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Ottolenghi
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A T Hughes, A M Milan, L Ranganath
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Rinaldo, D Gavrilov, D Oglesbee, S Tortorelli, D Matern
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M GM De Sain-van der Velden, J Gerrits, J J Jans, M Van der Ham,
H C M Prinsen, N M Verhoeven-Duif

O-005 A novel defect in phophatidylinositol 4-kinase type IIα (PI4K2A)
leads to a metabolic cutis laxa syndrome with choreathetosis
MMohamed, L H Ngu, S Balasubramaniam, M Waugh, E Morava, R
A Wevers
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04. Dietetics and nutrition

O-008 Triheptanoin dramatically improves paroxysmal movement disorders
in GLUT1 deficient patients
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Sykut-Cegielska, F Bowling, T Kozicz, D J Lefeber, E Morava

O-011 Uncooked cornstarch (UCCS) doses in glycogen storage disease type
1a and 1b (GSD1a and GSD1b) from a single centre.
R Wells, R Skeath, J Davidson, L Abulhoul, M A Cleary, P Gissen, S
Grunewald, M Dixon

O-012 Glycomacropeptide: can we safely advocate its use in children with
PKU?
A Daly, S Evans, S Chahal, A MacDonald

O-013 Nutritional management of infants with Lysosomal Acid Lipase
(LAL) deficiency (Wolman Disease)
F J White, J Gallagher, F Boyle, C Breen, A Broomfield, S
Cawtherley, R Della Casa, S Fecarotta, A Ghosh, V Holmes, J
Hughes, E Jameson, AMorris, G Parenti, L Robertson, B Schwahn, K
Stonestreet, P Strisciuglio, A Swancott, R Vara, RWalker, C Zuppaldi,
S A Jones, S Rojas-Caro, M Friedman
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O-014 Leigh disease and the valine pathway
J J Pitt, H Peters, S Ferdinandusse, J Ruiter, R J AWanders, J Yaplito-
Lee, F Kok, R Boy, S H Korman, P E Fitzsimons, E Crushell, J
Hughes, S Yamaguchi, Y Goto, N Wakamatsu, K Yokochi, K Yamada,
B C Chen, L H Ngu

06. Phenylketonuria: general

O-015 Effect of PAH variants on interallelic complementation in PKU patients
N Shen, K Schmidt, C Thiel, G F Hoffmann, N Blau

07. Phenylketonuria: treatment, BH4

O-016 Evaluation of long-term safety and efficacy with rAvPAL-PEG for con-
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N Longo, J A Thomas, M Wasserstein, B K Burton, J Vockley, D K
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Schweighardt, R Zori

08. Sulphur amino acid disorders

O-017 Adenosine kinase deficiency: expanding the clinical spectrum and
evaluating therapeutic options
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09. Other amino acid disorders

O-018 Correction of maple syrup urine disease (MSUD) and phenylke-
tonuria (PKU) by transplantation of human amnion epithelial cells
R Gramignoli, K J Skvorak, K Kannisto, R C Srinivasan, M
Vosough, S Strom

O-019 Mutations in SLC25A22 as a cause of hyperprolinaemia, epilepsy
and developmental delay in children
E S Reid, C GOSgene, G Anderson, M Benatti, E J Footitt, M A
Cleary, P B Mills, P Gissen, P T Clayton

O-020 A case of tyrosinemia type I without succinylacetone elevation in a
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D Gavrilov, P Blackburn, R Hickey, D Oglesbee, W Al-Qabandi,
M Grompe, M El-Youssef, K Clark, L Roberts, E Klee, S Ekker

O-021 Asparagine synthetase deficiency due to an unexpected molecular
mechanism
M Faoucher, A L Poulat, V DesPortes, L Pons, A Labalme, R
Lamy, C Beche, M Till, C Vianey-Saban, G Lesca, C Acquaviva, D
Sanlaville

10. Urea cycle disorders

O-022 Non-invasive "biochemical biopsy" of the liver: determination of
OTC activity in plasma
V Kozich, J Krijt, J Sokolova, P Jesina, L Chroma

O-023 Carbonic anhydrase VA deficiency: a not so rare cause of neonatal
hyperammonemia
C Diez-Fernandez, V Rüfenacht, S Santra, A M Lund, R Santer, M
Lindner, P De Lonlay, A Burlina, J Häberle

O-024 L-aspartate as potential treatment for citrullinemia type 1 patients
C Diez-Fernandez, O Wellauer, V Rüfenacht, R Fingerhut, J
Häberle

O-025 Towards non-viral minicircle-DNA vector-directed liver gene
therapy for ornithine transcarbamylase deficiency (OTCD)
HM Viecelli, S Deplazes, A Schlegel, S Cunningham, I Alexander,
J Häberle, B Thöny

11. Organic acidurias: branched-chain

O-026 miRNAs as potential biomarkers and key players in the
pathophysiology of propionic acidemia
A Rivera-Barahona, A Fulgencio, C Pérez-Cerdá, B Perez, E
Richard, L R Desviat

O-027 Long-term N-carbamylglutamate may stabilize metabolic control
in patients with propionic and methylmalonic aciduria
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B Burlina

O-028 Pathophysiology of kidney disease inmethylmalonic aciduria (MMA)
A Schumann, A Luciani, A Hall, M R Baumgartner, O Devuyst

12. Organic acidurias: others

O-029 Combined malonic and methylmalonic aciduria due to ACSF3
deficiency (CMAMMA) is probably a benign condition
A Levtova, P J Waters, D Buhas, S Levesque, C Auray-Blais, J T R
Clarke, R Laframboise, B Maranda, G A Mitchell, C Brunel-
Guitton, N E Braverman

O-030 Development of neuropsychological functions in patients with
glutaric aciduria type I
N Boy, J Heringer, G Haege, E Glahn, G F Hoffmann, S F
Garbade, S Kölker, P Burgard

13. Carbohydrate disorders

O-031 Transketolase (TKT) deficiency, a novel disease in the non-
oxidative part of the pentose phosphate pathway, causing
short stature, developmental delay, and congenital heart
defects
M M C Wamelink, G S Salomons, B Roos, L Boyle, J Wynn, W K
Chung

O-032 Crystal structure of human galactose-1-phosphate
uridylyltransferase (GALT): the molecular basis of classical ga-
lactosemia
T J McCorvie, J Kopec, A L Pey, W W Yue

14. Disorders of fatty acid oxidation and ketone body metabolism

O-033 Severe neonatal muscular multiple acyl-CoA dehydrogenase-like
deficiency due to a novel deletion in FLAD1 gene, encoding FAD
synthetase
A Veauville-Merllié, S Pichard, M Schiff, O Rigal, A Imbard, C
Vianey-Saban, C Acquaviva

15. Disorders of pyruvate metabolism and the Krebs cycle

O-034 Encephalopathy, combined deficiency of alpha-ketoacid dehy-
drogenases and hyperglycinemia associated with LIPT2 muta-
tions: a novel lipoic acid biosynthesis defect.
F Habarou, Y Hamel, C Grisel, A Boutron, A Delahodde, R
Gazah, A Brassier, J B Arnoux, C Pontoizeau, B Chadefaux-
Vekemans, R Barouki, A Rötig, C Ottolenghi, P De Lonlay

O-035 Exploring stabilizing small molecules as a potential chaperone
therapy for pyruvate dehydrogenase complex deficiency
H Pavlů-Pereira, C Florindo, M J Silva, I Tavares de Almeida, P
Leandro, I Rivera, J B Vicente

16. Mitochondrial disorders: nuclear encoded

O-036 Mutation in mitochondrial ribosomal protein S7 (MRPS7) causes
congenital sensorineural deafness, progressive hepatic and renal
failure and lactic acidemia
M J Menezes, Y Guo, J Zhang, L G Riley, S T Cooper, D R
Thorburn, J Li, D Dong, Z Li, J Glessner, R L Davis, C M Sue, S I
Alexander, S Arbuckle, P Kirwan, B J Keating, X Xu, H
Hakonarson, J Christodoulou

O-037 Successful liver transplant in ethylmalonic encephalopathy: a new
therapeutic approach for an otherwise fatal disease
D Diodato, C Dionisi-Vici, G Torre, S Picca, R Pariante, S
Picardo, M Zeviani, V Tiranti, J De Ville de Goyet

O-038 Signal transducer and activator of transcription 2 (STAT2) defi-
ciency is a novel disorder of mitochondrial fission
R Shahni, C M Cale, G Anderson, L D Osellame, S
Hambleton, T S Jacques, Y Wedatilake, J W Taanman, E
Chan, W Qasim, V Plagnol, A Chalasani, M R Duchen, K
Gilmour, S Rahman

O-039 A novel mitochondrial tRNA modification defect due to QRSL1
mutations causes infantile mitochondrial disease
M Shimura, K Murayama, T Fushimi, K Ichimoto, M Mori, Y
Kishita, Y Tokuzawa, M Kohda, T Suzuki, Y Okazaki, A Ohtake
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O-040 CLPB mutations cause 3-methylglutaconic aciduria, progressive
brain atrophy, intellectual disability, congenital neutropenia, cata-
racts, movement disorder
S B Wortmann, T B Haack, S W Gersting, A C Muntau, R J
Rodenburg, M E Rubio-Gozalbo, F Distelmaier, C Karnebeek,
van, K Ounap, J Yaplito-Lee, F M Vaz, E Pronicka, H Prokisch, N
Katsanis, R A Wevers

O-041 Mutations in TRMT5 cause a defect in post-transcriptional modi-
fication of mitochondrial tRNA associated with multiple respira-
tory chain deficiencies
R Kopajtich, C A Powell, A D'Souza, J Rorbach, R A
Husain, C Dallabona, C Donnini, C L Alston, H Griffin, A
Pyle, P F Chinnery, T M Strom, T Meitinger, R J
Rodenburg, G Schottmann, M Schuelke, N Romain, R G
Haller, I Ferrero, T B Haack, R W Taylor, H Prokisch, M
Minczuk

O-042 COQ4 mutations cause a broad spectrum of mitochondrial
disorders associated with CoQ10 deficiency
L Kremer, G Brea-Calvo, T B Haack, D Karall, A Ohtake, F
Invernizzi, R Carrozzo, S Dusi, M Zeviani, K Murayama, D
Ghezzi, H Prokisch

O-043 Thioredoxin-2 deficiency impairs oxidative stress defense and
leads to early-onset neurodegeneration with severe cerebellar at-
rophy
E Holzerova, K Danhauser, T B Haack, L Kremer, I Ingold, S
Kobayashi, M Conrad, T Meitinger, H Prokisch, F Distelmaier

O-044 Clinical exome sequencing in 650 pediatric cases with
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T B Haack, R Kopajtich, U Ahting, T Wieland, E Graf, T M Strom,
R W Taylor, D Karall, W Sperl, F Distelmaier, E Holzerova, L
Kremer, G F Hoffmann, J A Mayr, P Freisinger, T Meitinger, H
Prokisch

21. Peroxisomal, sterol and bile acid disorders

O-045 The study of the crosstalk between peroxisomes and other cell
organelles is an efficient tool for the diagnosis of peroxisomal
disorders with atypical biochemical phenotype
M M B Bravo-Garmendia, L Matalonga, H Diaz,
A García-Cazorla, A Fernández-Marmiesse, J Armstrong,
R Artuch, C Fons, L Rausell, I Vitoria, F Tort, M Girós

O-046 Functional outcome of childhood cerebral adrenoleukodystrophy
patients treated with hematopoietic stem cell therapy: a multi-
institutional study
A M Paker, PAubourg, A Baruchel, A Fischer, J Kurtzberg,
J H Dalle, M Gerard, M L Escolar, L Bezman, J Balser,
S Paadre, P Orchard, G V Raymond

O-047 The clinical and biochemical profile of five adult patients with
cerebrotendinous xanthomatosis (CTX)
H Faghfoury, S Blaser, J Semotok

22. Lysosomal disorders: mucopolysaccharidoses, oligosaccharidoses

O-048 Clinical effect of intrathecal enzyme replacement therapy with
investigational idursulfase-IT in children with Hunter syndrome
J Muenzer, C J Hendriksz, M B Stein, Z Fan, S Kearney,
J Horton, S Vijayaraghavan, S Santra, G A Solanki, L Pan,
M A Mascelli, K Sciarappa, A J Barbier

O-049 Intrathecal alpha-L-iduronidase protects from or improves
neurodevelopmental decline and neuroimaging abnormalities
of children with MPS I below 6 years

S Salehpour, M R Alaei, R Vakili, A R Rezaei, N Momtazmanesh,
S H Tonekaboni, V R Yasaei, P Eshraghi, S Setavand,
P Karimizadeh, K Khooshabi, S Tavakoli, S Sadr,
M Houshmand, O Aryani

23. Lysosomal disorders: sphingolipidoses

O-050 Subjects treated with migalastat continue to demonstrate stable
renal function and reduced left ventricular mass index over
3 years in a long-term extension study of Fabry disease
D P Germain, D G Bichet, R Giugliani, D Hughes, R Schiffmann,
W Wilcox, N Skuban, J Yu, J Castelli, J Kirk, E Benjamin, J Barth

O-051 LC-MS/MS lysosphingolipids measurement in plasma for the
screening and follow-up of lysosomal storage diseases.
M Pettazzoni, M Piraud, R Froissart, S Ruet, C Pagan, C Vianey-
Saban, P Latour, D Cheillan

24. Lysosomal disorders: others

O-052 High prevalence of small fibre neuropathy in patients with
Gaucher disease type 1.
G Devigili, A Sechi, G Ciana, L Deroma, A Dardis, E Malini, M
De Filippo, D Macor, C Lettieri, S Rinaldo, R Eleopra, B Bembi

O-053 Contribution of plasmatic biomarkers to the diagnosis of
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C Pagan, P Latour, S Ruet, L Anselmini, M Piraud, M Pettazzoni,
D Cheillan, M T Vanier, C Vianey-Saban

25. Lysosomal disorders: treatment, enzyme replacement therapy

O-054 Efficacy and safety of sebelipase alfa in children and adults with
lysosomal acid lipase deficiency: results of a phase 3 trial
B Burton, M Balwani, F Feillet, I Baric, T A Burrow, V
Valayannopoulos, Y Yang, S Eckert, S Rojas-Caro, A G Quinn

O-055 An international, phase 3, switchover study of reveglucosidase
alfa (BMN 701) in subjects with late-onset Pompe disease
(INSPIRE study)
T Geberhiwot, B Byrne, F Eyskens, D Hughes, J Kissel, E Mengel,
T Mozaffar, A Pestronk, M Roberts, B Schoser, K Sivakumar, J
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O-057 Intravenous administration of an AAV9-Hexb vector prolongs
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26. Glycosylation disorders/CDG, protein modification disorders
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E Souche, L Keldermanns, D Rymen, G Matthjis, V Race

O-059 Identification of pharmacological chaperones that increase stability
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27. Neurotransmitter disorders

