SIMD2015 POSTER PRESENTATION (Numerical)

Poster First Author Title of Abstract

Board #

1 SIMD BUSINESS

2 SIMD BUSINESS

3 Stiles, Ashlee CHALLENGES IN THE DIAGNOSIS OF BETA-KETOTHIOLASE

DEFICIENCY IN NBS PROGRAMS

Ah Mew, Nicholas

THE MISSED DIAGNOSIS OF ARGININOSUCCINATE LYASE DEFICIENCY IN
THE OLDER SIBLINGS OF AFFECTED INFANTS

AlHashem, Amal

CLINICAL, BIOCHEMICAL, AND MOLECULAR STUDIES IN PYRIDOXINE-
DEPENDENT EPILEPSY: REPORT OF 12 CASES

AlHashem, Amal

TREATMENT OF BIOTIN-RESPONSIVE BASAL GANGLIA DISEASE: OPEN
COMPARATIVE STUDY BETWEEN THE COMBINATION OF BIOTIN PLUS
THIAMINE VERSUS THIAMINE ALONE

Appadurai, Vivek

INCIDENCE ESTIMATE FOR CTX BASED ON 125,000 CHROMOSOMES
REVEALS UNDER-DIAGNOSIS AND UNDERSCORES NEED FOR GREATER
CLINICAL AND DIAGNOSTIC ATTENTION

8 Ayyub, Omar ENGINEERING A COMPACT AND HIGH RESOLUTION BLOOD AMMONIA
METER
9 Ayyub, Omar DEVELOPMENT OF A RAPID POINT-OF-CARE BLOOD PHENYLALANINE
TRAVEL AWARD METER FOR AT HOME AND BEDSIDE USE
WINNER (See the abstract under Travel Award Abstracts)
10 Bellesheim, K.R. ALTERED FUNCTIONAL BRAIN CONNECTIVITY IN PHENYLKETONURIA:

EVIDENCE FROM GRAPH THEORY ANALYSIS

11

Boyer, Monica

ISOLATED SULFITE OXIDASE DEFICIENCY: NEONATAL PRESENTATION
WITH ADDITIONAL BIOCHEMICAL FINDINGS AND DIET THERAPY

12

Plourde, F.

A PILOT OPEN LABEL TRIAL ASSESSING THE SAFETY AND EFFICACY OF
BETAINE IN PATIENTS WITH A PEROXISOME BIOGENESIS DISORDER
(PBD) AND PEX1-GLY843ASP (G843D) GENOTYPE

13

Gangoiti, Jon A.

TAMING MICROBIOTA. THE BALANCE OF CARNITINE
SUPPLEMENTATION

14

Smith, Laurie D.

METHYLMALONIC ACIDEMIA OF UNCLEAR ETIOLOGY: IMPLICATION OF
ACSF3 BY WHOLE EXOME SEQUENCING

15

Byers, Stephanie

FAILED NEWBORN HEARING SCREEN AS FIRST MANIFESTATION OF
MUCOPOLYSACCHARIDOSIS

16

Bieneck, Charlotte

ENERGY EXPENDITURE AND LIPID METABOLISM IN VERY LONG-
CHAIN ACYL-COA DEHYDROGENASE (VLCAD) DEFICIENCY

17

Mokhtarani, M.

URINARY PHENYLACETYLGLUTAMINE (U-PAGN)
CONCENTRATION AS AN ADHERENCE BIOMARKER FOR PATIENTS
WITH UREA CYCLE DISORDERS (UCDS) TREATED WITH
GLYCEROL PHENYLBUTYRATE (GPB)

18

Ganetzky, Rebecca D.

ECHSI1 DEFICIENCY AS A CAUSE OF SEVERE NEONATAL LACTIC
ACIDOSIS

19

Ganetzky, Rebecca D.

