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01. Inborn errors of metabolism in adults

0-001 Interim data from a randomized, placebo controlled, phase 1
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0-003 Multi-omics tools for the diagnosis and treatment of rare neuro-
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03. Newborn screening
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04. Dietetics and nutrition

0-007 Longitudinal study examining nutritional status in chil-
dren with organic acidaemias on a modular feed using a
protein free module especially developed for children
with IMD

A Daly, S Chahal, S Evans, C Ashmore, A MacDonald

0-008 Dietary treatment of 49 MSUD Italian patients
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Fasan, G Gallo, C Musiani, A Pozzoli, R Pretese, G Tarrini, S
Tursi, C Zucchi, J Zuvadelli

0-009 Protein intake and physical activity are associated with

body composition in patients with phenylalanine hydrox-
ylase (PAH) deficiency
R Jani, K E Coakley, T D Douglas, R H Singh

05. Phenylketonuria: general

0-010 Secondary pterins alteration in patients with phenylalanine hy-
droxylase deficit
F Nardecchia, G Valentini, F Chiarotti, S Santagata, C
Carducci, A Angeloni, V Leuzzi

0-011 Phenylalanine hydroxylase N-terminal domain is an allosteric bind-

ing site and can be target for pharmacological chaperone design
D Patel, J Kopec, F Fitzpatrick, T J McCorvie, W W Yue

06. Phenylketonuria: treatment, BH4

0-012 The first structure of full-length phenylalanine hydroxylase has
finally been determined
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Parker, P J Loll

0-013 Evaluation of long-term safety and efficacy of pegvaliase treat-
ment for adults with phenylketonuria: updated year 4 results
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0-014 Large neutral amino acid supplementation as a possible alterna-
tive treatment for adult PKU patients: evidence in PKU mice
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0-015 New generation of chemical scaffolds able to bind to human
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07. Sulphur amino acid disorders

0-016 Effect of enzyme replacement therapy on osteoporosis in several
CBS-deficient homocystinuric mouse models
T Majtan, I Park, R S Carrillo, J P Kraus

0-017 S-Adenosylhomocysteine alters methylation of cellular RNA

M Barroso, K Thuring, L Terovski, S Gupta, W D Kruger, HJ Blom, [
Tavares de Almeida, J Loscalzo, R Castro, D E Handy, M Helm

08. Other amino acid disorders
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09. Urea cycle disorders

0-021 Ammonia activates hepatic autophagy in vivo and its enhance-
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D Medina, R Polishchuk, A Ballabio, N Brunetti-Pierri

10. Organic acidurias: branched-chain

0-022 A fish model for propionic acidemia: increased survival and
improvement of neurological phenotype by anaplerotic diet
V Ginocchio, E De Felice, F T Barrows, R M Sepe, P Sordino, F

G Salierno, I Conte, N Brunetti-Pierri

0-023 Medium term outcome of liver transplantation for children with
propionic acidaemia
R Vara, H Mundy, T Grammatikopoulos, N Heaton, M Rela, A

Dhawan, N Hadzic

0-024 Propionate anions, accumulated in propionic acidemia, affect
cardiac excitation-contraction coupling, gene regulation and cel-
lular growth, which may contribute to heart dysfunction

K Ford, A Hulikova, P Swietach

0-025 Axonal peripheral neuropathy in propionic acidaemia: a severe
side effect of long-term metronidazole treatment
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Di Capua, R Boldrini, J Della Bella, E Bertini, C Dionisi-Vici

0-026 Stable isotope breath testing to assess in vivo metabolite flux in
methylmalonic acidemia (MMA). From mouse models to pa-
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0-027 Insights into disease mechanisms of cb/4-type methylmalonic
aciduria from 67 new patients and functional MMAA missense
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T Plessl, C Buerer, S Lutz, M Baumgartner, D S Froese

0-028 The utility of patient-derived hepatocytes for developing liver-

directed therapies in propionic acidemia
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11. Organic acidurias: others

0-029 Update of combined D, L-2-hydroxyglutaric aciduria: new cases
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12. Carbohydrate disorders
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R G Wigley, D G Burke, K Harvey, S J R Heales

0-031 A conserved phosphatase destroys toxic glycolytic side products
in mammals and yeasts
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Houddane, M Rider, C Linster, E Van Schaftingen, G T
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0-032 Is G6PC3, the enzyme deficient in severe congenital neutropenia
type 4, really a glucose-6-phosphatase?