O-060 Unraveling secondary neurotransmitter deficiencies in genetic disorders
G A Horvath, C D Van Karnebeek

J Inherit Metab Dis (2015) 38 (Suppl 1):S1–S34 S3



28. Disorders of vitamins, cofactors and trace elements

O-061 Free-thiamine is a potential biomarker of thiamine transporter-2
deficiency: a treatable cause of Leigh syndrome
M Molero-Luis, J D Ortigoza-Escobar, A Arias, A Oyarzabal,
N Darin, M Serrano, Á Garcia-Cazorla, M Tondo, M Casado,
L Gort, J A Mayr, P Rodriguez-Pombo, A Ribes, R Artuch,
B Pérez-Dueñas

O-062 Structural and biochemical insights into a human
MMACHC-MMADHC protein complex
D S Froese, J Kopec, F Fitzpatrick, M Schuller, T J McCorvie,
T Plessl, V Fettelschoss, R Chalk, B Fowler, W W Yue, M R
Baumgartner

O-063 Genome-wide association study of B6 vitamers in CSF and
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J J Luykx, S C Bakker, N M Verhoeven-Duif, R A Ophoff

O-064 CblC and CblG defects of vitamin B12 metabolism lead to
endoplasmic reticulum stress and apoptosis that could be rescued
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S Rahman, M A Cleary, L Abulhoul, P Gissen, P T Clayton,
P B Mills

01. Inborn errors of metabolism in adult

P-001 Glycerol kinase deficiency: a contributory factor in glycogenic
hepatopathy in poorly controlled diabetes?
P I Nevalainen, E Holme, T Solakivi, M K Salo, G Kollberg,
P Keskinen

P-002 Moved to 29. Miscellaneous

P-003 Moved to 09. Other Amino Acid Disorders

P-004 Moved to 13. Carbohydrate disorders

P-005 Moved to 29. Miscellaneous

P-006 Opinions of patients with inherited metabolic diseases and their
families regarding transitional care in Japan
M Kubota

P-007 Suitability of sphingomyelinase activity in leucocytes for the
diagnosis of late-onset Niemann-Pick type B
J Pérez López, L Ceberio, J Villarrubia, M Del Toro, C Carnicer

P-008 Moved to 10. Urea Cycle disorders

P-009 Ten year specialized adult PKU care in Germany: experience from
Leipzig
U Mütze, A G Thiele, C Baerwald, W Kiess, S Beblo

P-010 Moved to 09. Other Amino Acid Disorders

P-011 Dental and periodontal manifestations of glycogen storage diseases
M Biosse Duplan, A Louzoun, A Perry, A Hubert, P Labrune, C
Chaussain

P-012 What should we do to improve adult-oriented biochemical genetic
testing?
M Ostrozlikova, D Behulova, D Holesova, C Sebova, K
Brennerova, V Bzduch, A Hlavata, J Rovensky, J Saligova, I
Ostrovsky, R Gorova, J Skodova, J Pereckova, A Salingova

P-013 Moved to 09. Other Amino Acid Disorders

P-014 Glycogen storage disease type I, intestinal inflammatory disease
and ankylosing spondylitis: unusual complications of a rare
disorder
PCastro-Chaves, M Teresa Cardoso, E Rodrigues, C Vasconcelos,
C Vaz, L Vilarinho, E Leão Teles

P-015 Bone profile and metabolic control in adults with cystathionine
β-synthetase (CBS) deficiency.
J F G Estrella, M McLean, M Tchan, K Bhattacharya, B Wilcken,
C F Munns

P-016 Moved to 11. Organic acidurias: branched-chain

P-017 Lysosomal storage diseases in a neurologic adult outpatient clinic
AGouveia, C Duque, P Garcia, L Diogo, L Lacerda, MCMacário

P-018 Moved to 14. Disorders of fatty acid oxidation and ketone body
metabolism

P-019 The outcomes of liver transplantation in adults with inborn errors
of metabolism
C Morel, H Bell, J Semotok, H Faghfoury

02. Novel diagnostic/laboratory methods

P-020 A liquid chromatography tandem mass spectrometry
(LC-MS/MS) method for contemporary measurement of
aminolevulinic acid (ALA) and porphobilinogen (PBG) levels in
plasma and urine
C Turgeon, H Ahlman, E Sardh, K M Raymond, S Tortorelli

P-021 Flow injection liquid chromatography mass spectrometry
(FIA-MS/MS) analysis for lysosomal and peroxisomal disorders
in dried blood spots (DBS)
S Tortorelli, C Turgeon, D Gavrilov, D Oglesbee,
K M Raymond, P Rinaldo, D Matern

P-022 Anthropologist's contribution supporting diagnosis of rare diseases
A Różdżyńska-Świątkowska, A Tylki-Szymanska

P-023 Knowledgebase and mini-expert platform for Inborn Errors
of Metabolism (IEMBASE)
J Lee, W Wasserman, G F Hoffmann, C Van Karnebeek, N Blau

P-024 Targeted analysis in urine by high resolution nuclear magnetic
resonance spectroscopy (NMRS) and gas chromatography/mass
spectroscopy (GC/MS) in the selective screening program
for inborn errors of metabolism
C Cannet, L Beedgen, F K Trefz, J G Okun, C D Langhans,
H Schäfer, M Spraul, G F Hoffmann

P-025 A novel plasma biomarker for Snyder Robinson Syndrome
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P-026 Vacuolated lymphocytes – a biomarker for disease severity in
neuronal ceroid lipofuscinosis type 3?
M Oostendorp, C Van Alfen, S Nierkens, A Huisman, P M Van
Hasselt
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A J Horman, E Smith, H Y Wu, J A Cooper, M J Henderson
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mass spectrometry (LC-MS/MS) method, applied to disorders
of organic acid, fatty acid and ketone metabolism
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P-030 Urine keratan sulfate (uKS) in Morquio A patients measured
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P Harmatz, E Izzo, P Lavoie, G La Marca, D Millington,
M Trinh, N Van Vlies, F Varfaj, FA Wijburg, T Wood, H Zhang,
N Miller
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FA Wijburg, C Auray-Blais, K Ellsworth, R Giugliani,
P Harmatz, E Izzo, P Lavoie, D Millington, T Wood,
N Van Vlies, H Zhang, N Miller

P-032 Determination of S-adenosylmethionine and S-
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for differential diagnosis of hypermethioninemia
D A Kozłowski, A Bogdańska, M Pajdowska, L Nowicki

P-033 Validation of different blood collection methods for Fabry
Disease screening
V G Pereira, M C Braga, J U S Yamamoto, A R Esteves,
A M Martins, V D'Almeida

P-034 Metabolic investigations of intact fibroblasts by 1H HR-MAS
NMR Spectroscopy
S Eggimann, G Diserens, D Hertig, M Vermathen,
J Furrer, P Vermathen, J M Nuoffer

P-035 Simultaneous measurement of glycolytic intermediates
using liquid chromatography tandem mass spectrometry
B T Wang, K Schmidt, J Okun, S W Sauer
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analyzer for phenylalanine and tyrosine monitoring–implications
for clinical management of patients with hyperphenylalaninemia
U Groselj, S Murko, M Zerjav Tansek, J Kovac, A Trampus
Bakija, B Repic Lampret, T Battelino

P-037 Performance of a 6-plex enzyme assay for the diagnosis of
Gaucher disease, Fabry disease, Krabbe disease, Niemann-Pick
disease A/B, Pompe disease and mucopolysaccharidosis type
I from dried blood spots.
M H Gelb, E Ranieri, S Stark

P-038 Urine sepiapterin excretion as a new diagnostic marker for
sepiapterin reductase deficiency

C L Carducci, S Santagata, J Friedman, E Pasquini, M Tolve,
C A Carducci, A Angeloni, V Leuzzi

P-039 Development of a LC-MS global metabolomics method for
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B Woldseth, I Sæves, K Elgstøen

03. Newborn screening

P-040 Newborn screening for lysosomal storage diseases using tandem
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P-041 Potential pitfall in screening for argininosuccinic acidemia by
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D Puri, R Saxena, J Verma, I C Verma
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08. Sulphur amino acid disorders

P-172 Chronic hyperhomocysteinemia increases inflammatory markers
in skeletal muscle of rats
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type B associated with a novel mutation – case report
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P-184 Poor adherence to treatment is the commonest cause of a
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P-191 Functional characterization of novel missense variants identified
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E P Treacy
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study
M Stange, J Prüfe, H Hartmann, A M Das

P-202 Ketogenic diet in the management of nonketotic
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D Gunaydin, S Altay, H Onal, H Cam

P-203 An autosomal dominant oculocutaneous albinism with a novel
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P-204 Case Report: The Hartnup-disease found by NMR spectroscopic
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P-218 NMR Spectroscopy as a tool in differential diagnosis, our
experience in a patient suspected for tyrosinemia type I
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10. Urea cycle disorders

P-008 Selective regulation of Sirtuin 5 in human liver samples of
patients with urea cycle disorders
A B Potthast, J Bednarczyk, U Baumann, A M Das

P-219 Status of glutathione in Indian children with citrullinemia type I
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P-223 Mild citrullinemia in Turkish patients: Report of three patients
A C Aktuglu Zeybek, E Kiykim, T Zubarioglu, M S Cansever,
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P-224 Clinical utility of urinary phenylacetylglutamine (U-PAGN)
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B F Scharschmidt, B Lee, G A Diaz, W Rhead, U Lichter-
Konecki, A Feigenbaum, S A Berry, C Le Mons, J Bartley,
N Longo, S C Nagamani, W Berquist, R Gallagher, C Harding,
S E McCandless, W Smith, A Schulze, M Marino, D F Coakley,
M Mokhtarani
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P-227 Huperammonemia in paediatric intensive care: differences
between hepatic and metabolic causes
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P-228 Bleeding disorders in patients with argininemia
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P-229 Brain-derived neurotrophic factor (BDNF) -dependent synaptic
biomarkers in a group of patients with urea cycle disorders (UCD)
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P-230 The challenging face of arginase 1 deficiency: early neonatal
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11. Organic acidurias: branched-chain

P-016 Propiogenesis in the brain: implications for the management of
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P-231 Methylmalonyl-CoA epimerase deficiency presenting
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P-233 A case of methylmalonic acidemia (MMA) complicated by
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B H Lee, H W Yoo
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E Van Dam, K Vande Kerckhove, T A M Van den Hurk, E M C
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C Timmer, L Tomlinson, A Tooke, E Van Dam, K Vande
Kerckhove, T A M Van Den Hurk, E M C Van Der Ploeg, M Van
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M Duyu, C Kabasakal, S Habif, M Çoker
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P-241 Challenge of two siblings with methylmalonic aciduria: Liver
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P-243 Two patients with cobalamin A deficiency and novel mutations
M Gunduz, E Ozaydin, N Koc, O Unal

P-244 A patient with isovaleric acidemia with novel mutations in
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M Gunduz, N Koc, O Unal

P-245 High prevalence of movement disorders in four inborn errors
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A Kuiper, M A Coenen, H Eggink, M A J Tijssen, T J De Koning

P-246 Evaluation of the L-carnitine role on the urinary parameters
of oxidative stress in maple syrup urine disease patients
G B G Guerreiro, C P Mescka, D M Coelho, A Monalissa,
C S Dutra-Filho, M Wajner, C R Vargas

P-247 Impaired mitochondrial oxidative phosphorylation and oxidative
damage are detected in brain, heart and muscle of a mouse
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M Sánchez-Aragó, A Guenzel, B Perez, M Barry, M A
Martin-Casanueva, J M Cuezva, E Richard, L R Desviat

P-248 Treatment of extrapyramidal disorders in propionic aciduria
(PA) and methylmalonic aciduria (MMA)
A Celato, C Cazzorla, F Furlan, M Del Rizzo, L Giordano,
A Antonini, S Sartori, A B Burlina, A P Burlina

P-249 Generation and characterization of iPS cells as a cellular model
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B Perez, L R Desviat

P-250 Chemokine production induced by 2-methylcitrate in 3D
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P-251 Excellent outcome of patient with congenital lactic acidosis
with riboflavin supplementation
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P-252 Molecular mechanisms and interactions in methylmalonic
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P-253 Functional analysis of missense variants in D-2-hydroxyglutarate
dehydrogenase gene
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P-259 Molecular genetics of maple syrup urine disease in Brazilian
patients
J S Camelo Jr., A V B Margutti, I V D Schwartz, W A Silva Jr.

P-260 The first reported case of pregnancy in 3-methylglutaconic
aciduria type I (3-MGA type 1)
E Davoren, L J Mienie, B C Vorster, M Dercksen

P-261 Low-leucine encephalopathy in maple syrup urine disease:
could a shift in brain leucine be to blame?
P K Hamilton, K Ryan, C Loughrey, N McStravick, D Cardy,
G M Connolly

P-262 Identification of a novel mutation in start codon of MMAB gene
in an Indian family with methylmalonic acidemia using targeted next
generation sequencing and prenatal diagnosis
D Gupta, S Bijarnia-Mahay, V L Ramprasad, S Kohli,
R Saxena, S Yamaguchi, R Deb, I C Verma

P-263 Profound biotinidase deficiency: natural course of the disease
and impact of treatment in adult patients
M Demirkol, E Çakar, D Güneş, M Karaca, M C Balcı,
Ü Türkoğlu, I Ozer, G Gokcay

P-264 Organic acid disorders: Burden of disease in North India
C Kumari, S Ramji, S Kapoor

P-265 Isovaleric acidemia and nephronophthisis: A case report.
K C Donis, F Poswar, C F Lorea, A A Silva, C F M Souza,
F P Vairo, L F Refosco, I V D Schwartz

12. Organic acidurias: others

P-266 A novel frameshift mutation of malonyl-CoA decarboxylase
deficiency
M Ersoy, M B Akyol, S Ceylaner, N Bicer Cakır, B Bursal
Duramaz

P-267 Functional characterization of novel variants found in ASPA gene
associated with Canavan disease
M I Mendes, D E Smith, A Pop, U Holwerda, G S Salomons

P-268 Living with intoxication-type inborn errors of metabolism - a
qualitative analysis of focus group interviews with paediatric
patients and their caregivers

N A Zeltner, M A Landolt, M R Baumgartner, S Lageder,
J Quitmann, R Sommer, C Mühlhausen, A Schlune,
S Scholl-Bürgi, D Karall, M Huemer

P-269 Expanding clinical phenotype in CMAMMA and new tools
for fast metabolic diagnostics
M G M De Sain-van der Velden, M Van der Ham, J J Jans,
G Visser, H C M Prinsen, N M Verhoeven-Duif, K L I Van
Gassen, P M Van Hasselt

P-270 Withdrawn

P-271 Ethylmalonic encephalopathy: diagnosis of a turkish case after
unknown death of two children in the family
N Onenli Mungan, D Kor, B Seker Yilmaz, D Bulut, G Mert,
F Incecik, S Ceylaner