MUTATIONS IN MTIF2 CAUSE A NOVEL DISORDER OF MITOCHONDRIAL

TRAVEL AWARD TRANSLATION
WINNER (See abstract under Travel Award Abstracts)
20 Chen, Bin EVALUATION OF A CONTINUING EDUCATION ACTIVITY FOR QUALITY
PRACTICES IN BIOCHEMICAL GENETIC TESTING AND NEWBORN
SCREENING
21 Mei, Joanne PROFICIENCY TESTING FOR LYSOSOMAL STORAGE DISORDERS IN IED
BLOOD SPOTS TO DETECT KRABBE AND POMPE DISEASES
22 Ferreira, C. THE NATURAL HISTORY PROTOCOL ON CONGENITAL DISORDERS OF
GLYCOSYLATION
23 Ferreira, C. CEREBROSPINAL FLUID FINDINGS IN A COHORT OF PATIENTS WITH

NGLY1 DEFICIENCY

24

Ferreira, C. (presented by
Kristina Cusmano-Ozog

HEREDITARY FRUCTOSE INTOLERANCE MIMICKING A BIOCHEMICAL
PHENOTYPE OF MUCOLIPIDOSIS




25

Frigeni, Marta

DOMAIN-SWAPPING WITH OCTN2 SHOWS TOLERANCE TO
SUBSTITUTIONS IN THE OCTN1 ERGOTHIONEINE TRANSPORTER

26 Reis, Claudia F. IDENTIFICATION OF CITRIN DEFICIENCY BY NEWBORN SCREENING

27 Buonuomo, Paola Sabrina HOMOZYGOUS FAMILIAL HYPERCHOLESTEROLEMIA (HoFH): ONE
DISEASE, MULTIPLE FACES

28 Buonuomo, Paola Sabrina PEDIATRIC CHOLESTEROL SCREENING IN ITALY: THE SPIF PROJECT

29 Macchiaiolo, Marina SUCCESSFUL PROSTHETIC EYE FITTING IN PATIENT WITH LIGNEOUS
CONJUNCTIVITIS TREATED WITH TOPICAL PLASMINOGEN AND
SURGERY

30 Bloom, Kaitlyn IDENTIFICATION AND CHARACTERIZATION OF THE BIOCHEMICAL AND

TRAVEL AWARD PHYSIOLOGICAL FUNCTIONS OF ACYL-CoA DEHYDROGENASE 10
WINNER (See the abstract under the Travel Award Abstracts)

31 Lam, Christina A THIRD CASE OF PIGT-CDG: A CLINICAL AND MOLECULAR REPORT OF A
NEWLY DISCOVERED GLYCOPHOSPHATIDYLINOSITOL ANCHOR
DISORDER

32 Simmons, Kate THE CORRELATION BETWEEN LYSINE, TRYPTOPHAN, AND PLASMA
GLUTARYLCARNITINE IN FOUR GLUTARIC ACIDURIA TYPE I PATIENTS

33 Ramezani, Ryan SLEEP DISORDERS ASSOCIATED WITH PRIMARY MITOCHONDRIAL
DISEASES

34 Smolnikova, Marina THE “ARCTIC VARIANT” SPECIFIC MUTATION P479L IN CPT1A GENE
PREDISPOSING TO CARNITINE PALMITOYLTRANSFERASE-1A
DEFICIENCY IN TWO RUSSIAN FAR NORTH ABORIGINAL POPULATIONS:
A RETROSPECTIVE GENOTYPING OF NEWBORN SCREENING CARDS

35 Beltran, E.C. PYRUVATE CARBOXYLASE DEFICIENCY - A CASE OF EARLY
DETECTION FACILITATED BY NEWBORN SCREENING RESULTS

36 Estrada-Veras, Juvianee CEREBELLAR SYNDROME AND COGNITIVE DEFICITS IN ERDHEIM
CHESTER DISEASE: JUST ACCUMULATION OF HISTIOCYTES OR
SECONDARY METABOLIC/ENDOCRINE DEFICIT?

37 Yano, Shoji EVALUATION OF TETRAHYDROBIOPTERIN EFFECTS ON
NEUROTRANSMITTER METABOLISM IN PHENYLKETONURIA

38 El-Gharbawy, Areeg LARS MUTATIONS IN NON- IRISH TRAVELERS: AN UNDER-RECOGNIZED
MULTI-SYSTEM DISORDER CHARACTERIZED BY INFANTILE
HEPATOPATHY DURING PHYSIOLOGICAL STRESS

39 Mori, Mari A HYPOPHOSPHATASIA CASE SERIES: ODONTOHYPOPHOSPHATASIA OR
CHILDHOOD/ADULT FORM?

40 Mori, Mari A FAMILY WITH X-LINKED CREATINE TRANSPORTER DEFICIENCY
DIAGNOSED BY WHOLE EXOME SEQUENCING

41 Kazi, Zoheb B. CRIM-POSITIVE INFANTILE POMPE DISEASE: CHARACTERIZATION OF
IMMUNE RESPONSES IN PATIENTS TREATED WITH ERT