M Veiga-da-Cunha, N Chevalier, E Van Schaftingen
13. Disorders of fatty acid oxidation and ketone body metabolism

0-033 Characterizing the molecular architecture of mitochondrial ener-
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J Vockley, J Palmfeldt, N Gregersen, A Makhov, J F Conway, X
Zeng, N Yates, Y Wang

0-034 Mitochondrial fatty acid biosynthesis (mFASII) mediates
the substrate switch in white skeletal muscle of very-
long-chain acyl-CoA dehydrogenase (VLCAD '")-defi-
cient mice

S Tucci, Z Wehbe, U Spiekerkoetter

0-035 Decreased stability of the OCTN2 carnitine transporter in pa-
tients with primary carnitine deficiency
M Frigeni, B Balakrishnan, F Ingoglia, X Yin, M Pasquali, N

Longo

0-036 Cellular models for medium-chain acyl-CoA dehydroge-
nase deficiency based on induced pluripotent stem cell
technology

Y Zhou, R Al-Saaidi, R K J Olsen, L Bolund, N

Gregersen, L Aagaard, Y Luo, P Bross

0-037 TANGO?2 deficiency, a novel neurometabolic disorder with re-
current encephalo-cardio-myopathic crises
C Muhlhausen, L S Kremer, F Distelmaier, B Alhaddad, M

Hempel, H Prokisch, T Haack, R Santer
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14. Mitochondrial disorders: nuclear encoded, disorders of pyruvate me-
tabolism and the Krebs cycle

0-038

0-039

0-040

0-041

Decanoic acid treatment of fibroblasts from patients with
nuclear-encoded complex I deficient Leigh syndrome: a step
towards personalised medicine?

M Kanabus, A Khabbush, E Fassone, S D Hughes, S F Bilooeli,
T Rutherford, M O’Donnell, S J R Heales, S Rahman

A novel causative gene of mitochondrial respiratory chain dis-
orders in an apparent life-threatening event

A Matsunaga, K Murayama, H Nyuzuki, Y Kishita, Y Tokuzawa,
M Kohda, Y Okazaki, A Ohtake

Clinical exome sequencing in 900 index cases: diagnostic rate
and new disease genes

T B Haack, B Alhaddad, R Kovacs-Nagy, R Berutti, T M Strom, J
Zschocke, V Konstantopoulou, C Makowski, J A Mayr, W Sperl,
D Karall, G F Hoffinann, P Freisinger, H Prokisch, T Meitinger

Cytosolic phosphoenolpyruvate carboxykinase deficiency
presenting with acute liver failure following gastroenteri-
tis

S Santra, J Cameron, C Shyr, W Wassermann, R Wevers,
R Rodenburgh, G Gupte, M A Preece, C Van Karnebeek

15. Mitochondrial disorders: mtDNA

0-042

Urinary organic acids in paediatric single mitochondrial DNA
deletion disorders

S Boenzi, D Diodato, R Carrozzo, D Verrigni, B M Goffiedo, M
Semeraro, E S Bertini, R Taurisano, C Dionisi-Vici, C Rizzo

18. Lysosomal disorders: mucopolysaccharidoses, oligosaccharidoses

0-043

0-044

0-045

0-046

0-047

A reliable multiplex mass spectrometry analysis of glycosamino-
glycans for mucopolysaccharidoses

C Auray-Blais, P Lavoie, S Tomatsu, V Valayannopoulos, J
Mitchell, J Raiman, M Beaudoin, B Maranda, J T R Clarke

Long-term outcomes with thGUS in a phase I/II clinical trial in
MPS VII

M Coker, A Gonzales-Meneses, W Song, J Taylor, S Agarwal, C
Haller, E Kakkis, A S Jones

Increased collagen glycosylated hydroxylysine in the urine of
MPS I, II and VI patients

W E Heywood, B Banushi, I Doykov, N Patel, P Mills, E Footitt,
M Cleary, P T Clayton, S Grunewald, A Chakrapani, P
Hindmarsh, S J R Heales, D G Burke, T Ruggero, K Mills, P
Gissen

Initial, 24 week results of heparan sulfate levels in cere-
brospinal fluid, brain structural MRI and neurocognitive
evaluations in an open label, phase I/II, first-in-human
clinical trial of intravenous SBC-103 in mucopolysaccharidosis
1B

C B Whitley, M L Escolar, S Vijay, G Parker, C Roberts, X
Zhang, A Cinar, G Bubb, K C Patki, S Rojas-Caro

ZFN-mediated correction of murine MPS I and MPS II models
by expression of the human alpha-L-iduronidase and iduronate-
2-sulfatase cDNAs from the albumin locus