P-272 In vivo magnetic resonance spectrocopy in an adult case
of L-2-hydroxyglutaric aciduria
M Ete, B Audoin, P Viout, M Guye, J Pelletier, E Kaphan

P-273 Inborn errors of cerebral L-lysine metabolism: different
degradation pathways and the role of brain peroxisomes
R Posset, S Opp, E A Struys, A Völkl, H Mohr, G F Hoffmann,
S Kölker, S W Sauer, J G Okun

P-274 Anaplerotic therapy in propionic acidemia
N Longo, L B Price, E Gappmaier, N L Cantor, S L Ernst,
C Bailey, M Pasquali

P-275 A treatable cause for childhood bulbar pulsy, Fazio-Londe
disease.
W Eyaid, M Rifai, H Alem, T Hazwani

P-276 Malonic aciduria: marked clinical variability in a
consanguineous family
B Sudrié-Arnaud, S Torre, A Goldenberg, F Kundul,
C Brasse-Lagnel, O Duhamel, G S Salomons, E Tourancheau,
S Marret

P-277 Expanding the phenotype in aminoacylase 1 (ACY1)
deficiency: characterization of the molecular defect in a
63-year-old woman with generalized dystonia
J O Sass, J Vaithilingam, C Britschgi, C C S Delnooz,
B P Van den Warrenburg, R A Wevers

P-278 Oxidative stress in patients with 3-hydroxy-3-methylglutaric
aciduria and the role of L-carnitine therapy
C E D Jacques, G S Ribas, M M Dos Santos, T Hammerschmidt,
G B G Guerreiro, J L Faverzani, A Sitta, D M De Moura,
H M De Souza, M Wajner, R Giugliani,
C R Vargas

P-279 Withdrawn

P-280 A long term follow-up study of 8 individuals with
asymptomatic propionic acidemia
Y Watanabe, K Tashiro, K Aoki, M Inaba, C Yanagiuchi,
Y Suzutani, H Ishii, Y Kinoshita, G Tajima, T Yorifuji,
Y Shigematsu, Y Maeda, Y Nakajima, T Inokuchi,
T Matsuishi

P-281 Ethylmalonic encephalopathy in an Indian boy: a report
of mutations in ETHE1 gene
S Bijarnia-Mahay, D Gupta, Y Shigematsu, S Yamaguchi,
R Saxena, I C Verma

P-282 Mutation screening study in Turkish patients with
L-2-hydroxyglutaric aciduria
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D Yucel-Yilmaz, R K Ozgul, O Unal, T Coskun, S Sivri,
A Tokatlı, A Dursun

P-283 Mutation identification and prenatal diagnosis of biotinidase
deficiency in Indian patients
D Gupta, S Bijarnia-Mahay, S Kohli, J Verma, R Saxena,
R D Puri, B Vyas, Y Shigematsu, S Yamaguchi, I C Verma

P-284 Organic Acidurias Diagnosis. A critical review of our
experience
O Y Echeverri, J M Guevara, N F Pulido, Y A Ardila,
E Espinosa, L Cabarcas, L N Correa, L A Barrera

P-285 Behavioural and emotional problems, intellectual impairment
and health related quality of life in patients with organic
acidurias and urea cycle disorders
D Jamiolkowsky, S Kölker, E M Glahn, I Barić, J Zeman,
M R Baumgartner, C Mühlhausen, A Garcia Cazorla,
F Gleich, G Haege, P Burgard - on behalf of the
E-IMD consortium

13. Carbohydrate disorders

P-004 Correction of glycogen storage disease type IV by
AAV-mediated gene therapy
B Sun, H Yi, Q Zhang, C Yang, P S Kishnani

P-286 Glycogen storage disease type III presents with a markedly
reduced serum apolipoprotein C-III sialylation
N Ondruskova, T Honzik, H Kolarova, H Poupetova, J Zeman,
H Hansikova

P-287 D-galactose alters behavioral and biochemical parameters in
hippocampus and cerebellum of rats
A F Rodrigues, H Biasibetti, E F Sanches, P Pierozan,
B S Zanotto, M Sebotaio, A T S Wyse

P-288 Alternative night-time nutrition regimens in glycogen storage
disease type I: a controlled crossover study
M Hochuli, E Christ, F Meienberg, R Lehmann, J Krützfeldt,
M R Baumgartner

P-289 Features of functioning of humoral immunity in children with
hepatic forms of glycogen storage disease (GSD).
O V Kurbatova, T V Bushueva, A N Surkov, R S Zakirov, S I
Polyakova, L V Miroshkina, I V Samokhina, T D Izmailova,
G F Semenova, A V Nikitin, E V Freidlin, O S Melnichuk,
E L Semikina, S V Petrichuk

P-290 Grey matter density abnormalities in patients with classic
galactosemia: a voxel based morphometry study
I Timmers, L Van der Korput, B M Jansma, M E Rubio-Gazalbo

P-291 Polish patient diagnosed with glycogen synthase deficiency
homozygous for newly identified mutation in GYS2 gene
E Szymanska, U Watrobinska, D Rokicki, E Ciara, P Halat,
R Ploski, A Tylki-Szymanska

P-292 Resting energy expenditure in children with glycogen storage
diseases.
E Szymanska, E Ehmke vel Emczynska, D Rokicki,
A Tylki-Szymanska, J Ksiazyk

P-293 Classic galactosemia: a GALT knockout zebrafish
B Van Erven, J M Vanoevelen, J Bierau, H J Smeets,
A I Coelho, M E Rubio-Gozalbo

P-294 Hepatic glycogen synthase deficiency: an infrequently
recognized cause of ketotic hypoglycemia
F T Eminoglu, V Korkmaz, O Dur, M Ekim

P-295 Two successful pregnancies in a woman with glycogen
storage disease (GSD) type IIIa
S Paci, C Montanari, V M Tagi, A Re Dionigi, E Salvatici,
M Giovannini

P-297 A novel mutation in the ABCC8 gene causing a variable
phenotype of impaired glucose metabolism in the same family
E Maines, K Hussain, S E Flanagan, S Ellard, C Piona,
G Morandi, S Dal Ben, P Cavarzere, FAntoniazzi, A Dianin,
A Bordugo, R Gaudino

P-298 Ketogenic diet in congenital hyperinsulinism: a novel approach
to prevent brain damage
A Maiorana, L Manganozzi, F Barbetti, S Bernabei, G Gallo,
R Cusmai, S Caviglia, C Dionisi-Vici

P-299 Glucose tetrasaccharide biomarker in 24 hour urine collections
from patients with glycogen storage disease IIIa
S Austin, M Stefanescu, A Werneke, H Zhang, P S Kishnani, S Young

P-300 A patient with a novel mutation in the GALT gene, and initially
misdiagnosed with a Congenital Glycolysation Defect
M Gunduz, E Ozaydin, N Koc, C T Kirsaclioglu, S Unal, O Unal

P-301 A patient with Fanconi Bickel syndrome and a novel mutation
M Gunduz, F Gurbuz, O Unal

P-302 The diagnosis and monitoring of Galactosemia using NMR
spectroscopy
N Usurelu, A Nicolescu, D Blanita, C Boiciuc, D Rotaru,
V Sacara, S Gatcan, S Garaeva, I Tarcomnicu, D Stambouli,
L Szonyi, L Balogh, C Deleanu

P-303 Nutritional status and body composition of patients with
hepatic Glycogen Storage Diseases treated at Hospital de
Clínicas de Porto Alegre, Brazil
T Nalin, K C Grokoski, B B Dos Santos, I D S Perry, L F Refosco,
F P VAIRO, C F M Souza, I V D Schwartz

P-304 Fructose-1,6-bisphosphatase deficiency: natural course of the
disease with relevance to diagnosis and treatment in 23 patients
G Gokcay, Y S Shin, T Podskarbi, M C Balci, M Karaca,
M Demirkol

P-305 Fructose 1,6-biphosphatase (FBP) deficiency in early
childhood: 5 Turkish cases
D Bulut, B Seker Yilmaz, D Kor, S Ceylaner, O Ozgur Horoz,
N Onenli Mungan

P-306 Serbian patients with early manifestations of
hyperinsulinism-hyperammonemia syndrome
A Sarajlija, T Milenkovic, M Djordjevic, B Kecman, S Grkovic

P-307 Heterogeneity in glycogen storage disease type Ia
T G J Derks, D J Reijngoud, G PA Smit, M H Oosterveer

P-308 High prevalence of fractures in glycogen storage disease type
I (GSD-I)
R M Van der Ende, D H Martens, G PA Smit, T G J Derks,
E Van der Veer
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P-309 Molecular characterization of mutations in Serbian patients with
glycogen storage diseases
A Skakic, K Klaassen, J Kostic, M Djordjevic, A Sarajlija, B Kecman,
N Kotur, B Stankovic, S Srzentic, S Pavlovic, M Stojiljkovic

P-310 Identification of key genetic modifiers of neuromuscular
synaptogenesis in a Drosophila classic galactosemia disease
model
P P Jumbo-Lucioni, W Parkinson, K B Broadie

P-311 Glycogen storage disease (GSD): Epidemiological data for
106 patients from a single metabolic clinic in Athens with
up to 23 years follow up
E Drogari, N Manolaki, E Tsambounis, O Laskos, E Manessis,
S Hatjiyannis

P-312 Congenital and perinatal Glycogen Storage Disease type IV:
clinical, pathological and biological data in 5 cases.
M Pettazzoni, N Streichenberger, P Mezin, C Clamadieu,
J Roume, A Gelot, S Duband, F Prieur, C Vianey-Saban,
M Piraud, R Froissart

P-313 Delay before spontaneous remission in 162 patients with
congenital hyperinsulinism medically treated
J B Arnoux, C Roda, C Saint-Martin, A S Guemann, C Grisel,
C Bellanne-Chantelot, P De Lonlay

P-314 Genotypic profile of Brazilian patients with classic galactosemia
and study of the genotype-phenotype correlation.
J S Camelo Jr., D F Garcia, M Turcato, G A Molfetta,
A A Marques, C F M Souza, G Porta, C E Steiner, W A Silva Jr.

P-315 A novel mutation of the GBE1 gene in a patient with the
non-progressive hepatic form of type IV glycogen storage disease
M Ersoy, Z Onal

P-316 Detection of common GALT mutations through ARMS
U Mahmood, H A Cheema, S Mahmood

P-317 Hyperinsulinism: a quality of life study
S Caviglia, A Maiorana, F Tonto, P Bazzu, L Manganozzi,
C Dionisi-Vici

P-318 A new phenotype of glycogen storage disorder associated
with brain atrophy, epilepsy, arthrogryposis and polyglucosan
body myopathy
D Martinelli, A Taddei, E Bevivino, L Manganozzi, A Oldfors,
A Inserra, C Dionisi-Vici

P-319 Exercise-induced lactic acidosis and abnormal phagocytosis in a
patient with transaldolase deficiency
K Tsiakas, M Hempel, M M C Wamelink, L Kremer, H Prokisch,
T B Haack, R Santer

14. Disorders of fatty acid oxidation and ketone body metabolism

P-018 Attention deficit-hyperactivity disorder as a dominant clinical
presentation in OCTN2 deficiency
A M Lamhonwah, I Baric, J Lamhonwah, M Grubic, I Tein

P-320 Identification of novel and recurrent ACADS mutations and
phenotypic characterization of Korean patients with short-chain
acyl-CoA dehydrogenase deficiency
C K Cheon, J M Ko

P-321 Synergistic effects of low doses of resveratrol and bezafibrate for
correction of CPT2 and VLCAD deficiencies in patient fibroblasts
F Djouadi, C Le Bachelier, F Habarou, J Bastin

P-322 Mitochondrial trifunctional protein deficiency in human cultured
fibroblasts: effects of bezafibrate
F Djouadi, F Habarou, C Le Bachelier, S Ferdinandusse, D
Schlemmer, J F Benoist, A Boutron, B S Andresen, G Visser,
P De Lonlay, S Olpin, T Fukao, S Yamaguchi, A W Strauss,
R J A Wanders, J Bastin

P-323 Short-chain acyl-CoA dehydrogenase deficiency is not a disease:
common ACADS variants and mutations have no clinical significance
W J Rhead

P-324 Basal ganglia involvement in mitochondrial acetoacetyl-CoA
thiolase deficiency
S Paquay, P De Lonlay, D Dobbelaere, A Fouilhoux, N Guffon,
F Labarthe, K Mention, G Touati, V Valayannopoulos,
C Vianey-Saban, M Schiff

P-325 Fatty acid oxidation flux data from 304 symptomatic patients
diagnosed with a range of fatty acid oxidation disorders
facilitates the prediction of phenotype in screen positive
babies from Newborn Screening programs
S E Olpin, J M Webb, S Clark, J Dalley, H Hind, J Croft,
S Colyer, N Manning, C Scott, R Kirk, J Bonham,
M Dowling, S Yap, E Glamuzina, M Sharrard

P-326 Accumulation of long-chain acylcarnitines impairs lung
function by inhibiting pulmonary surfactant
C Otsubo, S Bharathi, R Uppala, K McHugh, O Ilkayeva,
D Wang, Y Zou, J Wang, J Alcorn, Y Zuo, M Hirschey,
J Vockley, E Goetzman

P-327 Correlation between genotype and residual enzyme activity:
does this concept work in VLCAD-deficiency?
S Tucci, C Braun, U Stein, S Behringer, U Spiekerkoetter

P-328 Hyperprolinemia in primary and secondary MAD deficiencies
C Pontoizeau, F Habarou, A Brassier, C Grisel, J B Arnoux,
R Barouki, B Chadefaux-Vekemans, C Acquaviva,
P De Lonlay, C Ottolenghi

P-329 Phospholipids remodelling in liver of a long chain acylCoA
dehydrogenase mouse model
A Imbard, E Goetzman, A Thiemele, C Otsubo, D Schlemmer,
M Schiff, J Vockley, J F Benoist

P-330 Biochemical and molecular study of carnitine-acylcarnitine
translocase deficiency in a neonate with hyperammonemic
encephalopathy
H Y Leong, L H Ngu, N A Abd Azize, Y Yakob, A Habib,
Z Md Yunus, A Catchpole, S Yap, S Olpin

P-331 Characterizing the molecular architecture of mitochondrial
energy metabolism
J Vockley, Y Wang, J Palmfeldt, X Zeng, N Yates, N Gregersen

P-332 Thermolability of fat oxidation flux in a medium chain
acyl-CoA dehydrogenase deficient (MCADD) patient
homozygous for the c.199T>C mutation
S L Hulley, S E Olpin, S Clarke, R Kirk, M Downing,
M J Sharrard

P-333 Report of five Turkish patients with ketolysis defects and
four novel mutations
N Onenli Mungan, B Şeker Yılmaz, D Kör, D Bulut, M Ökten,
D Yıldızdaş, S Ceylaner, T Fukao