42 Suchy, Sharon GENE SEQUENCING PANELS FOR INBORN ERRORS OF METABOLISM: AN
EFFECTIVE TOOL FOR DIAGNOSIS

43 Wood, Tim ANALYSIS OF 20 YEARS OF URINARY MPS PROFICIENCY DATA FROM THE
COLLEGE OF AMERICAN PATHOGISTS (CAP)

44 Raval, Donna ESTABLISHING A PREGNANCY REGISTRY FOR INBORN ERRORS OF
METABOLISM EXCLUDING HYPERPHENYLALANINEMIA

45 De Biase, Irene ARGININOSUCCINIC ACID DETECTION BY LIQUID
CHROMATOGRAPHY TANDEM MASS SPECTROMETRY: CLINICAL
IMPLICATIONS

46 Viau, Krista SELF-MANAGEMENT SKILLS IN PATIENTS WITH PHENYLKETONURIA

47 Dai, Hongzheng IDENTIFICATION OF NEW FBXL4 MUTATIONS IN PATIENTS WITH
MITOCHONDRIAL DISORDERS AND CONGENITAL LACTIC ACIDOSIS

48 Caldovic, Ljubica DISCOVERY OF DRUGS FOR NEUROPROTECTION FROM
HYPERAMMONEMIA

49 Manoli, Irini REAPPRASING THE DIETARY PRACTICES TO MANAGE

COBALAMIN C DEFICIENCY

50

DeBrosse, Catherine

IN VIVO OXPHOS QUANTITATION BY MAGNETIC RESONANCE IMAGING

TRAVEL AWARD IN METABOLIC MYOPATHY
WINNER (See the abstract under the Travel Award Abstracts)
51 Qin, Lan MOLECULAR DIAGNOSIS OF GLYCOGEN STORAGE DISEASES IN THE NGS

ERA




52

Pan, Shujuan

DETECTION OF MTFMT EXONIC DELETIONS USING NGS APPROACH IN
PATIENTS WITH COMBINED RESPIRATORY CHAIN DEFECTS

53

Burrage, Lindsay

HUMAN RECOMBINANT ARGINASE THERAPY LOWERS PLASMA
ARGININE IN ARGINASE DEFICIENT MOUSE MODELS

54 Salvarinova-Zivkovic, R. SIX YEARS FOLLOW UP OF A PKU PATIENT POST TREATMENT FOR
LYMPHOMA

55 Ballarini, Elisa MULTIPLE ACYL CoA DEHYDROGENASE DEFICIENCY: DIAGNOSIS AND
OUTCOME AFTER EXPANDED NEWBORN SCREENING

56 Pomeroy-Carter, Cassidy EVALUATION OF TRIHEPTANOIN SUPPLEMENTATION IN MURINE
TRIFUNCTIONAL PROTEIN DEFICIENCY

57 Wang, Jing NOVEL PATHOGENIC VARIANTS IN THE MITOCHONDRIAL AMINOACYL
tRNA SYNTHETASES GENES

58 Xu, Chenyu ORNITHINE TRANSCARBAMYLASE DEFICIENCY IS ASSOCIATED WITH
ABNORMAL LIPID METABOLISM IN HETEROZYGOTE FEMALE MICE

59 Rajabi, Farrah LIVER FAILURE AS THE PRESENTATION OF ORNITHINE
TRANSCARBAMYLASE DEFICIENCY IN A FEMALE INFANT

60 Yang, S.P. PRIMARY GONADAL FAILURE WITH NEUROMUSCULAR ABNORMALITIES
—MALE AND FEMALE PHENOTYPES THAT POINT TOWARD DEFECTS IN
MITOCHONDRIAL DNA REPLICATION AND TRANSLATION