C B Chester, R DeKelver, K Laoharawee, L Ou, S Tom, R
Radeke, M Rohde, S Sproul, M J Przybilla, B L Koniar, K
Podetz-Pedersen, R D Cooksley, K Meyer, M Holmes, R C
Mclvor, T Wechsler

19. Lysosomal disorders: sphingolipidoses

0-048

0-049

Identification of a new biomarker in Fabry disease by plasma
proteomic analysis
B H Lee, S H Heo, E Kang, Y M Kim, G H Kim, H W Yoo

Farber disease: acid ceramidase deficiency is more common than
previously thought and slowly progressive disease may only be
diagnosed in adulthood

A Solyom, J Mitchell, B Huegle, B Makay, N Arslan, S Ozen, E D
Batu, A Kariminejad, L Bonafe, A Superti-Furga, Z Hadipour, F
Hadipour, P Tanpaiboon, N Guelbert, M Di Rocco, B
Magnusson, G Grigelioniene, A Cuevas Cid, K Ehlert, M
Beck, C Simonaro, T Levade, E H Schuchman

20. Lysosomal disorders: others

0-050

0-051

Low reliability of functional (enzymatic) diagnostics of lysosom-
al storage disorders in dry blood spots compared to fibroblasts
K Schoonderwoerd, C Weykamp, I De Graaf

TAR-DNA binding protein 43 (TDP-43) pathology in Niemann-
Pick type C disease

A Dardis, S Zampieri, S Canterini, K L Newell, C Stuani, J R
Murrell, B Ghetti, M T Fiorenza, B Bembi, E Buratti

21. Lysosomal disorders: treatment, enzyme replacement therapy

0-052

0-053

0-054

Intracerebroventricular cerliponase alfa (BMN 190) in children
with CLN2 disease: results from a phase 1/2, open-label, dose-
escalation study

A Schulz, N Specchio, P Gissen, E De los Reyes, R Williams, H
Cahan, P Slasor, D Jacoby

Novel treatment for Fabry disease—IV administration of plant de-
rived alpha-gal-a enzyme safety and efficacy, 1 year experience

R Schiffinann, D Huges, P Giraldo, D Gonzalez, M Holida, O
Golper Alpan, G Maegawa, M G Atta, K Nicholls, A Tuffaha, L
Barisoni, R Colvin, C Jennete, S Alon, J Krupko, M Szlifer, E
Almon, R Chertkoff’

The emerging neurocognitive profile of classic infantile Pompe disease
B J Ebbink, E Poelman, F K Aarsen, I Plug, M H Lequin, P A Van
Doorn, A T Van der Ploeg, J M P Van den Hout

22. Glycosylation disorders/CDG, protein modification disorders

0-055
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A novel group of metabolic disorders due to tissue-specific de-
fects in V-ATPase assembly

Jos C. Jansen', Sharita Timal', Monique van Scherpenzeel’, Angel
Ashikovl, Eric Jansenl, Ron Weversl, Martijn Huynenl, Francois
Foulquier®, Joris Veltman', Tom Stevens®, Dirk J. Lefeber’

A novel sugar metabolic pathway in humans: ISPD synthesises
CDP-ribitol

M Riemersma, S D Froese, W Van Tol, H Van Bokhoven, W W
Yue, D J Lefeber

ISPD produces CDP-ribitol used by FKTN and FKRP to transfer
ribitol-phosphate onto o-dystroglycan

1 Gerin, B Ury, I Breloy, C Bouchet-Seraphin, J Bolsee, M
Halbout, J Graff, D Vertommen, G G Muccioli, N Seta, J M
Cuisset, I Dabaj, S Quijano-Roy, A Grahn, E Van Schafiingen,
G T Bommer
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Goizet, N Houcinat, A Henrion-Caude, L Damayj, S Odent, B Doray,
F Clot, J F Benoist, M Schiff, A Cano, C Corne, L De Pontual, C P-006 Transition in patients with inborn errors of metabolism: a contin-
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24. Disorders of vitamins, cofactors and trace elements Lonlay
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D E Smith, M I Mendes, M Coker, A J Rennings, J Leandro, M G Ariceta,J A Camacho, A Fernandez-Polo, J Gamez, J Garcia-
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M P Wilson, E J Footitt, A H A Mohamed-Ahmed, E S Reid, A P-010 Nitisinone in alkaptonuria—quantifying the pigmentary pathway