P-334 Serum C14:1/C12:1 ratio is a sensitive diagnostic marker for
VLCAD deficiency
K Yamada, R Bo, H Kobayashi, Y Hasegawa, S Yamaguchi
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P-335 Autosomal dominant monocarboxylate transporter-1 (MCT1,
SLC16A1) deficiency as a cause of recurrent ketoacidoses
J O Sass, B Lewis, L Greed, D Meili, A Flier, R Yamamoto,
K Bilić, C Till, S Balasubramaniam

P-336 Clinical and genetic investigation of Japanese 16 patients
with trifunctional protein deficiency
R Bo, J Purevsuren, T Fukao, K Yamada, H Kobayashi,
Y Hasegawa, S Yamaguchi

P-337 Does lipoic acid alleviate pathophysiology in medium-chain
acyl-CoA dehydrogenase deficiency?
Z Nochi, R I D Birkler, R K J Olsen, T J Corydon,
N Gregersen

P-338 Molecular characterization of new ACADS gene alterations
in SCADD patients
R Tonin, A Caciotti, S Funghini, E Pasquini, E Procopio,
M A Donati, S D Mooney, F Baronio, I Bettocchi, A Cassio,
G Biasucci, A Bordugo, R Guerrini, A Morrone

P-339 An attempt to rescue medium-chain acyl-CoA dehydrogenase
(MCAD) disease-causing variants by small molecules
J Nunes, N Palir, C A Bonito, F Louro, J Camilo, P Leandro,
F V Ventura

P-340 The value of combined biochemical and genetic testing in
suspected SCAD deficiency; case reports of three families
R J Kirk, H Y Leong, J M Croft, N Gregersen, J Watkinson, I M
Nesbitt, S E Olpin, S Yap

P-341 Carnitine palmitoyltransferase 1A deficiency associated with
acute tubular necrosis, hepatic failure and loss of acquired
functions after the H1N1 infection
M Ersoy, B Bursal Duramaz, O Yesilbas, H S Kıhtır,
H S Kıhtır, E Sevketoglu

P-342 Acylcarnitine isomers differentiation to help in beta-oxidation
disorders diagnosis
A Jeoual, C Moreau, D Dobbelaere, A F Dessein, K Mention,
B Deprez, M Balduyck, G Briand, T Beghyn

P-343 OXCT1 heterozygous carriers could develop severe ketoacidotic
episodes in conjunction with ketogenic stresses
H Sasai, Y Aoyama, H Ohtsuka, O Ohara, T Fukao

P-344 Metabolic investigation of very long chain acyl-CoA
dehydrogenase deficiency
M Lund, C B Nielsen, M Johannsen, N Gregersen

P-345 Triheptanoin lowers cardiac workload compared to medium-chain
triglyceride (MCT) in patients with long-chain fatty acid oxidation
(FAO) disorder
M B Gillingham, C O Harding, A Goldstein, A El-Gharbaway,
E McCracken, J Martin, J Vockley

P-346 A survey of UK usage of L-carnitine in children with medium
chain acyl CoA dehydrogenase deficiency (MCADD)
S Sreekantam, S Santra, S Vijay

P-347 A case of late onset riboflavin-responsive multiple acyl-CoA
dehydrogenase deficiency manifesting as recurrent vomiting
Ç S Kasapkara, S Şenel, M Kılıç, M Acar, F Özbay-Hosnut,
H I Aydın, S Ceylaner

P-348 LCHAD deficiency diagnosed in 42-year-old woman:
case report
J Taybert, J Sykut-Cegielska, A Kowalik, K Boczoń,
M Ołtarzewski, E Jabłońska, A Sobczyńska-Tomaszewska

P-349 Response to compassionate use of triheptanoin in infants with
cardiomyopathy due to long chain fatty acid oxidation defects
(LC-FAODs)
J Vockley, J Charrow, J Ganesh, M Eswara, G A Diaz, G Enns,
D L Marsden

P-350 First two patients with mitochondrial HMG-CoA synthase
deficiency in Asia
Y Nakajima, T Fukao, Y Nakano, H Sasai, Y Aoyama, S Kato,
Y Hasegawa, Y Sakai, T Yoshikawa, T Ito

P-351 SCOT deficiency: the role of peritoneal dialysis in treatment of attack
E Canda, M Köse, M Kağnıcı, H Yazıcı, C Kabasakal,
S Habif, S Kalkan Ucar, M Çoker

P-352 HMG CoA Lyase deficiency and Kaposiform lymphangiomatosis:
Bad luck or increased risk?
K A Chapman, S Yang, K Cusmano-Ozog

P-353 Neuropsychological outcome in patients with long-chain
3-hydroxyacyl-CoA dehydrogenase (LCHAD) deficiency
A Strandqvist, C Bieneck Haglind, R H Zetterström, A Nemeth,
U Von Döbeln, M Halldin Stenlid, A Nordenström

P-354 Multidisciplinary retrospective study of homocystinuria
patients followed at Reference Center for Inborn Errors
of Metabolism (CREIM) of Universidade Federal de
São Paulo (UNIFESP)
B J Frangipani, C S C Mendes, M A Curiati, J A O Silva,
R B Oliveira, S O Kyosen, V D'Almeida, A M Martins

P-355 Prenatal diagnosis of brain malformations in patients with
Multiple AcylCoA Dehydrogenase Deficiency
M Gomez, A Macaya, F Camba, I Delgado, E Vazquez,
J A Arranz, C Carnicer, A Ribes, A Navarro-Sastre, M Del Toro

P-356 Functional and molecular evaluation of patients with primary
carnitine deficiency.
M Frigeni, X Yin, M Pasquali, N Longo

P-357 Late-onset of Multiple Acyl-CoA Dehydrogenase Deficiency
(MADD) and rhabdomyolisis: A case report
K C Donis, C F Lorea, A A Silva, L F Refosco, F P Vairo,
C F M Souza, L Vilarinho, A Sitta, C R Vargas, I V D Schwartz

P-358 VLCAD deficiency leads to chronic inflammation with an
atypical cytokine and activated monocyte signature
H J Mroczkowski, S J Mihalik, Z Swigonova, J J Michel,
J C Ralphe, A N Vallejo, J Vockley

P-359 Management of HMG-CoA lyase deficiency: a review of five
cases from a single centre
D Petkovic Ramadza, L Abulhoul, S Grünewald, M Cleary,
M Dixon

P-360 Brain and muscle redox imbalance elicited by acute ethylmalonic
acid administration
P F Schuck, L S Galant, B K Ferreira, F Malgarin, F Petronilho,
F Dal-Pizzol, E L Streck, G C Ferreira

P-361 Obesity and overweight in a cohort of patients with fatty acid
oxidation disorders
I R Luz, P Garcia, L Diogo, A Faria

15. Disorders of pyruvate metabolism and the Krebs cycle

P-362 Lactic acidosis and neonatal death in a patient with deficiency
of the E2 subunit of the pyruvate dehydrogenase complex
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J A Mayr, B Burnyte, R Snariene, R G Feichtinger,
FA Zimmermann, V Lunzer, S B Wortmann, I Baskirova,
N Drazdiene, U Algirdas,
W Sperl

P-363 Phenotype and genotype analysis of Indian patients with
Pyruvate Carboxylase deficiency
N Gupta, G Verma, S Sharma, S Shastri, V Valayannopoulos,
S Monnot, M Kabra, P Kaur

P-364 Fumaric aciduria: is arginine aspartate a treatment option?
P Janeiro, T Moreno, I Jardim, R Neiva, L Vilarinho, I Tavares
de Almeida, A Gaspar

P-365 Variable phenotypes in nine Arab patients with dihydrolipomide
dehydrogenase deficiency due to homozygous c.685G>T
mutation in the DLD gene
N Makhseed, M Almureikhi, N Shahbeck, R A.Rahman,
L Mahmoud, R J Rodenburg, T Ben-Omran

P-366 Deficiency of the mitochondrial pyruvate carrier subunit MPC1
in a patient with splenomegaly, epilepsy and diabetes mellitus
N Makhseed, B E Assmann, U Kotzaeridou, R G Feichtinger,
L Matakovic, S B Wortmann, T B Haack, H Prokisch,
G F Hoffmann, W Sperl, J A Mayr

16. Mitochondrial disorders: nuclear encoded

P-367 Resveratrol attenuates oxidative stress in complex I-deficient
fibroblasts: involvement of SIRT3, ER and ERRalpha
L Mathieu, A Lopes Costa, C Le Bachelier, A Slama,
A S Lebre, R W Taylor, J Bastin, F Djouadi

P-368 A preterm infant who had hemophagocytic lymphohistocytosis
(HLH) caused by mitochondrial respiratory chain disorders (MRCD)
K Fuwa, M Kanno, H Miyabayashi, K Kawabata, K Kanno,
M Kubota, M Shimizu

P-369 AIFM1 deficiency with cardiac involvement: description of three
new cases
J Kulhanek, M Tesarova, A Vondrackova, V Dvorakova, H
Hansikova, J Zeman, T Honzik, M Magner

P-370 Three families sharing acyl-coA dehydrogenase 9 deficiency:
from severe neonatal cardiomyopathy to ventricular
hypertrophy diagnosed at 12 years
J Dewulf, C Barrea, M F Vincent, C De Laet, R Van Coster,
S Seneca, S Marie, M C Nassogne

P-371 Leigh syndrome due to mutations in ECHS1 gene
L Gort, X Ferrer-Cortès, O Ugarteburu, J Narbona,
L Aldamiz-Echevarria, P Briones, J Montoya, B Morales-
Romero, S Pajares, A Arias, J Garcia-Villoria, F Tort, A Ribes

P-372 Massive exome sequencing identifies a novel heterozygous-
compound in ACAD9 gene in affected siblings with severe
lactic acidosis
B Merinero, I Bravo-Alonso, R Navarrete, L Rausell, I Vitoria,
A Blázquez, I García-Consuegra, M A Martín, M Ugarte,
P Rodríguez-Pombo

P-373 Gracile syndrome: A severe neonatal mitochondrial disorder
F T Eminoglu, H Akduman, B Atasay, O Erdeve, S Arsan,
S Ceylaner

P-374 A novel AIFM1 mutation expands the phenotype to an infantile
motor neuron disease
D Diodato, G Tasca, D Verrigni, A D'Amico, T Rizza,
G Tozzi, D Martinelli, M Verardo, F Invernizzi,

A Nasca, E Bellacchio, D Ghezzi, F Piemonte,
C Dionisi-Vici, R Carrozzo, E Bertini

P-375 Molecular genetic basis of an unusual biochemical phenotype
associated with NFU1 mutations
X Ferrer-Cortès, J Narbona, N Bujan, L Matalonga,
M Del Toro, J A Arranz, E Riudor, Á Garcia-Cazorla,
M O'Callaghan, M Pineda, C Jou, R Montero,
C L Alston, R W Taylor, P Briones, A Ribes, F Tort

P-376 Provision of a national diagnostic service for Barth syndrome:
a five year review
A Bowron, J Honeychurch, M Williams, V Powers, T Thorpe,
P H Thomas, C G Steward

P-377 New insights into mitochondrial structure in Barth syndrome
A Bowron, S J Groves, P Verkade, J Mantell, G Tilly,
P H Thomas, S J R Heales, C G Steward

P-378 Target sequencing for mitochondrial disorders
Y S Itkis, T D Krylova, P G Tsygankova, E Y Zakharova,
E S Ilyina, I D Fedonyuk, S V Mikhailova

P-379 High prevalence of complementary and alternative medicine
use in patients with genetically proven mitochondrial disorders
S Franik, H H Huidekoper, G Visser, M De Vries, L De Boer,
M Hermans-Peters, R J Rodenburg, C Verhaak, A M Vlieger,
J A M Smeitink, M C H Janssen, S B Wortmann

P-380 New features for Twinkle mutations: high alpha-fetoprotein
and abnormal CDG profile
J Bouchereau, S Vuillaumier Barrot, T Dupré, R Cardas,
Y Capri, A Slama, N Seta, M Schiff, L Servais

P-381 Insulin-responsive hyperglycemia and ketoacidosis: neonatal
diabetes as a red herring for mitochondrial complex III
deficiency
N Anastasio, B Drogemoller, M Tarailo-Graovac,
R Al Khalifah, L Legault, C Van Karnebeek, D Buhas

P-382 A case with SURF-1 mutation and hypertrophic olivary nuclear
degeneration
S Kalkan Ucar, M Köse, E Canda, C Eraslan, M Kagnici,
S Ceylaner, M Çoker

P-383 Diagnosis and management of drooling in children with
progressive dystonia - A case series of patients with
MEGDEL syndrome
D Blommaert, C C M Van Hulst, F J A Van den Hoogen,
C E Erasmus, S B Wortmann

P-384 Case report: atypical juvenile parkinsonism and basal ganglia
calcifications due to HSD10 disease
C F Lorea, A Sitta, R Yamamoto, PA F Paulo, F P Vairo,
C R M Rieder, M Wajner, I V D Schwartz, R Giugliani,
L B Jardim, J O Sass, J A Saute

P-385 Diagnosis and molecular basis of mitochondrial respiratory
chain disorders in Japan: comprehensive genomic
analysis for searching disease causes
M Tajika, K Murayama, T Fushimi, M Taniguchi, M Ishii,
M Ajima, M Shimura, K Ichimoto, T Tsuruoka, A Matsunaga,
T Yamazaki, M Mori, Y Kishita, Y Tokuzawa, M Kohda,
M Takayanagi, Y Okazaki, A Ohtake

P-386 Isolated complex III deficiency due to LYRM7 deficiency
in two siblings
K Tsiakas, M Hempel, T Haack, L Kremer, R Feichtinger,
W Sperl, J Mayr, H Prokisch, R Santer

S18 J Inherit Metab Dis (2015) 38 (Suppl 1):S1–S34



P-387 NDUFAF4 mutations in two siblings with dysmorphic
features, cardiomyopathy and 3-methylgutaconic aciduria
O Ugarteburu, F Tort, M T García-Silva, P Sanjurjo,
J García-Villoria, X Ferrer-Cortès, A Arias, P Briones,
A Ribes

P-388 The first male case with cardiomyopathy and isolated complex I
deficiency caused by hemizygous mutation in NDUFB11
gene
K Ounap, K Reinson, S Pajusalu, M Noukas, E Oiglane-Shlik,
R J Rodenburg, L P Van den Heuvel, T Reimand

P-389 A new patient with mutations in NADK2 and prolonged
survival
M A Ruiz, J García-Villoria, F Tort, O Ugarteburu,
X Ferrer-Cortès, L Matalonga, A Arias, M Girós, S Pajares,
P Briones, A Ribes

P-390 Two cases of ECHS1 deficiency with mitochondrial
encephalopathy and cardiomyopathy
A Matsunaga, K Murayama, T Matsubayashi, T Nagatomo,
M Mori, Y Kishita, Y Tokuzawa, M Kohda, Y Okazaki, A Ohtake

