki Okuyama”, Fumio Endo®,

) )

Motomichi Kosuga®

Kimitoshi Nakamura”, Shinichi Hirose®

1) Department of Pediatrics, Fukuoka University Nishijin Hospital 2) Department of Pediatrics,
School of Medicine, Fukuoka University 3) Department of Pediatrics and Child Health, School of
Medicine, Kurume University 4) Division of Medical Genetics, National Center for child Health
and Development 5) Center for Lysosomal Storage Diseases, National Center for Child Health and
Development 6) Kumamoto-Ezuko Medical Center for Disabled Children

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

A follow-up survey of carriers with a novel GLA gene variant detected
in newborn and high-risk screening for Fabry disease

)

Takaaki Sawada", Jun Kido", Keishin Sugawara", Shirou Matsumoto",

Fumio Endo”, Kimitoshi Nakamura"
1) Department of Pediatrics, Graduate School of Medical Sciences, Kumamoto University
2) Kumamoto-Ezuko Medical Center for Disabled Children

Oral Session3 Neurological Diseases

Chairperson . Shinichi Hirose (Department of Pediatrics,School of Medicine, Fukuoka University)

0-3-1

0-3-2

0-3-3

Yasuhiro Takeshima (Department of Pediatrics,Hyogo College of Medicine)

A case of a patient diagnosed with childhood cerebral adrenoleukodystrophy before
the onset of symptoms undergoing early hematopoietic stem cell transplantation

Azusa Yokoi"”, Norifumi Yokoyama", Yu Shinoda®, Akihiro Hara",

Kunihiro Shinoda®, Hideki Matsumoto®, Hideo Sasai®’, Tomohiro Hori?,

) 2), 3)

Shigeo Takashima®, Nobuyuki Shimozawa

1) Gifu Municipal Hospital Pediatrics * Pediatric Hematology Center 2) Department of Pediatrics, Gifu University
Graduate School of Medicine 3) Division of Genomics Research, Life Science Research Center, Gifu Univ.

Utility of SMN1/IS duplex assay kit by RT-qPCR method for newborn
SMA screening

) )

, Tkumi Suzuki, Hiroaki Inoue”, Fumio Endo?,

)

Hiroyuki Ebinuma'
Kimitoshi Nakamura®

1) Tsukuba Research Institute, Sekisui Medical Co Ltd 2) Kumamoto Ezuko Institution for
Developmental Disabilities 3) Department of Pediatrics, Graduate School of Medical Sciences, Faculty
of Life Sciences, Kumamoto University

The questionnaire survey of newborn screening for spinal muscular atrophy

Tomoko Lee, Sachi Tokunaga, Naoko Taniguchi, Hideki Simomura,
Yasuhiro Takeshima

Department of Pediatrics, Hyogo College of Medicine



0-3-4

Development of screening method for AADC deficiency

Chika Watanabe, Karin Kojima, Yoshie Kurokawa, Sakiko Komori,
Miyuki Matano, Miyuki Watanabe, Akihiko Miyauchi, Hitoshi Osaka,
Takanori Yamagata

Jichi Medical University, Department of Pediatrics.

Oral Session4  Organic Acidemias and Fatty-Acid Metabolism Disorders 2

Chairperson . Hironori Kobayashi (Department of Pediatrics, Shimane University Faculty of Medicine)

0-4-1

0-4-2

0-4-3

Mika Ishige (Department of Pediatrics and Child Health, Nihon University School of Medicine)

Essential oils can cause false positive results of
MCAD deficiency in newborn screening

)

Yasuko Saito”, Yoichi Wada", Masamitsu Maekawa®, Shigeo Kure"

1) Department of Pediatrics, Tohoku University Hospital
2) Department of Pharmaceutical Sciences, Tohoku University Hospital

Study on the false-positive reduction of C5-acylcarnitine in tandem mass
screening

) )

Takanari Hattori®, Misa Tanaka, Yoshitomo Notsu®, Tetsuo lida®,

Jun Watanabe®, Hironori Kobayashi”,

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

Stability of free carnitine and acylcarnitines
between serum and plasma samples in acylcarnitine analysis

)

Yoshimitsu Osawa', Hironori Kobayashi"”, Yoshitomo Notsu®,

Kenji Yamada", Yuki Hasegawa', Seiji Yamaguchi", Takeshi Taketani"

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

Oral Session5 Inherited Metabolic Diseases

Chairperson . Masayoshi Nagao (Department of Pediatrics & Clinical Research, National Hospital

0-5-1

Organization Hokkaido Medical Center)

Tsutomu Takahashi (Department of Pediatrics, Akita University Graduate School of Medicine)
Two cases of citrin deficiency received MCT formula from early newborn
period
Toju Tanaka", Masayoshi Nagao"”, Makoto Saito”, Kouhei Ishida®

1) Department of Pediatrics and Genetic Metabolism Center, National Hospital Organization Hokkaido
Medical Center 2) Department of Pediatrics, Steel Memorial Muroran Hospital



0-5-2

0-5-3

0-5-4

0-5-5

A case of type IV galactosemia with persistent mildly elevated
galactose diagnosed by neonatal tandem mass screening.

