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AAV8 gene therapy ameliorates skeletal and cardiovascular pathology in
mucopolysaccharidosis IVA
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A study on a cohort of 301 Chinese patients with isolated methylmalonic aciduria
O Lulu Kang', Yupeng Liu? Yi Liu!, Ruxuan He!, Jinging Song', Ying Jin', Mengqiu Li!, Yao Zhang'
Hui Dong!, Yanling Yang'
'Department of Pediatrics, Peking University First Hospital
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The phenotypes and genotypes of 25 Chinese children with congenital disorders of
glycosylation
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Yanling Yang', Haixia Li!
'Peking University First Hospital, Beijing, China
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Liver transplant can improve outcome of infantile pyruvate carboxylase deficiency

O Kimihiko Oishi'#, Margo Breilyn®, Ronen Arnon®, Pankaj Prasun*, George Diaz*
Departments of Genetics and Genomic Sciences, Pediatrics, Icahn School of Medicine at Mount
Sinai, NY, USA
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SLEIMPN Diagnosis, clinical presentation and response to treatment in patients with HIBCH and
ECHS1 defects
O Jose E. Abdenur!, Mary Sowa!, Mariella T. Simon', Shaya S. Eftekharian’, Majja R. Steenari?
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SIMD Therapeutic AAV-Mediated CRISPR / Cas9 Gene Editing in Murine Phenylketonuria
O Daelyn Y. Richards, Shelley R. Winn, Sandra Dudley, Sean Nygaard, Taylor Mighell

Markus Grompe, Cary O. Harding
Oregon Health & Science University
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SSIEM  Urea cycle disorders: outcome of patients and novel therapeutic and diagnostic developments
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University Children’s Hospital Zurich, Division of Metabolism
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0-02 Phase 3 PRISM trials: Update on pegvaliase treatment efficacy and safety for adult
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P-02  Phase 3 PRISM trials: Evaluating diet changes in adults with phenylketonuria on pegvaliase
treatment
O Mitsuhiro Kuwahara!, Fran Rohr?, Barbara K Burton®, Nicola Longo*, Janet Thomas®
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P-06 Clinical and genetic analysis of hypermethioninemia in an infant

O Ruxuan He, Lulu Kang, Yi Liu, Jinging Song, Ying Jin, Menggiu Li, Yanling Yang
Department of Pediatrics, Peking University First Hospital
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Clinical and genetic analysis in a Chinese boy with Sialuria due to GNE mutation

O Ruxuan He, Lulu Kang, Yi Liu, Jinging Song, Ying Jin, Menggiu Li, Yanling Yang
Department of Pediatrics, Peking University First Hospital
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P-23  Whole-exome sequencing as a powerful tool for identifying genetic causes in a patient
with POLG-related disorders and phenylketonuria
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P-27 MDA and SOD Levels in Testicular Organs of Hyperlipidemic Rat After Orange Water Kefir
Intervention
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P-30  Phenotypic differences of the patients with cbIC deficiency caused by MMACHC gene
€.609G>A homozygous mutation

O Ruo Mo, Yi Liu, Hui Dong, Yanling Yang
Peking University First Hospital
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P-35 13 Chinese patients with beta-ketothiolase deficiency and 12 novel mutations in ACAT1
gene

O Lulu Kang, Yi Liu, Ruxuan He, Jinging Song, Ying Jin, Menggiu Li, Yanling Yang
Department of Pediatrics, Peking University First Hospital
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P-37  Orange water kefir effect on superoxide dismutase activity in heart tissue of hyperlipidemic
rats

O Naufal Arif Ismail', Rafik Prabowo!, Miranti Dewi Pramaningtyas®
"Undergraduate Student of Medicine, Universitas Islam Indonesia
2Department of Physiology, Faculty of Medicine, Universitas Islam Indonesia
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P-45  Biomarkers in patients with mucopolysaccharidosis type Il and IV

O Shunji Tomatsu', Honoka Fujitsuka'*?
"Nemours Alfred 1. duPont Hospital for Children, Wilmington, USA
2School of Medicine, Gifu University, Japan



P-46  Enzyme Replacement Therapy for Mucopolysaccharidoses; past, present, and future

O Shunji Tomatsu, Hui Hsuan Chen
Departments of Orthopedics and BioMedical
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P-49  Effect of enzyme replacement therapy on the growth of patients with Morquio A

O Shunji Tomatsu, Caitlin Doherty
Departments of Orthopedics and BioMedical
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vitro
O ¥ el % ez, bk BE B SBR RE —w
MFRER AR ARt NRERGEE NIRRT

P-52 HEEOC FYRIAFRET <28, PPT1 KU TPP1 DEZEFHEHEEEBA A /ICE-T
RIFEThBEniRs
O #td B! m#E  Bih ! Mohammad Arif Hossain!, #kililb w1 =5 (LA 12, Chen Wul?*

EA RS, mEE RS TR 2 o 28
U i NSRRI Sl > 22—, 2 77 Y AR St T DR B
S BRI RERN R B ERAIITE v 2 — B (O Frlla )
R AR ERRY

18:25~18:45 KRAZ—RKR12: 54V V—-LKE4 (KAZ—215 2 XFOMH)
BRIV 187 (RREESERAFRAENYHR LY 2 —BETFH
AR ZEED)

P-53 HERIBEHEhFERBICBRAREEIZAE LI —Y 2 R0—F

O EH HE, Ak EES 807 1 SRR, =3 0 Rk SOk N ok
FEARZARLAGE  AmFAZEE  INIRA



P-54

P-55

P-56

Velaglucerase alfa in Gaucher disease: Interim analysis of post-marketing surveillance data
in Japan
O Rieko Sagara!, James David Motley!, Masahide Ishigaki!, Manami Otsuka', Kei Murayama?
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3The Jikei University School of Medicine
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Inborn errors of metabolism detectable by tandem mass spectrometry in Beijing
O Nan Yang, Li-Fei Gong, Jin-Qi Zhao, Hai-He Yang, Zhi-Jun Ma, Wei Liu, Zhi-Hui Wan

Yuan-Yuan Kong
Department of Newborn Screening, Beijing Obstetrics and Gynecology Hospital, Capital Medical
University, Beijing Maternal and Child Health Care Hospital
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Newborn screening of mucopolysaccharidoses: past, present, and future

O Shunji Tomatsu, Nivethitha Arunkumar
Departments of Orthopedics and BioMedical
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