61 Li, Hong A NOVEL HOMOZYGOUS EXONIC SPLICING MUTATION IN THE MUT GENE
CAUSING ISOLATED METHYLMALONIC ACIDURIA

62 Van Karnebeek, C. METABOLIC DIET APP SUITE: DIGITAL MEDICINE TO SUPPORT FAMILIES
WITH INBORN ERRORS OF METABOLISM

63 Sirrs, Sandra DEFECTS IN FATTY ACID AMID HYDROLASE 2 ASSOCIATED WITH
DEVELOPMENTAL AND PSYCHIATRIC DISORDERS

64 Pupavac, Mihaela DIAGNOSING PATIENTS WITH METHYLMALONIC ACIDURIA -

TRAVEL AWARD COMPARISON OF SOMATIC CELL AND NEXT GENERATION SEQUENCING
WINNER PANEL TESTING

(See the abstract under the Travel Award Abstracts)

65 Larson, Austin IMPROVEMENT OF PATHOLOGICAL FINDINGS ON MAGNETIC
RESONANCE IMAGING OF THE BRAIN WITH USE OF KETOGENIC DIET
FOR PYRUVATE DEHYDROGENASE COMPLEX DEFICIENCY

66 Reis, Claudia 3-HYDROXY-3-METHYLGLUTARIC ACIDURIA: TWO CASE REPORTS

67 Khan, Aneal LONGTERM OUTCOME IN CHILDREN WITH UREA CYCLE DISORDER
AFTER HEPATOCYTE TRANSPLANTATION

68 Turgeon, C. COMBINED ANALYSIS OF CHOLESTANE-3p,50,63-TRIOL, 7-
KETOCHOLESTEROL AND LYSO-SPHINGOMYELIN IN PLASMA FOR
NIEMANN-PICK TYPES A, B AND C DISEASE

69 Shi, D. CRYSTAL STRUCTURE OF THE N-ACETYLTRANSFERASE DOMAIN OF
HUMAN N-ACETYL-L-GLUTAMATE SYNTHASE IN COMPLEX WITH N-
ACETYL-L-GLUTAMATE

70 Zhao, G. A NOVEL BISUBSTRATE ANALOG OF N-ACETYL-L-GLUTAMATE
SYNTHASE

71 Fox, Joyce F. A ONE YEAR FOLLOW-UP OF TREATMENT WITH INVESTIGATIONAL
RECOMBINANT HUMAN BETA-GLUCURONIDASE ENZYME
REPLACEMENT IN A PATIENT WITH AN ADVANCED STAGE
MUCOPOLYSACCHARIDOSIS TYPE VII

72 Sabbadini, M. DE NOVO MUTATIONS ON MATERNAL ALLELES IN TWO PATIENTS WITH
NEURONOPATHIC GAUCHER DISEASE

73 Paquay, Stephanie NEONATAL POLYURIA AND RENAL FAILURE: NEW FEATURES OF
MEGDEL SYNDROME

74 Paquay, Stephanie BASAL GANGLIA INVOLVEMENT IN MITOCHONDRIAL ACETOACETYL-

CoA THIOLASE DEFICIENCY

75

Hall, Patricia L.

CDG SCREENING: THE UTILITY OF RATIOS AND THE IMPORTANCE OF
INTERLAB COLLABORATION

76

Ghaloul-Gonzalez, Lina

MITOCHONDRIAL RESPIRATORY CHAIN DISORDERS IN THE OLD ORDER
AMISH POPULATION

71

Rizzo, W.B.

ALDEHYDE TRAPPING AGENT NS2 BLOCKS FORMATION OF FATTY
ALDEHYDE ADDUCTS WITH PHOSPHATIDYLETHANOLAMINE AND
SUGGESTS POTENTIAL THERAPEUTIC APPROACH FOR SJOGREN-




LARSSON SYNDROME

78

Villalba, Ricardo

PRIMARY ADRENAL INSUFFICIENCY IN TWO SIBLINGS WITH D-
BIFUNCTIONAL PROTEIN DEFICIENCY

79

Chapman, Kimberly

THE CONFLUENCE OF THE KREBS CYCLE AND PROPIONATE PATHWAY

80

Tarasenko, Tatiana

HEPATIC METABOLIC REPROGRAMMING OF MITOCHONDRIAL FATTY
ACID OXIDATION IN RESPONSE TO INFLUENZA INFECTION

81

Regier, Debra
TRAVEL AWARD
WINNER

GM1 GANGLIOSIDOSIS TYPE II: SUB-CLASSIFICATION OF LATE
INFANTILE AND JUVENILE PATIENTS BASED ON AGE AT SYMPTOM
ONSET

(See the abstract under Travel Award Abstracts)

82

Demirdas, Serwet

BONE HEALTH IN PHENYLKETONURIA: A SYSTEMATIC REVIEW AND
META-ANALYSIS

83

Thomas, Janet A.