Haruna Kakimoto", Shinsuke Maruyama', Yusei Baba", Chihiro Yonee",
Tetsuya Ito”, Yoshifumi Kawano"

1) Department of Pediatrics, Kagoshima University Hospital

2) Department of Pediatrics, School of Medicine, Fujita Health University

Outcomes in retrospective observational study of MCAD and VLCAD
deficiency.

) )

Fumiaki Sakura®, Reiko Kagawal, Akari UtsunomiyaZ), Keiichi Hara”,

Go Tajima”, Satoshi Okada"

1) Department of Pediatrics, Hiroshima University Hospital

2) Department of Pediatrics, Hiroshima Prefectural Hospital

3) Division of Clinical Research, Department of Pediatrics, National Hospital Organization Kure Medical Center
4) Division of Neonatal Screening, Research Institute, National Center for Child Health and Development

Follow-up of 184 positive newborn screening cases
by MS/MS from 2013-2015 though 2019

)

Hironori Kobayashi"”, Kenji Yamada", Yoshimitsu Osawa", Yuki Hasegawa,

)

Go Tajima®, Seiji Yamaguchi”, Takeshi Taketani"

1) Department of Pediatrics, Shimane University Faculty of Medicine
2) Division of Neonatal Screening, National Center for Child Health and Development

Comparison of the results of expanded newborn screening in several
Asian countries

Seiji Yamaguchi", Kenji Yamada', Yuki Hasegawa', Hironori Kobayashi',

Yoshimitsu Osawa"”, Gu XF”, Niu DM?, Padilla C*, Dung VC?,

Takeshi Taketani"

1) Shimane University, Department of Pediatrics 2) Shanhai Jiao Tong University 3) Yang Ming
University Taipei 4) University of the Philippines Manilla 5) National Hanoi Children’s Hospital

Oral Session6 Endcrine disorders of Adrenal Gland

Chairperson : Toshihiro Tajima (Department of Pediatrics, Jichi Medical University)

0-6-1

Tomohiro Hori (Department of Pediatrics, Gifu University Hospital)
The study grope for quality control of steroids profiling
by LC-MS/MS for second tier test of CAH screening

Masaru Fukushi, Kazuo Kanda, Hiroko Saraie, Kaori Fujikura,
Hirokatsu Mae, Norimasa Mitsui, Yuji Yamakami

The study grope of quality control of steroids profiling by LC-MS/MS for second tier test of CAH
screening



0-6-2

0-6-3

0-6-4

Relevance of height growth and hydrocortisone dose
in the patients with 21-hydroxylase deficiency
)

) )

, Sonoko Sakata®,

, Go Tajima®

Akari Utsunomiya', Kazuhiko Jinno", Reiko Kagawa®

Satoshi Okada®”, Keiichi Hara®, Shinichiro Miyagawa®
1) Hiroshima prefectural Hospital, Department of pediatrics 2) Hiroshima University Hospital,
Department of Pediatrics 3) Hiroshima University Graduate School of Biomedical and Health
Sciences, Department of Pediatrics 4) National Hospital Organization, Kure Medical Center and
Chugoku Cancer Center, Department of Pediatrics 5) Miyagawa Pediatric Clinic 6) National Center
for Child Health and Development, Research Institute, Division of Neonatal Screening

Starting medication by 11 days after birth is the target of

the neonatal mass-screening for congenital adrenal hyperplasia
Maki Gau", Kaoru Konishi®, Kei Takasawa'
)

, Ryuichi Nakagawa",
, Atsuko Hashimoto®, Akito Sutani,

Toshihiro Tajima”, Tomonobu Hasegawa”, Tomohiro Morio"”, Kenichi Kashimada"

Atsumi Tsuji-Hosokawa'

1) Department of Pediatrics and Developmental Biology, Tokyo Medical and Dental University
2) Tokyo Health Service Association, Division of Newborn Screening 3) Department of Pediatrics, Keio
University School of Medicine 4) Department of Pediatrics, Jichi Children’s Medical Center Tochigi

A case of P450 oxidoreductase deficiency
Toshihiro Tajima, Masayo Yamazaki, Makiko Oguma, Takanori Yamagata

Department of Pediatrics, Jichi Medical University

Oral Session7 Endcrine disorders of Thyroid
Chairperson : Hiroshi Mochizuki (Saitama Children's Medical Center)

0-7-1

0-7-2

Kanshi Minamitani (Department of Pediatrics, Teikyo University Chiba Medical Center)

A case report of the patient with Septo-optic dysplasia
who showed transient central hypothyroidism detected by FT, screening

