10.

11.

12.

13.

14,

15.

16.

17.

18.

MEDIUM CHAIN ACYL-CoA DEHYDROGENASE DEFICIENCY (MCADD) REFERENCES

(ACADM DEFICIENCY; MCAD DEFICIENCY; MCADD DEFICIENCY)

Albers S, Levy HL, Irons M, Strauss AW, Marsden D. “Compound heterozygosity in four
asymptomatic siblings with medium-chain acyl-CoA dehydrogenase deficiency,” J Inherit Metab Dis
2001 Jun; 24(3): 417-8.

Andresen BS, Bross P, Udvari S, Kirk J, Gray G, Kmoch S, Chamoles N, Knudsen I, Winter V,
Wilcken B, Yokota I, Hart K, Packman S, Harpey JP, Saudubray JM, Hale DE, Bolund L, Kolvraa S,
Gregersen N. “The molecular basis of medium-chain acyl-CoA dehydrogenase (MCAD) deficiency in
compound heterozygous patients: is there correlation between genotype and phenotype?” Hum Mol
Genet 1997; 6(5): 695-707.

Andresen BS, Dobrowolski SF, O’Reilly L, Muenzer J, McCandless SE, Frazier DM, Udvari S, Bross
P, Knudsen I, Banas R, Chace DH, Engel P, Naylor EW, Gregersen N. “Medium-chain acyl-CoA
dehydrogenase (MCAD) mutations identified by MS/MS-based prospective screening of newborns
differ from those observed in patients with clinical symptoms: identification and characterization of a
new, prevalent mutation that results in mild MCAD deficiency,” Am J Hum Genet 2001; 68(6): 1408-
18.

Bartlett K, Eaton S. “Mitochondrial beta-oxidation,” Eur J Biochem. 2004 Feb; 271(3): 462-9.
Blakemore AIF, Kolvraa S, Gregersen N, Engel PC, Curtis D. “Localisation of RFLPs of the medium
chain acyl-CoA dehydrogenase gene,” Hum Genet 1991; 86: 537-538.

Blakemore AIF, Singleton H, Pollitt RJ, Engel PC, Kolvraa S, Gregersen N, Curtis D. “Frequency of
the G985 MCAD mutation in the general population,” Lancet 1991; 337: 298-299.

Bodman M, Smith D, Nyhan WL, Naviaux RK. “Medium-Chain Acyl Coenzyme A Dehydrogenase
Deficiency: Occurrence in an Infant and His Father,” Arch Neurol 2001; 58(5): 811-814.

Boles RG, Buck EA, Blitzer MG, Platt MS, Cowan TM, Martin SK, Yoon H, Madsen JA, Reyes-
Mugica M, Rinaldo P. “Retrospective biochemical screening of fatty acid oxidation disorders in
postmortem livers of 418 cases of sudden death in the first year of life,” J Pediatr 1998; 132(6): 924-
33.

Bonafe L, Troxler H, Kuster T, Heizmann CW, Chamoles NA, Burlina AB, Blau N. “Evaluation of
Urinary Acylglycines by Electrospray Tandem Mass Spectrometry in Mitochondrial Energy
Metabolism Defects and Organic Acidurias,” Mol Genet Metab 2000; 69: 302-311.

Bonnet D, Martin D, de Lonlay P, Villain E, Jouvet P, Rabier D, Brivet M, Saudebray JM.
“Arrhythmias and Conduction Defects as Presenting Symptoms of Fatty Acid Oxidation Disorders in
Children,” Circulation 1999; 100(22): 2248-53.

Brackett JC, Sims HF, Steiner RD, Nunge M, Zimmerman EM, deMartinville B, Rinaldo P, Slaugh R,
Strauss AW. “A Novel Mutation in Medium Chain Acyl-CoA Dehydrogenase Causes sudden Neonatal
Death,” J Clin Invest 1994; 94: 1477-83.

Carpenter, Wiley, Sim, Heath, & Wilken, “Evaluation of newborn screening for medium chain acyl-
CoA dehydrogenase deficiency in 275,000 babies,” Arch Dis Child Fetal Neonatal Ed, 2001; 85: 105-
F1009.