EVALUATION OF MULTIPLE DOSING REGIMENS IN PHASE 2 STUDIES OF
rAvPAL-PEG (BMN 165) FOR CONTROL OF BLOOD PHENYLALANINE
LEVELS IN ADULTS WITH PHENYLKETONURIA

84

Longo, Nicola

EVALUATION OF LONG-TERM SAFETY AND EFFICACY WITH RAVPAL-
PEG (BMN 165) FOR CONTROL OF BLOOD PHENYLALANINE LEVELS IN
ADULTS WITH PHENYLKETONURIA (PKU)

85

Harding, Cary

PHASE 2 STUDIES CONTRIBUTE TO rAvPAL-PEG PHASE 3 TRIAL DESIGN

86

Bilder, Deborah A.

NEUROPSYCHIATRIC COMORBIDITIES IN ADULTS WITH
PHENYLKETONURIA: A RETROSPECTIVE COHORT STUDY

87 Grant, Mitzie A RANDOMIZED, PLACEBO-CONTROLLED, DOUBLE-BLIND STUDY OF
SAPROPTERIN TO TREAT SYMPTOMS OF ADHD AND EXECUTIVE
DYSFUNCTION IN CHILDREN AND ADOLESCENTS WITH
PHENYLKETONURIA

88 Zori, Roberto EVALUATION OF AN INDUCTION, TITRATION, AND MAINTENANCE

DOSING REGIMEN IN A PHASE 2 STUDY OF rAvPAL-PEG (BMN 165) FOR
CONTROL OF BLOOD PHENYLALANINE LEVELS IN ADULTS WITH
PHENYLKETONURIA (PKU)

89

Ellsworth, Katarzyna A.

MEASUREMENT OF LYSOSOMAL ENZYME ACTIVITIES IN
CEREBROSPINAL FLUID

90

Ahrens-Nicklas, Rebecca

IDENTIFICATION OF ASYMPTOMATIC GLUTAMATE
FORMINIOTRANSFERASE DEFICIENCY BY NEWBORN SCREENING

91

Dercksen, Marli

A NOVEL MUTATION IN THE PEX3 GENE WHICH RESULT IN A LETHAL
ZELLWEGER SPECTRUM SYNDROME

92 Lee, Jessica IEMBASE, KNOWLEDGEBASE AND ONLINE MINI-EXPERT SYSTEM FOR
INBORN ERRORS OF METABOLISM
93 Badger, Ariel CHARACTERIZATION OF THE PHENYLALANINE DEHYDROGENASE FROM

GEOBACILLUS THERMOGLUCOSIDIASIUS FOR ITS USE IN THE DETECTION
OF PHENYLALANINE

94

Barea, Jaime J.

MAXIMIZING HYPOXANTHINE LEVELS WITH ALLOPURINOL TO
PREVENT RENAL STONES IN LESCH-NYHAN DISEASE

95 Chu, Jordan CHALLENGING FINDINGS IN PATIENTS WITH METHYLMALONIC
ACIDURIA CONFIRMED AS MUT BY SOMATIC CELL COMPLEMENTATION
ANALYSIS AND STUDIED WITH A NOVEL NEXT GENERATION
SEQUENCING PANEL

96 Donti, T.R. SMALL-MOLECULE METABOLOMIC PROFILING FOR THE CLINICAL

SCREENING OF INBORN ERRORS OF METABOLISM

97

Smith, Desirée E.C.

DEFECTIVE S-ADENOSYLMETHIONINE REGULATION IN
METHYLENETETRAHYDROFOLATE DEFICIENT PATIENTS DUE TO
CONFORMATIONAL CHANGES

98

Mendes, Marisa 1.

HIGH HOMOCYSTEINE CONCENTRATIONS LOWER THE PRODUCTION
OF H,S BY CYSTATHIONINE BETA-SYNTHASE IN FIBROBLASTS. IS
THERE A LINK WITH CARDIOVASCULAR DISEASE?

99

Fraser, Jamie

BONE HEALTH IN ISOLATED METHYLMALONIC ACIDEMIA: INSIGHTS
FROM PATIENT STUDIES AND ANIMAL MODELS