Papandreou, C Gabriel, C Tuleu, P T Clayton, P B Mills

@ Springer

L R Ranganath



J Inherit Metab Dis (2016) 39 (Suppl 1):S1-S34

S5

P-011

P-012

P-013

P-014

P-015

P-016

P-017

P-018

P-019

P-020

P-021

P-022

P-023

Transition from pediatric to adult care in patients with inborn errors of
metabolism in Spanish referral centers
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Intrafamilial phenotypic variations in adult onset classical homocystinuria
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Clinical characteristics of adult patients with inborn errors of me-
tabolism from Spanish referral centers

J Perez-Lopez, L Ceberio, J S Garcia-Morillo, J M Grau-Junyent,
A Hermida Ameijeiras, M Lopez-Rodriguez, J C Milisenda, M
Molto-Abad, M Morales-Conejo, J J Nava Mateos

Cystinosis in adult and adolescent patients: recommendations for the
comprehensive care of the disease in Spain

G Ariceta, J A Camacho, M Fernandez-Obispo, A Fernandez-Polo,
J Gamez, J Garcia-Villoria, E Lara, P Leyes, N Martin-Begue, F
Oppenheimer, M Perello, G Pintos-Morell, R Torra, A Vila-
Santandreu, A Guell

Hyperammonaemia secondary to chemotherapy: unmasking and
exacerbation of underlying urea cycle defects in two patients
V Powers, W Mbagaya, C Stockdale, C Dawson

Severe missense ASL mutation causing relatively mild
argininosuccinic aciduria in a Cypriot adult patient with
learning difficulties, epilepsy and generalized whole-body
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G A Tanteles, T Georgiou, G Mavrikiou, V Christophidou-
Anastasiadou, Y Christou, S S Papacostas, A Drousiotou

Phenylketonuria: an analysis of 67 adult patients after a transition
process from a pediatric hospital
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Altered osteoclast activity in a group of young patients affected
by alkaptonuria

A Tummolo, G Brunetti, S Colucci, M Grano, L Piacente, A M
Ventura, C Rizzo, M F Faienza, F Papadia

Adult Niemann-Pick type C mimicking Wilson disease: the im-
portance of oxysterols and lysosphingolipids pattern
A P Burlina, G Polo, I Mammi, C Gallera, F Furlan, A B Burlina

Psychiatric and neurological symptoms in patients with Niemann-
Pick disease type C: findings from the International NPC Registry
O Bonnot, C S Gama, E Mengel, M Pineda, M T Vanier, L
Watson, M Watissee, B Schwierin, M C Patterson

Food neophobia, olfactory and gustatory functions in Brazilian
patients with hepatic glycogen storage disease type I

C Caldeira Martinez, T Tonon, C Fischinger Moura de Souza, F
Pinto e Vairo, I V Doederlein Schwartz

New consensus recommendations for the detection and di-
agnosis of Niemann-Pick disease type C

T Marquardt, P Clayton, P Gissen, M C Patterson, N P C
Diagnostics Working Group

A novel mutation in LPIN1 associated with different phenotypes
in the same family

L Vilarinho, D Nunes, C Nogueira, A Lopes, P Chaves, E
Rodrigues, T Cardoso, E Leao Teles

P-024

P-025

P-026

A ceroid lipofuscinosis 11 patient in a frontotemporal lobar de-
generation family due to progranulin gene mutation
M C Macario, M R Almeida, L Ramos, I Baldeiras, I Santana

Woodhouse-Sakati syndrome: a rare cause of
leukodystrophy
P Louro, J Duraes, S Paiva, P Tavares, M C Macario

Argininosuccinic aciduria—an atypical presentation
D Vieira, B Silva, L Vilarinho, C Fonseca, E Louro, M C Macario

02. Novel diagnostic/laboratory methods
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P-034

P-035

P-036

Pompe disease—the proportion of fatty and muscle tissues as an
indicator of progression and severity of the disease
A Rozdzynska-Swiatkowska, E Jurkiewicz, A Tylki-Szymanska

Diagnosing inborn errors of metabolism using next generation
sequencing

K Brion, T Pyragius, M Gurner, S Chin, S Stark, K Kassahn, J
Fletcher

A rapid procedure for the detection of 4-hydroxyglutamate in
urine by LC-MS/MS for screening for primary hyperoxaluria
type 3
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A Struys

A sensitive LC-MS/MS method for the quantification of urinary
8-iso-prostaglandin F,, as an oxidative stress biomarker
X Fu, Y Xiao, Y Xu, P Pattengale, J Dien Bard, M O Gorman

A novel method for inclusion of all urea cycle disorders into
newborn screening
R Fingerhut, S Sluka, J Haeberle, M Halme, G Carrard

A new multiplex method for the diagnosis of peroxisomal disorders
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