P-391 A case of coenzyme Q10 deficiency diagnosed by
next-generation sequencing
G Z Racz, T Kalmar, B Ivanyi, C Bereczki, Z Maroti

P-392 SUCLA2 deficiency, a deafness dystonia syndrome with
distinctive metabolic findings - report of a new patient and
review of the literature
R R Maas, A Della Marina, A P M De Brouwer, R A Wevers,
R J Rodenburg, S B Wortmann

P-393 Mutations in mitochondrial fission factor MFF, a new cause
of pediatric mitochondrial disorders
P J K Freisinger, J Koch, T Haack, R Feichtinger, J A Mayr,
U Ahting, M Pies, T Scheffner, H Prokisch, W Sperl

P-394 PUS1 and COX10 mutations in three Czech patients with
cytochrome c oxidase deficiency and haematological symptoms
M Tesarova, A Vondrackova, H Kratochvilova, V Dvorakova,
V Stranecky, K Berankova, J Langer, T Honzik, H Hansikova,
J Zeman

P-395 Chromosomal aberrations mimicking mitochondrial disorders
B Tumiene, B Tumiene, J Songailiene, E Preiksaitiene,
Z Ciuladaite, A Bandanskyte, V Kucinskas, A Utkus

P-396 Two new Turkish siblings with MEGDEL syndrome and novel
mutation
O Unal, M Gunduz, S Unal, D Yucel, R K Ozgul

P-397 Mutations in C10orf2 gene mimic clinical picture of
Niemann–Pick disease type C
S V Mikhailova, T Y Proshlyakova, E Y Zakharova

P-398 GDF-15 and FGF-21 are comparably sensitive and specific
biomarkers of mitochondrial diseases
F J Ramos, R Montero, D Yubero, D Henares, C I Ortez, M
O'Callaghan, M A Rodriguez, A E Nascimento, A Garcia
Cazorla, J Montoya, M Meznaric, L De Meirleir, S Kalko,
R Artuch, C Jimenez-Mallebrera

P-399 A new pathogenic mutation in the iron-sulfur cluster assembly
gene IBA57 causes impaired protein function leading to
massive early leukoencephalopathy
F G Debray, C Stumpfig, A V Vanlander, J Smet, V Dideberg,
C Josse, J H Caberg, F Boemer, V Bours, R Stevens, R Lill,
R Van Coster

P-400 Utilizing next-generation sequencing for diagnosis of
nuclear-gene encoded mitochondrial disorders
S Bijarnia-Mahay, R D Puri, P Dash, U H Kotecha,
S Kohli, R Saxena, P Balakrishnan, I C Verma

P-401 Mitofibrate CT1: a double-blind placebo controlled trial to
evaluate efficacy and safety of bezafibrate for patients
with mitochondrial myopathies
F B Lagler, J Koch, P Freisinger, J Mayr, A Moder, W Sperl

P-402 5-Aminolevulinic acid and iron can bring a cure for mitochondrial
respiratory chain disorders
A Ohtake, K Murayama, H Harashima, T Yamazaki,
Y Tokuzawa, Y Kishita, Y Mizuno, M Kohda, M Shimura,
T Fushimi, M Taniguchi, M Ajima, M Takayanagi, Y Okazaki

P-403 Gracile like syndrome caused by BCS1L gene mutations
E Rodrigues, P Eden Santos, A Teixeira, E Martins,
C Nogueira, L Vilarinho, E Leão Teles

P-404 A homozygous p.Trp22Arg NDUFB3 mutation identified in a
cohort of patients with mitochondrial complex I deficiency
presenting with persistent growth failure, subtle facial
dysmorphism and a variable metabolic phenotype
C Howard, C L Alston, P McCarthy, J P H Shield, P G Murray,
L He, R McFarland, I Knerr, A A Monavari, P E Clayton,
R W Taylor, E Crushell, J Hughes

P-405 FeS cluster biogenesis defect in a patient with mutations in
ISCA2
U Ahting, B Rolinski, T Haack, J A Mayr, B Alhaddad,
H Prokisch, W Sperl, T Meitinger, P Freisinger

P-406 RNase P complex formation is disrupted in HSD10 disease
A Amberger, A J Deutschmann, S Oerum, W J Yue,
J Zschocke

P-407 Molecular characterization of a mitochondrial tRNA processing
complex implicated in the HSD10 disease
S Oerum, J Kopec, F Fitzpatrick, A Amberger,
A J Deutschmann, J Zschocke, W W Yue

P-408 A novel presentation of EARS2-associated mitochondrial disease
R Oliveira, E W Sommerville, K Thompson, J Nunes, A Pyle,
M Grazina, P F Chinnery, L Diogo, R W Taylor, P Garcia

P-409 Unravelling a new mitochondrial disorder: PNPT1 mutations
causing Leigh syndrome with a complex movement disorder
C Lourenco, C Sobreira, W Marques Jr

17. Mitochondrial disorders: mtDNA

P-410 Leigh syndrome presenting with Wolff-Parkinson-White syndrome
due to a m.10254G>A mitochondrial DNA mutation
M Ersoy, M B Akyol, S Ceylaner

P-411 Are we missing MtDNA depletion syndromes in infants with
fulminant hepatic failure?
M M Joshi, K V Kudalkar, A B Jalan, R A Jalan, D H Shinde,
M A Borugale, J M Mahakal, N D Sonalkar, S Khubchandani,
V L Ramprasad

P-412 Body composition of adults with mitochondrial disease
H Zweers, S Leij, G Wanten, M C Janssen

P-413 Age-related decline in muscle mitochondrial function is different
between men and women
P Gaignard, E Lebigot, P Thérond, A Slama

J Inherit Metab Dis (2015) 38 (Suppl 1):S1–S34 S19



P-414 Respirometry in blood and fibroblasts of LHON patients
T Krylova, P Tsygankova, Y S Itkis, N L Sheremet, T A Nevinitsyna,
V A Malakhova, E Y Zakharova

P-415 Mitochondrial DNA mutations associated with autism spectrum
disorders
D Avdjieva-Tzavella, S Mihailova, H Kathom, E Naumova, R Tincheva

P-416 Unique presentation of LHON/MELAS overlap syndrome caused
by m.13046T>C in MTND5
H Kolarova, P Liskova, M Tesarova, V Kucerova Vidrova, O
Ulmanova, M Forgac, H Hansikova, T Honzik

P-417 Leigh-like syndrome due to homoplasmic m.8993T>G mutation
with unusual biochemical features suggestive of multiple carboxylase
deficiency (MCD) and hypocitrullinemia
S Balasubramaniam, B Lewis, L Greed, A Mattman, J M Fletcher,
C Van Karnebeek, J Christodoulou, R J Rodenburg

P-418 A very rare syndrome: Mitochondrial DNA depletion
syndrome
type 13
Z Onal, A Ersen, N Mutlu, M S Cansever, H Onal, E Adal

P-419 Primary coenzyme Q10 deficiency- type 4: A case report
O Kocak, G Kilic Yildirim, C Yarar, S Durmus Aydogdu,
K B Carman

P-420 Renal manifestations in DGUOK deficiency: an atypical presentation
J Nascimento, E S Silva, L Rocha, C Garrido, C Nogueira,
L Almeida, L Vilarinho, A Bandeira, E Martins

P-421 Blue and clear native electrophoresis in skin fibroblasts as a tool for
detection of mitochondrial disease
I Sosova, D Sinasac, F Snyder, S Hume, M Friederich, J Van Hove,
C White, L Resch, A Khan

P-422 Biochemical and mutational spectrum of mitochondrial disorders: 1
year prospective data from tertiary care centre of India
S Kumar, A Lomash, S Khalil, S K Polipalli, S Kapoor

P-423 Comparison of biochemical and molecular diagnosis in children
with Leigh syndrome
Y M Lee

P-424 Lipomas: an unexpected phenotype of mitochondrial DNAmutations
J Smet, A V Vanlander, D Creytens, B Lengelé, N Revencu,
S Seneca, R Van Coster

P-425 HSD10 is an independent prognostic marker for overall survival in
colorectal cancer (CRC) and regulates mitochondrial DNA
(mtDNA) copy number
A J Deutschmann, A Amberger, P Traunfellner, R G Feichtinger,
B Kofler, J Zschocke

P-426 Common mitochondrial syndromes but non typical mutations
E Y Zakharova, Y S Itkis, P Tsygankova, G E Rudenskaya, T Krylova

P-427 Atypical MEGDEL syndrome with hepatic presentation
S Nobre, R Amaral, P Garcia, L Almeida, M Grazina, L Vilarinho,
L Diogo, I Gonçalves

18. Other disorders of energy metabolism, creatine disorders

P-428 Study of creatine uptake by cultured skin fibroblasts for functional
diagnosis of SLC6A8 deficiency
M Joncquel, M A Bout, N Parsy, V Lemaire, M Fontaine,
A F Dessein, G Briand, K Mention-Mulliez, D Dobbelaere, J Vamecq

P-429 Guanidinoacetate specific effects of GAMT deficiency in
developing brain cells
L Hanna-El-Daher, M Loup, H Henry, L Tenenbaum, O Braissant

P-430 Long-term outcome after creatine supplementation in the two italian
AGAT deficient families
R Battini1, M G Alessandrì1, C Casalini1, C Casarano1,
M Tosetti1, G Cioni1 2

P-431 Plasma creatine levels in patients with different forms of
homocystinurias
S Boenzi, A Pastore, D Martinelli, B M Goffredo, C Dionisi-Vici

P-432 Disorders of the biosynthesis of lipoyl-proteins: a biochemical
approach to improve diagnosis
E Lebigot, P Gaignard, A Slama, M Rio, S Roche, C Ottolenghi, P
Therond, P De Lonlay, A Boutron

P-433 Simultaneous measurement of creatine, creatinine and
guanidinoacetate in dried urine spots by LC-MSMS : a pilot study
U Holwerda, D E Smith, L Squires, G S Salomons

P-434 A novel mouse model of creatine transporter deficiency
L Baroncelli, M G Alessandrì, J Tola, E Putignano, M Migliore, E
Amendola, F Zonfrillo, C Gross, V Leuzzi, G Cioni, T Pizzorusso

P-435 Guanidinoacetate methyltransferase deficient mice express electric
seizure activity through systemic availability of guanidinoacetate
affecting GABA(A) receptor function and seizure threshold
A Schulze, C Tran, V Levandovskiy, V Patel, M A Cortez

P-436 Identification and re-purposing of drugs for the treatment of human
guanidinoacetate methyltransferase deficiency (GAMT-D)
I Tkachyova, M Tropak, A Datti, A Schulze

19. Disorders of purines, pyrimidines and nucleic acids

P-437 New biomarkers for early diagnosis of Lesch-Nyhan disease revealed
by metabolic analysis on a large cohort of patients
I Ceballos-Picot, A Le Dantec, A Brassier, J P Jaïs, M Ledroit, C
Petitgas, H K Ea, B Daignan-Fornier, B Pinson

P-438 Intrastriatal hypoxanthine administration alters inflammatory profile
in striatum of Wistar rats
H Biasibetti, P Pierozan, A F Rodrigues, M Sebotaio, A T S Wyse

P-439 Adenine Phosphoribosyltransferase deficiency: an under-recognized
cause of urolithiasis and renal failure
M Morgan, Ledroit, L Lionel, Mockel, V Véronique, Droin,
C Céline, Petitgas, M Michel, Daudon, G Guillaume, Bollée,
I Ceballos-Picot

P-440 Diagnosis of xanthinuria type II using untargeted mass spectrometry-
based next generation metabolic ccreening (NGMS)
U F H Engelke, E Heeft van der, M Schreuder, S Boer de, J Engel, M
Huigen, R A Wevers, L A J Kluijtmans

P-441 A new case of AICA-ribosiduria
S Marie, I Ceballos-Picot, E Delorière, A Imbard, J F Benoist, M F
Vincent, J Dewulf, M Rio

P-442 Preparation and characterization of the model cells system to study to
date unknown genetically determined defects of de novo purine
synthesis
M Zikanova, V Skopova, M Krijt, O Souckova, V Baresova

P-443 New biochemical markers in adenosine kinase deficiency
E Wiame, D Balthausen, J Dewulf, S Marie, M F Vincent

S20 J Inherit Metab Dis (2015) 38 (Suppl 1):S1–S34



20. Lipid and lipoprotein disorders, porphyrias
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Campos, L M Vedolin, L J Gregianin, L B Jardim

P-620 A higher dose of alglucosidase α in classic infantile Pompe disease
positively affects ventilator-free survival and motor outcome: an
open-label single-center study
CMVanGelder, E Poelman, I Plug, MHoogeveen-Westerveld, N AM
Van der Beek, A J J Reuser, A T Van der Ploeg

P-621 Nine-year follow-up in a patient receiving migalastat pharmacological
chaperone therapy for Fabry disease
R Schiffmann, C Swift, J Barth, N Skuban, J Castelli

P-622 Neurological outcome following hematopoietic stem cell
transplantation in children with globoid cell leukodystrophy
A Ardissone, I Moroni, G Uziel, M Patrini, L Farina, S Napolitano, A
Rovelli

P-623 Intrathecal Cyclodextrine combined with oral Miglustat in early
infantile Niemann-Pick type C disease
M A Tormos, A Felipe, I Delgado, S Clemente, C Carnicer, C
Dominguez, J Perez, M Del Toro

P-624 Clinical and genetypic characteristics of Gaucher disease and
outcomes in Algerian children
A Hadji, S Sokhal, R Boukari

P-625 Long-term safety and efficacy of taliglucerase alfa in pediatric patients
with Gaucher disease who were treatment-naïve or previously treated
with imiglucerase
A Zimran, D E Gonzalez-Rodriguez, A Abrahamov, PA Cooper, S
Varughese, P Giraldo, M Petakov, E S Tan, A Paz, E Brill-Almon, R
Chertkoff

P-626 Comparison of taliglucerase alfa 30 U/Kg and 60 U/Kg in treatment-
naive pediatric patients with Gaucher disease
A Zimran, D E Gonzalez-Rodriguez, A Abrahamov, PA Cooper,
S Varughese, A Paz, E Brill-Almon, D Lewis, M Wajnrajch,
R Chertkoff

P-627 Impact of sebelipase alfa on survival and liver function in infants with
rapidly progressive lysosomal acid lipase deficiency
S A Jones, S Rojas-Caro, A G Quinn, F Ezgu, O Zaki, J J Gargus, J
Hughes, D Plantaz, R Vara, S Eckert, Y Yang, J B Arnoux, K H Le
Quan Sang, A Brassier, V Valayannopoulos

P-628 A review of the clinical progression in late-onset Pompe disease adult
patients following alglucosidase-alfa cessation
R Sharma, E J Silk, E H Willis, S Dando, R H Lachmann

