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P-15 Newborn screening for Citrullinemia in Taiwan

O Chia-Yi Hung, Chen-Chen Liu, Chao-Chuan Liao, Li-Wen Hsu, Yin-Hsiu Chien
National Taiwan University Hospital

P-16 A case of MTHFR deficiency found by a pilot newborn screening for hypomethioninemia
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Hideo Sasai?, Masahisa Kobayashi®, Takashi Hamazaki®, Satoshi Okada'
'Department of Pediatrics, Hiroshima University Graduate School of Biomedical and Health Science
2Division of Neonatal Screening, Research Institute, National Center for Child Health and Develop-
ment
Department of Pediatrics, Faculty of Medical Sciences, University of Fukui
“Department of Early Diagnosis and Preventive Medicine for Rare Intractable Pediatric Diseases,
Graduate School of Medicine, Gifu University
SDepartment of Pediatrics, The Jikei University School of Medicine
Department of Pediatrics, Osaka Metropolitan University Graduate School of Medicine
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Genotype-Phenotype Correlation in Mucopolysaccharidosis Type Il Among Neonatal
Screenings in Taiwan

O Hui-Ying Yeh, Min-Huei Hu, Yin-Hsiu Chien
National Taiwan University Hospital, Taipei, Taiwan

High Enzyme Activity of IDS and ASM Enhances Diagnosis of Mucolipidosis II/lll in Newborn
Screening
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Department of Medical Genetics and Pediatrics, National Taiwan University Hospital, Taipei,
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P-28  iPSCs-Derived Neurons and Brain Organoids: From Neuronal Development to Lysosomal
Storage Disease

O Chong Kun Cheon!, Hye Ji Moon?, Nayeon Lee?
'Department of Pediatrics, Pusan National University Children’s Hospital, Pusan National University
School of Medicine, Yangsan, Korea
2Convergence Stem Cell Research Center, Pusan National University School of Medicine, Yangsan,
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P-31 A phase 4 study to evaluate the safety and tolerability of higher infusion rates of agalsidase
beta

O HARHfE— ", Goker-Alpan Ozlem?, Banikazemi Maryam?®, Nedd Khan?, Maski Manish®, Lee Chase®
T E . ARY Y VT TT AT JOVARE T DIRETRIK A T FVER
“Lysosomal Disorders Research and Treatment Unit
3Department of Human Genetics, Mount Sinai School of Medicine, *Infusion Associates, 5Sanofi

P-32  Globotriaosylsphingosine (Lyso-Gb3) from cell as a biomarker for Fabry disease;
Electrospary ionization HPLC-MS/MS

O Hye-Ran Yoon', Chong Kun Cheon?, Jihun Jo'
Department of Biomedical & Pharmaceutical Analyses, College of Pharmacy, Duksung Women'’s
University, Seoul, South Korea
2Pusan National University School of Medicine, Pusan National University Children’s Hospital
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P-35 Development of intracerebroventricular recombinant human Heparan-N-Sulfatase enzyme
replacement therapy in MPSIIIA
O Young Bae Sohn', Aram Yang?, Jinsup Kim?® Ah-ra Ko®, Yu Yeongju®, Inyoung Jo®
Hyeongseok Uhm?®, Sujeong Kim*, Sora Kim*, Dong-Kyu Jin®
'Department of Medical Genetics, Ajou University Hospital, Ajou University School of Medicine,
Suwon, Republic of Korea
“Department of Pediatrics, Kangbuk Samsung Hospital, Sungkyunkwan University, School of
Medicine, Seoul, Republic of Korea
3Novel Pharma, Inc., Seoul, Republic of Korea, *GC Biopharma Corp., Yongin, Republic of Korea
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P-42  Evaluation of AAV vectors with tissue-specific or ubiquitous promoters for
mucopolysaccharidosis type IV
O Shunji Tomatsu, Khan Shaukat, Fnu Nidhi, Eliana Florez
Nemours Children’s Health
P-43  Glycosaminoglycans in mucopolysaccharidoses and other disorders