Chikahiko Numakura, Akari Muranaka, Tetsuo Mitsui
Department of Pediatrics, Yamagata University Faculty of Medicine
Quantitative determination of thyroid hormone profile
in Down syndrome patients by LC-MS/MS Part 2

Reiko Iwano", Machiko Toki”, Junko Hanakawa®, Yumi Asakura?,
Koji Muroya®

1) Kanagawa Children’s Medical Center Clinical Research Instiute
2) Kanagawa Children’s Medical Center Department of Endocrinology and Metabolism



0-7-3

0-7-4

Patients with athyreosis /ectopic thyroid need to maintain high FT, levels
for TSH normalization compared with eutopic congenital hypothyroidism

). Takanori Onuki"”, Kentaro Sawano®, Nao Shibata®,

Shota Hiroshima'
Hiromi Nyuzuki”, Sunao Sasaki"" #, Hidetoshi Sato®, Yohei Ogawa",

Keisuke Nagasaki"

1) Niigata University Medical & Dental Hospital pediatric Department 2) Niigata Prefectural Central
Hospital pediatric Department 3) Niigata Prefecture Shibata Hospital pediatric Department

Follow-up study of precision examinee for thyroid newborn screening in
Hokkaido: Second report

Yusuke Tanahashi”, Hinako Yamamura', Takahide Kokuma', Akiko Furuyal),
Shigeru Suzuki", Hiroshi Azuma", Masayuki Miura®”, Mikiko Hayashi®

1) Department of Pediatrics, Asahikawa Medical University
2) Hokkaido Pharmaceutical Association Public Health Examination Center

Oral Session8 Immunodeficiency and Metabolic Diseases

Chairperson : Yoshihiro Maruo (Department of Pediatrics,Shiga University of Medical Science)

0-8-1

0-8-2

Hidenori Ohnishi (Department of Pediatrics, Gifu University Hospital)
SCID pilot screening for newborn in Kumamoto area

Shinichiro Yoshida", Yoshihiro Yamauchi"”, Tomoyuki Mizukami®,
Fumio Endo”, Kimitoshi Nakamura®

1) KM Biologics Co.Ltd. 2) Pediatrics, National Hospital Organization Kumamoto Medical Center
3) Kumamoto-Ezuko Medical Center for The Severely Disabled

4) Department of Pediatrics, Faculty of Life Sciences, Kumamoto University

Newborn screening for primary immunodeficiency disease
with TREC and KREC : analysis of 15,000 samples.

Haruka Hiroki”, Akifumi Endo", Yasuhiro Tomaru®, Junshi Hanai®,

)

Masahumi Yamada®, Hidenori Ohnishi”, Toshiyuki Fukao®, Tomohiro Morio”,

Kohsuke Imai

1) Department of Pediatrics, Tokyo Medical and Dental University 2) Center for Stem Cell
and Regenerative Medicine, Tokyo Medical and Dental University 3) Hokkaido Pharmaceutical
Association Public Health Examination Center 4) Department of Pediatrics, Hokkaido University

5) Department of Pediatrics, Gifu University Hospital



0-8-3

0-8-4

0-8-5

Health-economic evaluation of neonatal screening
for primary immunodeficiency in Japan

Akifumi Endo”, Keiko Konomura®, Haruka Hiroki®’, Kohsuke Imai®

1) Tokyo Medical and Dental University Hospital, Pediatrics department/Clinical Research Center
2) National Institute of Public Health, Center for Outcomes Research and Economic Evaluation for
Health 3) Tokyo Medical and Dental University Hospital, Pediatrics department

A neonatal case of multiple infantile hemangiomas and
extrahepatic portosystemic shunt with hyperinsulinemic hypoglycemia

Taichi Miyazaki"" #, Hideo Sasai”’, Michio Ozeki"”, Shiho Yasue",

Hideki Matsumoto”, Tomohiro Hori"

, Saori Endo"”, Yasuhiko Ago”,
Norio Kawamoto", Hidenori Ohnishi®

1) Department of Pediatrics, Graduate School of Medicine, Gifu University
2) Department of Pediatrics, Ogaki Municipal Hospital

Three cases of biliary atresia detected by neonatal mass screening

), Sakura Fumiaki"”, Ustunomiya Akari®, Hara Keiichi”,

)

Reiko Kagawa'

Yoshii chiyoko”, Fujihara Saki”, Tanaka Hiromi”, Tajima Go”,

Okada Satoshi”

1) Department Pediatrics, Hiroshima University Hospital 2) Department Pediatrics, Hiroshima
Prefectural Hospital 3) Department Pediatrics, National Hospital Organization Kure Medical Center
and Chugoku Cancer Center 4) Hiroshima City Medical Association Clinical Laboratory 5) Division
of Neonatal Screening, National Center for Child Health and Development