P-629 Different outcome in two sibling with non-classic infantile variant
form of Pompe disease
R Taurisano, A D'Amico, G S Colafati, A Pichiecchio, P De Filippi, C
Danesino, M Catteruccia, E Bertini, C Dionisi-Vici, F Deodato

P-630 Miglustat therapy in early infantile Niemann-Pick C patients: a ret-
rospective survival study
C Freihuber, M T Vanier, A Brassier, P Broue, B Chabrol, D Eyer, N
Guffon, F Labarthe, P Latour, T Levade, S Pichard, S Roche, C Sevin,
V Valayannopoulos, B Heron

P-631 Small molecules combination therapy for GM1 gangliosidosis and
Morquio B syndrome
B A J Rigat, A Schulze, D J Mahuran

P-632 Long term immune tolerance experience in a large cohort of
CRIM-negative infantile Pompe disease: lessons learned from a
global collaboration
Z B Kazi, K Berrier, S DeArmey, D Bali, A Rosenberg, P Kishnani

26. Glycosylation disorders/CDG, protein modification disorders

P-633 Patient Advocacy Groups as key drivers for research of
Congenital Disorders of Glycosylation (CDG) through
patient-friendly resources
V M R Ferreira, J Jaeken, M Liddle, P Morandat, M A Vilaseca

P-634 Diagnostic mass spectrometry of intact transferrin and serum
N-glycans for identification of CDG-II gene defects
M Van Scherpenzeel, A AbuBakar, G Steenbergen, F Zijlstra, R A
Wevers, D J Lefeber

P-635 Spectrum of clinical phenotypes in ALG8 deficiency (congenital
disorder of glycosylation CDG-Ih, ALG8-CDG)
D Karall, M Hoeck, C Fauth, D J Lefeber, G Matthjis, L
Keldermanns, J Zschocke, S Scholl-Bürgi

P-636 Congenital Disorders of Glycosylation-Report of further cases from
Saudi Arabia
R S ALTassan, Z ALSahlawi, F Imtiaz, K Ramzan, R Allam,
M ALSayed

P-637 Neurologic manifestations in congenital disorders of glycosylation: a
clinical follow-up study of 18 patients
CMelo, A Bandeira, CGarrido, AMFortuna,MGonçalves-Rocha, S
Figueiroa, I Carrilho, M Santos, D Quelhas, E Martins

P-638 Exome sequencing identifies an atypical case of congenital disorder of
glycosylation Iq
N Gupta, M Kabra, G Verma, S Bijarnia

P-639 MAGT1 deficiency: from magnesium channel defect to a
fundamental glycosylation disorder.
D Rymen, L Keldermans, V Race, J Jaeken, G Matthijs

P-640 Establishing an international database, evaluating gentype-phenotype
correlations and prognosis assessment in PGM1-CDG
S Wong, L Beamer, T Gadomski, D Conrad, T Honzik, K Brocke,
F Bowling, J Cegielska, T Kozicz, D J Lefeber, E Morava

P-641 Unexpected PMM2-CDG clinical findings in two patients with
maternal isodisomy of distal arm of chromosome 16
C Medrano, A Felipe, A I Vega, M Del Toro, L R Desviat, M Girós,
J Nevado, M Ugarte, A Macaya, C Pérez-Cerdá, B Perez

P-642 Secondary disorders of glycosylation in inborn errors of fructose
metabolism: Case report
Ç S Kasapkara, M Kılıç, L Keldermanns, G Matthijs, J Jaeken

P-643 Clinical exome sequencing in the clinical practice for the genetic
diagnosis of congenital disorders of glycosylation
C Medrano, A I Vega, M J Ecay, M Ugarte, C Pérez-Cerdá,
B Perez

P-644 Individualized drug screening coupled to n-of-1 clinical trial, an
innovative approach to drug discovery in rare diseases. Application to
creatine transport deficiency
C Moreau, A Jeoual, G Briand, A F Dessein, K Mention, B Deprez,
D Dobbelaere, T Beghyn
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P-645 Congenital defects of glycosilation (CDG) and Pediatric Intensive
Care: 4 cases in 15 years
J Serrano-Nieto, J Blasco-Alonso, R Gil-Gómez, A Morales, R
Yahyaoui, C Pérez-Cerdá, G Milano, C Sierra

P-646 ALG1-CDG- Survival into adulthood of a patient with major
neurologic presentation
J Carvalho, P Garcia, M CMacário, C Robalo, G Matthijs, J Jaeken,
D Quelhas, L Diogo

P-647 SRD5A3-CDG: a novel mutation
D Quelhas, L Azevedo, M C Freitas, R Vasconcelos, D Sousa, G
Matthijs, J Jaeken, L Lacerda

P-648 Severe infantile acute encephalopathy and COG4 mutation: CDG II
A Felipe, MMB Bravo-Garmendia, L Matalonga, F Tort, MGiros, M
Del Toro, A Macaya

27. Neurotransmitter disorders

P-649 The iNTD registry: A new clinical database of patients with inborn
neurotransmitter, pterin and folate disorders
O Kuseyri, Á Garcia-Cazorla, M Kurian, K J Jeltsch, T Opladen

P-650 Progressive catecholamine depletion and severely impaired motor
control in a hypomorphic tyrosine hydroxylase knock-in (Th-ki)
mouse
G Allegri, D Noain, G Korner, M Ying, MHole, M I Flydal, T Scherer,
A Rassi, R Fingerhut, D Becu-Villalobos, S Pillai, S Wüest, D Konrad,
A Lauber, C Baumann, L A Bindoff, A Martinez, B Thöny

P-651 Long-term follow-up of patients with BH4 deficiency in Korea
J Lee, D H Lee

P-652 A patient with 6-pyruvoyl-tetrahydropterin synthase deficiency
F T Eminoglu, G Kutluk, S Tıraş, Teber

P-653 Modelling dihydrobiopterin reductase (QDPR) deficiency in
Zebrafish
M Breuer, T Opladen, S W Sauer

P-654 Biochemical diagnostic algorithm for aiding in the diagnosis of
neurometabolic conditions affecting dopamine metabolism.
H Aitkenhead, S J R Heales

P-655 ERNDIMCSF neurotransmitter pilot scheme: Review of the first year
S A S Pope, I De Graaf, C W Weykamp, S J R Heales

P-656 Transient hyperphenylalaninemia due to heterozygous mutation in
pyruvoyltetrahydropterin synthase (PTS) gene
F Nardecchia, C Artiola, C Carducci, C A Carducci, T Giovanniello,
V Leuzzi

P-657 A rare metabolic disease : succinic semialdehyde dehydrogenase
deficiency
A Tokatli, E Pektas, Y Yildiz, O Unal, A Dursun, H S Sivri, T Coskun

P-658 Target prolactin range in treatment of tetrahydrobiopterin deficiency
F Porta, V Pagliardini, E Biamino, A Ponzone, M Spada

P-659 A de novo mutation in DNM1L associated with dopaminergic
impairment showing infantile parkinsonism and fatal outcome
H Diez, M Girós, J Armstrong, A Fernández-Marmiesse, A
Ormazábal, J Montoya, R Artuch, A Garcia-Cazorla

P-660 Model system for fast in vitro analysis of GABA-T missense variants
A Pop, E A Struys, J VanOostendorp, E EW Jansen, B Roos, P Louro,
L Ramos, H Mandel, H Osaka, P Pearl, K M Gibson, G S Salomons

P-661 Postmortem diagnosis of GABA transaminase deficiency: a case of a
fatal early-onset epileptic encephalopathy
P Louro, P Garcia, L Ramos, C Cancelinha, A Dinis, C Robalo, R
Veiga, R Pina, O Rebelo, L Diogo

28. Disorders of vitamins, cofactors and trace elements

P-662 Pyridoxine-dependent epilepsy due to antiquitin deficiency: clinical,
biochemical and outcome in 21 french patients
M Gibaud, S Nguyen the Tich, R Nabbout, M A Barthez, I Caubel,
M Chouchane, D Doummar, M Kossorotoff, A Kuster, M D Lamblin,
J Lefranc, H Maurey, A Roubertie, M Schiff, G Salomons,
M Barth

P-663 Clinical and biochemical spectrum of pyridoxine dependent seizures
in India
A B Jalan, K V Kudalkar, R A Jalan, D H Shinde, M A Borugale, MM
Joshi, J M Mahakal, N D Sonalkar

P-664 Treatment with mefolinate (5-methyltetrahydrofolate), but
not folic acid or folinic acid, leads to measurable 5-
methyltetrahydrofolate in cerebrospinal fluid in
methylenetetrahydrofolate reductase deficiency
J H Walter

P-665 The clinical, biochemical and molecular spectrum observed in 6
Iranian biotinidase deficient patients
T Zaman, S Moarefian, A Rahmanifar, F Saeed Tehrani,
R Moradian

P-666 Multiple congenital malformations in two boys with HCFC1
mutations mimicking a cobalamin C deficiency
M Gerard, G Morin, A Bourillon, T Billette de Villemeur, H Ogier de
Baulny, J F Benoist

P-667 Pyridoxal 5-phosphate oxidase deficiency may be associated with a
mild epileptic phenotype including later seizure onset and normal
developmental milestones
MMastrangelo, M Tolve, D Blagojevic, M T Giannini, C A Carducci,
V Leuzzi

P-668 Cobalamin C deficiency leading to pulmonary hypertension and renal
thrombotic microangiopathy in a young adult
S Grangé, A Tebani, A Rives, G Sauvètre, A François, J F Benoist, C
Vianey-Saban, D Guerrot, F Tamion, S Bekri

P-669 Cobalamin C disease with hypopigmentated cutaneous findings: A
unique case
L Tumer, E Arhan, I Okur, K Aydın, T Hirfanoglu, A Karaoglu, Z
Ozturk

P-670 Partial biotinidase deficiency with late-onset severe cutaneous mani-
festations
S Sivri, Y Yildiz, E Pektas, K Ciki, D Alehan, A Dursun, A Tokatli, T
Coskun

P-671 Mutations causing biotinidase deficiency in children detected by
newborn screening in south eastern Turkey
B Seker Yilmaz, D Kor, S Ceylaner, M Oktem, G Ceylaner, D Bulut, T
Altinsu, N Onenli Mungan

P-672 Molybdenum cofactor deficiency (MOCOD); expanding the
phenotypic spectrum to the prenatal period
F CHofstede, S N Van der Crabben, L Pistorius, MMCWamelink, M
G M De Sain-van der Velden, L S De Vries, P M Van Hasselt

P-673 Metabolic consequences of vitamin B6 deprivation
R Ramos, J Gerrits, M Van der Ham, M L Pras-Raves, Y Fung, M
Albersen, M Bosma, H C M Prinsen, J J Jans, N M Verhoeven-Duif
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P-674 Nitrous oxide laughing gas: not so funny!
C Desprairies, M Schiff, M Benkerrou, A Imbard, S Pichard, M
Lorrot, E Gaumetou, I Mleki, H Sauvé Martin, L Holvoet, G Ithier, F
Missud, J F Benoist

P-675 Riboflavin responsivemultiple acyl-CoA dehydrogenation deficiency
associated with flavin-sensitive variant FAD synthase proteins
S Mosegaard, T A Giancaspero, M Galluccio, P Leone, A Boneh, T
Tyni, N Gregersen, R Olsen, M Barile

P-676 Inhibition of pyridoxal kinase reduces GABA concentrations and
results in seizures in zebrafish larvae
M Albersen, M Bosma, S Mensink, R Ramos, H C M Prinsen, J J M
Jans, F Tessadori, J Bakkers, G Van Haaften, N M Verhoeven-Duif

P-677 Strongly increased PMP/PLP ratios in in vitro and in vivo models of
PNPO deficiency: potential implications for treatment
MAlbersen,WChi, M Bosma, J JM Jans, X Zhuang, NMVerhoeven-
Duif

P-678 Structural characterisation of human methionine synthase, a cytosolic
client enzyme for cobalamin cofactor
J Kopec, W Kiyani, M Vollmar, D S Froese, W W Yue

P-679 Increased PLP and GABA concentrations may explain behavioral
changes in pyridoxal phosphatase deficiency
M Albersen, E Jeanclos, M Bosma, A Raab, R Ramos, J J M Jans, A
Gohla, N M Verhoeven-Duif

P-680 Antiquitin expression in cultured fibroblasts following treatment with
folinic acid and ascorbic acid
L Crowther, D Meili, T L Simmons, B Plecko

P-681 The human journey of vitamin B12: a structural perspective
J Kopec, D S Froese, F Fitzpatrick, P Forny, M R Baumgartner, W W
Yue

P-682 The diagnostic value of the vitamin B6 profile in epileptic
encephalopathies
DMathis, L Abela, M Albersen, C Bürer, H Hartmann, MHersberger,
N M Verhoeven-Duif, B Plecko

P-683 Wilson Disease. Further evidence of phenotypic heterogeneity in two
sisters
A Fiumara, A SAPUPPO, V Brafa Musicoro, M B Lepori, G
Loudianos, F Raudino, G Bertino

P-684 Identification of new protein members of the methionine synthase
interactome
C Bassila, R Ghemrawi, J Flayac, J L Guéant, D Coelho

P-685 Cobalamin X (HCFC1 deficiency) mimicking nonketotic
hyperglycinemia with increased CSF glycine and methylmalonic
acid-a case report
E Scalais, C Weitzel, L De Meirleir, G Maertens, T Shaikh, C
Coughlin, M Swanson, M Friederich, S Gunter, D Helbling, J Wendt-
Andrea, C Acquaviva-Bourdain, J Van Hove

P-686 6 novel mutations in Menkes disease in russian patients
E A Kamenets, N A Demina, N V Milovanova, E Y Zakharova

P-687 S-Sulfocysteine excitotoxicity provides the molecular basis of
neurodegeneration in molybdenum cofactor deficiency
G Schwarz, A Kumar, B Dejanovic, M Semtner, D Fusca, S Arjune, P
Kloppenburg, J C Meier, A A Abdel

P-688 MEDNIK syndrome: clinical and biochemical delineation of the
response to long-term zinc therapy - A case report
D Martinelli, C Dionisi-Vici

P-689 New insights into the frequency of molybdenum cofactor deficiency
from the Exome Aggegation Consortium
G Schwarz, D Lal, S Arjune, S Mayr, N Havarushka, P Nuernberg

P-690 Extensive characterization of 14 CblC (Cobalamin C)-defective
patients: clinical signs and neurocognitive outcome, biological,
molecular and ophthalmologic findings
MPaviolo, N Garcia, A Imbard, E Delouvrier, F Rigaudière, O Rigal,
H Ogier de Baulny, J F Benoist, M Schiff

29. Miscellaneous

P-002 Bone mineral density in children with inborn errors of metabolism on
protein or galactose restricted diet compared to children on non-
restricted diets
M Baluyot, M M L Alcausin, M A Chiong, S C Estrada

P-005 Telemedicine – is this a safe, cost effective solution?
D L Green, C Bleakly, C Hendriksz, L Thompson, S Kempshall, I
Anand