O Shunji Tomatsu, Khan Shaukat, Fnu Nidhi, Eliana Florez
Nemours Children’s Health
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P-46  Clinical and Molecular Characteristics of Mitochondrial Leukoencephalopathy in 41
Children from China
O Minhan Song!, Fang Fang', Xin Duan?, Chaolong Xu', Huafang Jiang!, Minzhao Wang'

Yang Liu', Hua Cheng'
'Beijing Children Hospital, *Beijing Children’s Hospital, Children’s National Medical Center
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Cardiac involvement and long-term prognosis in pediatric mitochondrial disease patients

P-48
O Xin Duan', Fang Fang!, Wang Mingzhao!, Xu Chaolong', Zou Ying', Dai Sisi?, Liu Yang'
'Department of Neurology, Beijing Children’s Hospital, Capital Medical University, National Center
for Children’s Health, Beijing 100045, China
2Department of Pediatrics, Hangzhou Children’s Hospital
P-49  Non-Diabetic Ketoacidosis in Patients with Pyruvate Dehydrogenase Deficiency on Classic

Ketogenic Diet: A Case Report
O Rongrong Li, Mingsheng Ma, Wei Chen, Zhengging Qiu
Peking Union Medical College Hospital, Beijing, China
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Survival analysis and treatment of 142 children with MELAS syndrome in China
O Fang Fang', Chaolong Xu?, Sisi Dai', Huafang Jiang', Xin Duan', Tianyu Song', Zixuan Zhang'
Tongyue Li%, Yunxi Zhang!
IBeijing children hospital, 2Peking Union Medical College Hospital, Beijing, China
®Department of Neurology, Beijing Children’s Hospital, Capital Medical University, National Center
for Children’s Health, Beijing, China

18:00~19:10 KRXHZ—8: ZDfth

P-51

P-52

P-53

P-54

P-55

P-56

ER:HEH B— GRItXFAFR EFXHER MRBREFZIE)

JIVZ IVEERAE 2 RURERRZB % T LTz COASY ZRBEEERES 4 /1\F—EMRSES
O 88 #HF{E !, Wang Zhaoxia?, Yan Chunzhu®
PIWAA v R—=F g F)b, AAERURAN RS 1R, 3 RO A A

FRIRENCHVF B A F Via iz RBITEIENR T2l LIS e A F  FRIED /D RHI
O B KR & BRI A TR M JedE A0 K e
VIR RS RAE B R SR SORE N
2 IR A 7/ LR« BL o v 2 —
IR B REER AR AR TERE NI D EER IR - TR

PEEAS 7 b —ZMiE 1 B R
O FHEEEE | RIH fB— " ek s L rE El e A R !
it BeE!
PHRACKRSERERE  BEERITERE NIRAE A, 2 EIRIRAL S Ll

Quantitative Analysis of Nutrient Intake and LDL-C Levels in Familial Hypercholesterolemia

O Rongrong Li, Wei Chen
Peking Union Medical College Hospital, Beijing, China
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P-57 Tailored diagnostic decision tree resulting from machine learning to improve early
diagnosis of ASMD
O Takashi Kiyono!, Maurizio Scarpa?, Maria Cappellini®, Roberto Giugliani?, Margaux Térnqvist®
Pauline Guilmin®, Martin Montmerle®, Alexandra Dumitriu’, Neha Shah®, Maja Gasparic®

ISanofi

2Regional Coordination Center for Rare Diseases, Central Friuli University Health Authority, Udine,
[taly

SFondazione IRCCS Ca’ Granda Ospedale Maggiore Policlinico, Department of Clinical Sciences and
Community Health, University of Milan, Italy

4UFRGS, HCPA, INAGEMP, DASA and CASA DOS RAROS, Porto Alegre, Brazil

5Quinten Health, Paris, France

bSanofi, Neuilly-sur-Seine, France (Former employee of Quinten Health)

Sanofi, Cambridge, MA, USA, 8Sanofi, Cambridge, MA, USA (Former employee of Sanofi)
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