Catzeflis C, Bachmann C, Hale DE, Coates PM, Wiesmann U, Colombo JP, Joris F, Deleze G. “Early
diagnosis and treatment of neonatal medium-chain acyl-CoA dehydrogenase deficiency: report of two
siblings,” Eur J Pediatr 1990; 149(8): 577-81.

Cederbaum, SD. “SIDS and disorders of fatty acid oxidation: Where do we go from here?” J Pediatr
1998; 132(6): 913-4.

Chace DH, Hillman SL, Van Hove JL, Naylor EW. “Rapid diagnosis of MCAD deficiency:
quantitatively analysis of octanoylcarnitine and other acylcarnitines in newborn blood spots by tandem
mass spectrometry,” Clin Chem. 1997 Nov; 43(11): 2106-13.

Clayton PT, Doig M, Soudabeh G, Meaney C, Taylor C, Leonard JV, Morris M, Johnson AW,
“Screening for medium chain acyl-CoA dehydrogenase deficiency using electrospray ionization
tandem mass spectrometry,” Arch Dis Child 1998; 79: 109-115.

Coates PM, Hale DE, Stanley CA, Glasgow AM. “Systemic carnitine deficiency simulating Reye
syndrome,” J Pediatr 1984 Oct; 105(4): 679.

Coates PM, Tanaka K. “Molecular basis of mitochondrial fatty acid oxidation defects,” J Lipid Res
1992; 33: 1099-1110.



19.

20.

21.

22.

23.

24,

25.

26.

27.

28.

29.

30.

31.

32.

33.

34.

35.

36.

37.

38.

39.

40.

Curtis D, Blakemore AIF, Engel PC, Macgregor D, Besley G, Kolvraa S, Gregersen N. “Heterogeneity
for mutation in medium chain acyl-CoA dehydrogenase deficiency in the UK population,” Clin Genet
1991; 40: 283-286.

Ding J-H, Yang B-Z, Bao Y, Roe Cr, Chen Y-T. “Identification of a New Mutation in Medium-Chain
Acyl-CoA Dehydrogenase (MCAD) Deficiency,” Am J Hum Genet 1992; 50: 229-233.

Fishbein M, Smith M, Li BU. “A rapid MRI technique for the assessment of hepatic steatosis in a
subject with medium-chain acyl-coenzyme A dehydrogenase (MCAD) deficiency,” J Pediatr
Gastroenterol Nutr 1998; 27(2): 224-7.

Fletcher JM, Pitt JJ. “Fasting medium chain acyl-coenzyme A dehydrogenase deficient children can
make ketones,” Metabolism 2001; 50(2): 161-5.

Frazier D, McCandless S, Millington D, Chaing S, Weavil S, Muenzer J. “Diagnosis and management
of MCAD deficiency: the North Carolina experience,” Molec Genet Metab 2004; 81(3): 158.

Giak SK, Hammond J, Wilcken B. “Strategies for the diagnosis of mitochondrial fatty acid
betaoxidation disorders,” (review article) Clinica Chimica Acta 2002; 323:37-58

Giak SK, Carpenter K, Hammond J, Christodoulou J, Wilcken B. “Quantitative fibroblast acylcarnitine
profiles in mitochondrial fatty acid beta-oxidation defects: phenotype/metabolite correlations,” Mol
Genet Metab 2002; 76 (4): 327

Gregersen N, Andresen BS, Bross P. “Prevalent mutations in fatty acid oxidation disorders: diagnostic
consideration,” Eur J Pediatr 2000; 159 (Suppl 3): S213-8.

Gregersen N, Andresen BS, Corydon MJ, Corydon TJ, Olsen RK, Bolund L, Bross P. “Mutation
analysis in mitochondrial fatty acid oxidation defects: Exemplified by acyl-CoA dehydrogenase
deficiencies, with special focus on genotype-phenotype relationship,” Hum Mutat 2001; 18 (3): 169-
89.

Gregersen N, Bross P, Andresen BS. “Genetic defects in fatty acid beta-oxidation and acyl-CoA
dehydrogenases. Molecular pathogenesis and genotype-phenotype relationships,” Eur J Biochem. 2004
Feb; 271(3): 470-82.