P-691 Optimized gene therapy for mice with Canavan disease using Kozak
consensus sequence
R Matalon, D Gessler, J Li, Q Su, G Gao

P-692 Energy expenditure in chilean childrenwithmaple syrup urine disease
(MSUD)
K Campo, Pérez, V Cornejo, Espinoza, M G Castro, Chaves, V
Hamilton, Viollier, J F Cabello, Andrade, C Arias, Pefaur

P-693 Application of whole exome sequencing to a rare inherited metabolic
disease with neurological and gastrointestinal manifestations: a
congenital disorder of glycosylation mimicking glycogen storage
disease
H D Park, R Choi, H I Woo, B H Choe, S Park, Y Yoon, C S Ki, S Y
Lee, J Song, J W Kim

P-694 Autism and inherited metabolic disease
M Ersoy

P-695 Qualitative urinary organic acid analysis: 10 years of quality control
V Peters, J Bonham, G F Hoffmann, C Scott, C D Langhans

P-696 Is long-term ketogenic diet treatment hepatotoxic for children with
intractable epilepsy?
N Arslan, O Guzel, U Yılmaz, T Calik, Z Akisin

P-697 Genotype and phenotype analysis in Taiwanese patients with
osteogenesis imperfecta
H Y Lin, S P Lin, C K Chuang, Y N Su, M R Chen, H C Chiu, DMNiu

P-698 Effect of purified α1-antitrypsin (AAT) on expression of AAT in
normal (PiMM) and AAT deficient (PiZZ) primary human hepato-
cytes
A Karadagi, H Johansson, H Zemack, C Jorns, R Gramignoli, K
Stokkeland, S Strom, B G Ericzon, G Nowak, E Ellis

P-699 Dihydrolipoamide dehydrogenase deficiency diagnosed by using new
generation sequencing technology
A Inci, L Tumer, I Okur, A Olgac, S Sarı, B Ciftci, A B Topcu, F S Ezgu

P-700 A metabolic disease as an underlying cause of a child psychiatric
disorder: literature review
F Eyskens, A Simons

P-701 Juvenile hemochromatosis type 2b: a case report
Y Aydemir, A Yuce, B Talim, A Pietrangelo, G Hizal, B Berberoglu-
Ates, H Demir, I N Saltik-Temizel, T Bayhan, H Ozen
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P-702 Wasted time devasted children: Effect of war on inborn errors of
metabolism
A C Aktuglu Zeybek, E Kiykim, T Zubarioglu, M S Cansever, H Cam,
A Aydin

P-703 Molecular diagnosis of lactic acidosis by using a clinical exome-
sequencing panel
R Navarrete, A Oyarzabal, A Vega, I Bravo-Alonso, B Merinero, C
Pérez-Cerdá, M Ugarte, B Perez, P Rodríguez-Pombo

P-704 Molecular genetic study of congenital adrenal hyperplasia in Serbia:
novel p.Leu129Pro and p.Ser165Pro CYP21A2 gene mutations
M Stojiljkovic, I Milacic, M Barac, T Milenkovic, M Ugrin, K
Klaassen, A Skakic, M Jesic, I Joksic, K Mitrovic, S Todorovic, S
Vujovic, S Pavlovic

P-705 Clinical utility of a new metabolic NGS panel in diagnostic service
L Heptinstall, A Ghosh, H Schlecht, S Bhaskar, J Urquhart, A
Broomfield, AMorris, E Jameson, B Schwahn, J Walter, S Ramsden, S
Jones, S Banka

P-706 Importance of early diagnosis and start of treatment in Mevalonate
Kinase Deficiency (MKD) patients
B Burnyte, S Peciuliene, R Gudaitiene, S Rusoniene, J Songailiene, A
Liubsys, L Cimbalistiene, N Drazdiene

P-707 Two years experience of selective screening for organic acidurias
(OA) and amino acidopathies (AA) in Pakistani pediatric population
N Sherazi, A HKhan, A Jamil, RMehar, F Jehan, N Yousufzai, L Jafri,
I Siddiqui, F Ghani, B Afroze

P-708 Exome sequencing results in unknown genetic, metabolic/
neurometabolic disorders
M Kilic, R K Ozgul, E Kilic, D Y Yilmaz, P Kavak, B Yuceturk, H
Demirci, M Sagiroglu

P-709 Therapeutic management in pediatric intensive care unit of inherited
metabolic diseases of intoxication by proteins: retrospective study of
53 cases
L Abily-Donval, C Joffre, F Lesage, M Oualha, L De Saint Blanquat,
S Renolleau, V Valayannopoulos, P De Lonlay, L Dupic

P-710 Prenatal diagnosis on 143 cases with organic and fatty acid diseases
by biochemical and gene analyses with amniocentesis
S Yamaguchi, Y Hasegawa, R Bo, K Yamada, H Kobayashi, T
Taketani, S Fukuda

P-711 RARS: a novel disease-causing gene for Pelizaeus–Merzbacher disease
MNafisinia, N Sobreira, WA Gold, L G Riley, R Ouvrier, C Boehm, B
Uhlenberg, J Christodoulou

P-712 Paeonol can stimulate SIRT1via activation of theNAD+ salvage pathway
A B Potthast, A M Das

P-713 Neurometabolic disorders associated with early childhood epilepsy: A
single center experience in Saudi Arabia
S Mohamed, E El Melegy, I Talaat, H Hosny, K K Abu-Amero

P-714 Do the depression and anxiety levels of parents differ in different
Inherited Metabolic Disorders (IMD)?
S Bülbül, N A Arslan,Nur, M G Gündüz,Mehmet, Ö Ü Ünal, Özlem

P-715 Liver transplantation in paediatric patients with metabolic disease: 20
years’ experience in Melbourne, Australia
J Yaplito-Lee, R Jones, H Peters, L Herd, A Boneh, W Hardikar

P-716 Parent coping and the behavioural outcomes of children diagnosed
with inherited metabolic disorders
A Brown, L Crowe, V Anderson, A Boneh

P-717 A longitudinal, prospective, long-term registry of patients with
hypophosphatasia
PKishnani, C Langman, A Linglart, EMornet, K Ozono, C Rockman-
Greenberg, L Seefried, C Bedrosian, K P Fujita, A Cole, W Högler

P-718 Does Aicardi-Goutière Syndrome present with High Neopterin and
Biopterin?
DH Shinde, A B Jalan, MM Joshi, M A Borugale, J MMahakal, N D
Sonalkar, R A Jalan, K V Kudalkar, S V Damle, R H Merchant

P-719 Dunnigan syndrome - an unusual cause of severe and premature car-
diovascular events
S Sequeira, O Moldovan, A C Alves, A M Medeiros, A C Ferreira, M
Bourbon

P-720 Next generation sequencing role in diagnosis ofmitochondrial disease
in Serbian patient
MDjordjevic,M Stojiljkovic, A Sarajlija, BKecman, A Skakic, S Pavlovic

P-721 Inborn errors of metabolism in the molecular era: will biochemical
analyses become a second-tier test?
F B Piazzon, F P Monteiro, L S A Costa, C Bueno, J P Kitajima, R L
Borges, M Dellamano, E L Freitas, B A C Santos, I Corrêa, F Kok

P-722 Protective role of CNDP1 genotype on renal survival in children with
glomerulopathies
V Peters, M Kebbewar, B Janssen, G F Hoffmann, K Möller, S
Wygoda, M Charbit, A Fernandes-Teixeira, T Urasinski, N Jeck, J
Zschocke, C P Schmitt, F Schaefer, E Wühl

P-723 Can the same platform of TMS for newborn screening of amino acid
and acylcarnitine be used for investigation of symptomatic patients? A
4-year-experience.
F B Piazzon, L R G Garcia, D YArita, M A M Iskandar, H HMartins,
E N Silva, C Bueno, F Kok, S M Hadachi

P-724 A case of metaphyseal chondromatosis with high levels of D-2
hydroxyglutaric acid
J J O'Byrne, P E Fitzsimons, S Unger, J M Croft, P D Mayne, E
Moylett, C Mc Donnell, S A Lynch

P-725 Low plasma aromatic L-amino acid decarboxylase (AADC) activity
in children and adolescents with high functioning autism.
E J Footitt, P BMills, D Skuse, I P Hargreaves, G Allen, S J R Heales,
P T C Clayton

P-726 Designing tools for multiorgan-directed neonatal gene therapy in
neuro-hepatotropic inherited metabolic diseases: interest of an ubiq-
uitous promoter "elongation factor 1α"
J Baruteau, J Hanley, S M Buckley, P Gissen, S J Howe, R Karda, P B
Mills, J Ng, D Perocheau, A A Rahim, N Suff, S N Waddington

P-727 Validation of an NGS-panel for routine diagnosis of lysosomal and
peroxisomal disorders
M Blomqvist, J Lindgren, L Olsson, J E Månsson, J Asin Cayuela

P-728 Awareness amongst medical doctors of inherited metabolic disorders
S Bülbül, N A Arslan,Nur, O D Dursun, Osman, M G
Gündüz,Mehmet, E D Dursun, Esra

P-729 Vacuolar storage material in a family with juvenile parkinsonism and
mutations in FBXO7
E Serdaroglu, R K Ozgul, D Yalnizoglu, M Madeo, A Malandrini, E
Klee, Y Li, T N Jepperson, K KOguz, D Yucel-Yilmaz, M Patterson,M
C Kruer, A Dursun

P-730 Value of Whole Exome Sequencing in the diagnosis of
neurometabolic disorders with unusual clinical presentation
L A Selim, I G Mahmoud, J Gleeson, A Rolfs
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P-731 Elevated pipecolic acid in cerebro-facial-ocular skeletal syndrome
D Trujillano, R Abou Jamra, O Brandau, J Berger, C Wiesinger, C
Lampe, A Rolfs, M Scarpa

P-732 Rett-like clinical picture as an entry to detect inborn errors of
neurotransmission
J Armstrong, S Vidal, N Brandi, E Gerotina, M O'Callaghan, M S
Perez-Poyato

P-733 Neuroimaging findings in patients with GLUT1 deficiency syndrome
E A Larshina, S V Mikhailova, L PAndreeva, E Y Zakharova

P-734 A completely new approach to the diagnosis of inborn errors:
development of a 450-gene (all metabolic disorders) next-generation
sequencing panel
F Ezgu, B Ciftci, B Topcu, I Okur, A Inci, A Olgac, A Karaoglu, G
Biberoglu, L Tumer, A Hasanoglu

P-735 DNM1 mutations: from exercise-induced collapse syndrome to a
metabolic cause of severe epileptic encephalopathy
C Lourenco, C Leprevost, M Almeida, L Nobre, W Marques Jr

01. Inborn errors of metabolism in adult

A-001 Withdrawn

02. Novel diagnostic/laboratory methods

A-002 Comparison of non-derivatization and derivatization tandem mass
spectrometry research methods for analysis of amino acids,
acylcarnitines, and succinylacetone in dried blood spots
V Thibert, X Xie, M Kozak

A-003 Direct and fully automated extraction/analysis of Dried Blood Spots
(DBS)
S Gaugler

03. Newborn screening

A-004 Moved to P-736

A-005 The first index case with coinsidence of phenylketonuria, polysplenia
syndrome and methylene tetrahydrofolate reductase mutation from
newborn screening
I Ozer, S Çam, Ç Durakbaşa, A Kıral

A-006 Current state of newborn screening in Slovenia
A Smon, U Groselj, M Zerjav Tansek, A Bicek, A Oblak, M Zupancic,
C Krzisnik, B Repic Lampret, S Murko, S Hojker, T Battelino

A-007 Newborn screening using the DBS-MS 500 from CAMAG
S Gaugler

04. Dietetics and nutrition

A-008 Intravenous and enteral ketogenic diet in a patient with cowmilk allergy
A Desloovere, P Verloo

06. Phenylketonuria: general

A-009 Nutritional evaluation and metabolic profile in children affected by
phenylketonuria (PKU): case-control study
F Moretti, E Verduci, S Paci, E Salvatici, J Zuvadelli, S Bellini,
E Riva

A-010 Vitamin D levels in an adult PKU population
D L Green, M McLoughlin, S McDarby, S Ripley

A-011 Marmara metabolism group consensus report for large neutral amino
acids
I Ozer, T Zübarioğlu, H Önal, G Gökçay, H Sağlam, Y Cesur, I Taş, A
Aydın, M C Balcı, E Kıykım, Ç Aktuğlu Zeybek, M Demirkol

A-012 First day phenylalanine levels in the offspring may reflect maternal
phenylketonuria
O Unal, G Celen

A-013 Moved to P-739 06. Phenylketonuria: General

A-014 Supporting patients with a congenital metabolic disease and their
social environment: the development of an educational book for
children and adolescents
A Boury

A-015 Metabolic group study for consensus development on the
management of phenylketonuria
M Demirkol, M C Balcı, I Ozer, A C Aktuglu Zeybek, H Saglam, C
Yasar, H Onal, E Kıykım, S Erdol, A Yesil, M S Cansever, T
Zubarioglu, Ü Türkoğlu, G Gokcay

07. Phenylketonuria: treatment, BH4

A-016 Prevalence, frequency and phenotype of BH4 deficiencies identified
in a Neonatal Screening Program for hyperphenylalaninemia
C A A Souza, R D L Soares, M R A Alves, V C Kanufre, R C Norton, A
L P Starling, M J B Aguiar

08. Sulphur amino acid disorders

A-017 Trimethylaminuria (Fish odor syndrome) in a adolescent boy
M Kilic, P Celik-Babalioglu, B Tokgoz-Cuni

A-018 Withdrawn

09. Other amino acid disorders

A-019 Hereditary tyrosinemia type 1, effectiveness of early treatment
B Sadaoui, Z Arrada

A-020 Drug development for paediatric patients with inborn errors of
metabolism (IEM) – A development program for an oral suspension
of nitisinone for hereditary tyrosinemia type 1 (HT-1)
M Rudebeck, L Svensson, M Sahlberg, B Olsson

A-021 Clinical case report: maple syrup urine disease treatment
V C Kanufre, A F Cruz, J C C Lopes, M C Alves, E R Valadares

A-022 MSUD presenting as an episodic ataxia
P Verloo, H Verhelst

10. Urea cycle disorders

A-023 Continuous renal replacement therapy for nenatal hyperammonemia
due to ornithine transcarbamylase deficiency
J Y Han

A-024 Clinical and biochemical features, molecular diagnosis and
management of a Moroccan female with OTC gene mutation
S Dahri, H Talbaoui, Y Kriouile, C Acquaviva, C Vianey-Saban, L
Chabraoui
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A-025 Recurrent vomiting and somnolence in a 18-month old girl: ornithine
transcarbamylase deficiency due to de novo heterozygous mutation
S Grkovic, M Djordjevic, A Sarajlija, B Kecman

11. Organic acidurias: branched-chain

A-026 Replacement of ethyl acetate with acetonitrile greatly
improves extractability of derived urinary organic acids
before GC/MS
M Z Habbal

A-027 Patient with MSUD presenting with diabetic ketoacidosis
A Olgac, I Okur, E D Akbas, E Doger, F S Ezgu, A Bideci,
L Tumer

A-028 Propionic acidemia and humoral immune deficiency
C F M Souza, F O Poswar, L F Refosco, A Sitta, M Wajner, M S L
Jobim, A N R Taniguchi, F P Vairo, I V D Schwartz

12. Organic acidurias: others

A-029 3-methylglutaconic aciduria and cerebellar vermis hypoplasia in a
non-syndromic autistic boy: A new entity?
M Ersoy, S Yılmaz

A-030 A novel mutation for L-2 hydroxyglutaric aciduria in a 7 year old
patient
A Olgac, L Tumer, F Ezgu, G Biberoglu, A Hasanoglu

A-031 Evaluating laboratory performance in external quality assessment
schemes for urine organic acids by GCMS
L Jafri, N Shirazi, A Jamil, F Jehan, R Mehar, N Yousufzai, B Afroze,
A H Khan

A-032 Ethylmalonic encephalopathy with a homozygous mutation in
C.554T>G in the exon 5 of ETHE1 gene
S Lougani, L Moussa, K Neggazi, A SAADI, M Chaoch, V Tiranti, W
Ameur Elkhedoud, M Bendib

A-033 The Acute Management in Intercurrent illness of Isovaleric Acidemia
Associated with Typhoid Fever
N A Widjaja, E Puspitaningtyas, R Irawan

A-034 Associated Glutaric aciduria type 1 and celiac disease
P Kuyum, S Cakar, Y Ozturk

13. Carbohydrate disorders

A-035 Clinical, laboratory data, molecular features, and follow up of 3
Iranian GSD type IIIa patients
T Zaman, S Moarefian, F Saeed Tehrani, R Moradian

A-036 Galactosemia case with a novel mutation
M Kilic, A Zenciroglu, E Goksun, D Y Yilmaz, R K Ozgul

A-037 Genotype-phenotype characteristics of Turkish patients with glycogen
storage disease type I at a single centre
M Kilic, P Ozbudak, E Demir, Ç S Kasapkara, H G Tanyildiz, C
Aytekin, F Özbay-Hosnut, G Sahin, K Karaer, S Ceylaner

A-038 Hepatic glycogen storage diseases in Macedonian patients: A single
centre experience
A Kostovski, N Zdraveska

A-039 Successful dietary management of severe hyperlipidemia in patients
with glycogen storage disease type 1

B Kecman, M Djordjevic, A Skakic, M Stojiljkovic, A Sarajlija, S
Grkovic

14. Disorders of fatty acid oxidation and ketone body metabolism

A-040 Primary systemic carnitine deficiency: two turkish cases with two
novel SLC22A5 mutations
B Seker Yilmaz, D Kor, O Kucukosmanoglu, D Bulut, G Ceylaner, M
Oktem, N Onenli Mungan

A-041 Screening for inherited metabolic disorders in patients with familial
Mediterranean fever
E Kiykim, A C Aktuglu Zeybek, K Barut, M S Cansever, T Zubarioglu,
O Kasapcopur, A Aydin

A-042 Is there any effect of acylcarnitines on proinflammatory process in
obese children
G Biberoglu, B Derin Genc, A Inci, E Doger, I Okur, F S Ezgu, L
Tumer

A-043 Screening of free carnitine and acylcarnitine status in patients with
familial Mediterranean fever
E Kiykim, A C Aktuglu Zeybek, K Barut, T Zubarioglu, M S Cansever,
S Alsancak, O Kasapcopur, A Aydin

A-044 Determination of free carnitine and acyl-carnitine status in patients
with juvenile idiopathic arthritis
E Kiykim, A C Aktuglu Zeybek, K Barut, T Zubarioglu, M S Cansever,
S Alsancak, O Kasapcopur, A Aydin

A-045 Challenge to detect the suspected of carnitine palmitoyl transferase-1
(CPT-1) deficiency with limited resources
L C Gultom, D R Sjarif

A-046 Two novel mutations in clinically detected MCADD
A Smon, U Groselj, B Repic Lampret, M Zerjav Tansek, T Battelino

A-047 Medium/short chain 3-hydroxyacyl-coA dehydrogenase deficiency
M/SCHAD: A case report
MKendirci, F Kardas, P Ustkoyuncu, S Gokay, B N Akyildiz, N Tekerek

A-048 Systemic primary carnitine deficiency - early treatment with a good
outcome in first case from India!
S Bijarnia-Mahay, S Deswal, K Hara, Y Shigematsu, I C Verma

A-049 Acase of severe rhabdomyolysis in early childhood:LPIN1 genemutation
T Zubarioglu, A C Aktuglu Zeybek, E Kiykim, M S Cansever, D
Demirkol, A Aydin

16. Mitochondrial disorders: nuclear encoded

A-050 PolG deficiency revealed by valproic acid in a 3-year-old child
S Torre, K Cassinari, L Abily-Donval, A Tebani, A M Guerrot, P
Gaignard, S Marret, A Slama, S Allouche, S Bekri

A-051 Rare cause of congenital lactic acidosis: A case of TMEM70 - ATP
synthase deficiency
M Çoker, E Canda, S Güneş, Ö Altun Köroglu, T Tanyalçın, N
Kültürsay

A-052 Mitochondrial DNA depletion syndrome: A case with DGUOKmutation
G Kilic Yildirim, S Durmus Aydogdu, N Tekin

A-053 Deoxyguanosine kinase deficiency in a Turkish infant with a novel
mutation
M Gunduz, E Ozaydin, M Bastemur, C T Kirsaclioglu, O Unal
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17. Mitochondrial disorders: mtDNA

A-054 A case with Kearns Sayre Syndrome and definition of an atypical
mutation
M Köse, E Canda, M Kagnıcı, S Bozkurt Gökçe, L Erturk, S Kalkan
Ucar, S Kalkan Ucar, S Ceylaner, R Ozyurek, M Çoker

A-055 Mitochondrial respiratory chain disorders in the Old Order Amish
population
J Vockley, L Ghaloul Gonzalez, A Goldstein, S Dobrowolski, C Walsh
Vockley, A Irani, B Wayburn, H Morton

A-056 Clinical variability of mitochondrial encephalopathy, lactic acidosis,
and stroke-like (MELAS) syndrome
S Lee, J Yu

A-057 Mitochondrial hepatopathy as an unusual presentation of mtDNA
mutation
H Kathom, D Avdjieva-Tzavella, S Mihailova, R Tincheva

A-058 Patient with DGUOK gene mutation diagnosed by using new
generation sequence technology scanning 500 metabolic diseases
I Okur, A Inci, L Tumer, A Olgac, S Sari, B Ciftci, A B Topcu, C
Turkyilmaz, F S Ezgu

18. Other disorders of energy metabolism, creatine disorders

A-059 Mitochondrial deficiency in two siblings with Cockayne syndrome
M Mexitalia, J C Susanto, A Utari, A Purwanti

20. Lipid and lipoprotein disorders, porphyrias

A-060 Abetalipoproteinemia: A case report
G Kilic Yildirim, S Durmus Aydogdu, M Eren, T Tekin

21. Peroxisomal, sterol and bile acid disorders

A-061 X-linked dominant condrodysplasia punctata: clinical phenotype in an
affected female
V Plaiasu, D Ochiana, G Motei, A Coltoiu

22. Lysosomal disorders: mucopolysaccharidoses, oligosaccharidoses

A-062 p.258delY: A novel mutation of IDUA gene with atypical cardiac
involvement in an infant with Mucopolysaccaridosis-I
M Ersoy, M B Akyol, S Yaroglu Kazancı

A-063 A carrier detection of Hunter syndrome (MPSII) in Mongolia
Z Doljoo, M Tumurkhuu, S Jav, P Ichinkhorloo, M Puntsag, N
Tsedenbal, M Bazarragchaa

A-064 Long-term clinical course of a patient with mucopolysaccharidosis
type IIIB
J H Lee, J H Kim

A-065 Moved to P-737

A-066 Moved to P-738

A-067 Clinical and radiologic findings of Morquio A disease and spondylo-
epi-metaphyseal dysplasia of two prepubertal girls
M Mexitalia, F M Wahyuni, J C Susanto, A Purwanti

A-068 A novel aspartylglucosaminuria mutation in a patient with co-
existence of Gaucher disease

E Kiykim, A C Aktuglu Zeybek, O Gorukmez, T Zubarioglu, S Gunes,
M S Cansever, A Aydin

A-069 Mucopolysaccharidosis type VI Maroteaux-Lamy Syndrome: A rare
case report
A Juliaty

A-070 A case of α-mannosidosis
E Canda, M Köse, M Kağnıcı, S Kalkan Ucar, M Çoker

A-071 Growth curves in mexican children with mucopolysaccharidosis I
receiving enzyme replacement therapy
E D Ruiz-Cruz, M A Márquez-Gutierrez, M E Vega-Ramírez, S J
Franco-Ornelas

A-072 Mucopolysaccharidosis Type VII at an Early Age: A good candidate
for investigational enzyme replacement therapy
A Karaoglu, F S Ezgu, G Biberoglu, A Olgac, A Inci, I Okur, L Tumer

A-073 Bilateral tarsal tunnel syndrome in mucopolysaccharidosis type VI
A L Barth, D S Silva, A C Esposito, A R Bellas, J FM Salomão, DDG
Horovitz, J C Llerena

A-099 Biodistribution of idursulfase in cynomolgus monkeys after
intrathecal-lumbar administration
J K Chung, M A Mascelli, E Brown, R Crooker, K J Palmieri, T G
McCauley

23. Lysosomal disorders: sphingolipidoses

A-074 A novel mutation in a patient with early infantile type GM1
gangliosidosis
S Erdöl, S Dorum, H Saglam

24. Lysosomal disorders: others

A-075 Two cases of Pompe’s disease
M Kilic, B Tokgoz-Cuni, E Polat, I Ertugrul, M Akcaboy,
P Zorlu

A-076 Cases of neuronal ceroid lipofuscinosis
M Çoker, E Canda, M Kağnıcı, M Köse, A Tosun, M Polat,
S Kalkan Ucar

A-077 Novel small deletion of GALC gene in a young Russian boy with
Krabbe disease
N V Jourkova, A A Pushkov, K V Savostyanov, N L Nechaeva,
L M Kuzenkova

A-078 Clinical spectrum of Fabry disease In Egyptian children : report of 6
cases
N M Al Menebawy, M Y Girgis, L A Selim, I G Mahmoud, A I El
Badawy, M Abdelmoneim

25. Lysosomal disorders: treatment, enzyme replacement therapy

A-079 Histologic examination of the effect of a proprietary recombinant
human acid α-glucosidase co-administered with a pharmacological
chaperone on glycogen reduction in disease-relevant muscles of
Pompe mice
Y Lun, S Xu, R Gotschall, A Schilling, R Soska, M Frascella, A
Garcia, J Feng, K Chang, H Do, K J Valenzano, R Khanna

A-080 Hematological manifestations and enzyme replacement therapy
outcomes of Gaucher disease: experience of eighteen years
T Zubarioglu, E Kiykim, M S Cansever, A C Aktuglu Zeybek, A Aydin
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A-100 Comorbidities and use of concomitant medications in adults
with Gaucher disease (GD): a MarketScan™ US claims
database analysis
R Pleat, L Underhill, L Ross, L Nalysnyk, J Ibrahim, S Tcherny-
Lessenot, L Wang

26. Glycosylation disorders/CDG, protein modification disorders

A-081 Our patients with congenital disorders of glycosylation
M Köse, E Canda, M Kagnici, S Kalkan Ucar, M Çoker

A-082 CDG incidence in unknown genetic-metabolic/neurometabolic disorders
M Kilic, Ç S Kasapkara, E Kilic, J Jaeken

28. Disorders of vitamins, cofactors and trace elements

A-083 Evaluation of vitamin B12, methylmalonic acid and homocysteine
levels in obese adolescents
R Turan, M Akis, P Kuyum, S Cakar, M Kant, N Arslan, H Islekel

A-084 5,10-Methylenetetrahydrofolate reductase deficiency with different
pictures
M Çoker, M Köse, E Canda, M Kagnici, D E C Smith, M I Mendes, S
Kalkan Ucar, G S Salomons

A-085 Reappearance of neurological symptoms in a patient with a
remethylation defect due to a cerebral folate deficiency
F Eyskens, P Verloo

A-086 Withdrawn

A-087 Cobalamin (Cbl) D deficiency: A case reportt
MKendirci, F Kardas, P Ustkoyuncu, S Gokay, H Per, A Kacar Bayram

A-088 The clinical predictive power in terms of the clinical results and family
history of the MTHFR thermolabile variants
I Ozer, F Ozen

29. Miscellaneous

A-089 The inborn errors of metabolism emergency folder: making life easier
for health professionals and families
J Robinson

A-090 Application of sigma metrics for the assessment of quality assurance
for plasma amino acid analysis in biochemical genetics laboratory in
Pakistan
L Jafri, N Yousufzai, N Sherazi, A Jamil, F Jehan, R Mehar, B Afroze,
A H Khan

A-091 Netherton syndrome: SPINK5 gene mutation found through whole
exome sequencing
B Seker Yilmaz, D Kor, S Ceylaner, D Bulut, M Yilmaz, N
Onenli Mungan

A-092 Coexistence of pseudohypoaldosteronism and cholelithiasis,
presenting with metabolic acidosis, dystrophy and vomiting in
a neonate
K Karavanaki, T Sdogou, K Kakleas, A Soldatou, A Skouma, A
Papathanasiou

A-093 Pelizaeus-Merzbacher Disease (PMD) and Mitochondrial
Dysfunction
P E Fitzsimons, P D Mayne, K Shadani, I Robinson, B Lynch

A-094 Clinical experience in an Inherited Metabolic Diseases Unit of a
high complexity hospital in Medellin, Colombia, between 2010 to
2014
B L A Ortiz, C L A Garcia

A-095 Clinical and psychophysiological aspects of l-dopa treat-
ment in ataxia-telangectasia patients: preliminary
observations
D D Daniela, d'agnano, D M Daniela, Mannarelli, V L
Vincenzo, Leuzzi, C C Caterina, Caputi, F F Francesco,
Fattapposta

A-096 The experience of erythrocyte-delivered dexamethasone in ataxia-
teleangiectasia
D D'Agnano, R Micheli, P Alessandro, C Luciana, M Mauro,
L Vincenzo

A-097 Whole exome sequencing in clinical context identifies treatable
intellectual disability
O Brandau, D Trujillano, A Rolfs, R Abou Jamra

A-098 Atypical presentation of Lowe syndrome
K Brennerova, A Šalingova, J Škodova, A Gerinec, V Bzduch
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