Guertl B, Noehammer C, Hoefler G. “Metabolic cardiomyopathies,” Int J Exp Pathol 2000; 81(6):
349-372.

lafolla AK, Millington DM, Chen YT, Ding JH, Kahler SG, Roe CR. “Natural course of medium chain
acyl CoA dehydrogenase deficiency (MCAD),” Am J Hum Genet 1991; 49(Suppl): 99.

lafolla AK, Thompson RJ, & Roe CR. “Medium-Chain acyl-coenzyme A dehydrogenase deficiency:
Clinical course in 120 affected children,” J Pediatr 1994; 124 (3): 409-415.

lafolla AK, Thompson RT, Roe CR. “Psychodevelopmental Outcome in Children with Medium Chain
Acyl CoA Dehydrogenase Deficiency (MCAD),” Am J Hum Genet 1992; 51: A351.

loulianos A, Wells D, Harper JC, Delhanty JDA. “A successful strategy for preimplantation diagnosis
of medium-chain acyl-CoA dehydrogenase (MCAD) deficiency,” Prenat Diagn 2000; 20: 593-598.
Kairamkonda V, Dalzell, Losty PD, Davidson C. “Perforated duodenal ulcer disclosing medium chain
acyl-CoA dehydrogenase deficiency,” Arch Dis Child 2003; 88:87-93.

Kelly DP, Hale DE, Rutledge SL, Ogden ML, Whelan AJ, Zhang Z, Strauss AW. “Molecular Basis of
Inherited Medium-Chain Acyl-CoA Dehydrogenase Deficiency Causing Sudden Child Death,” J Inher
Metab Dis 1992; 15: 171-180.

Kelly DP, Whelan AJ, Ogden AL, Alpers R, Zhang Z, Bellus G, Gregersen N, Dorland L, Strauss AW.
“Molecular characterization of inherited medium-chain acyl-CoA dehydrogenase deficiency,” Proc
Natl Acad Sci USA 1990; 87: 9236-9240.

Kidd JR, Matsubara Y, Castiglione CM, Tanaka K, Kidd KK. “The Locus for the Medium —Chain
Acyl-CoA Dehydrogenase Gene on Chromosome 1 Is Highly Polymorphic,” Genomics 1990; 6: 89-93.
Kim JJ, Miura R. “Acyl-CoA dehydrogenases and acyl-CoA oxidases. Structural basis for mechanistic
similarities and differences,” Eur J Biochem. 2004 Feb; 271(3): 483-93.

Klose DA, Kolker S, Heinrich B, Prietsch V, Mayatepek E, von Kries R, Hoffmann GF. “Incidence
and Short-Term Outcome of Children With Symptomatic Presentation of Organic Acid and Fatty Acid
Oxidation Disorders in Germany,” Pediatrics 2002; 110(6): 1204-1211.

Korman SH, Gutman A, Brooks R, Sinnathamby T, Gregersen N, Andresen BS. “Homozygosity for a
severe novel medium-chain acyl-CoA dehydrogenase (MCAD) mutation IVS3-1G>C that leads to
introduction of a premature termination codon by complete missplicing of the MCAD mRNA and is
associated with phenotypic diversity ranging from sudden neonatal death to asymptomatic status,” Mol
Genet Metab 2004; 82: 121-129.



41,

42,

43.

44,

45,

46.

47,

48.

49.

50.

51.

52.

53.

54.

55.

56.

57.

58.

59.

60.

61.

62.

63.

Lehotay DC, LePage J, Thompson JR, Rockman-Greenberg C. “Blood acylcarnitine levels in normal
newborns and heterozygotes for medium-chain acyl-CoA dehydrogenase deficiency: A relationship
between genotype and biochemical phenotype?” J Inher Metab Dis 2004 27: 81-88.

Lemieux B, Giguere R, Cyr D, Shapcott D, McCann M, Tuchman M. “Screening urine of 3-week-old
newborns: lack of association between sudden infant death syndrome and some metabolic disorders,”
Pediatrics. 1993 May; 91(5): 986-8.

Losty HC, Lee P, Alfaham M, Gray OP, Leonard JV. “Fatty infiltration in the liver in medium chain
acyl CoA dehydrogenase deficiency,” Arch Dis Child 1991; 66: 727-728.

Marsden D, Nyhan WL, Barshop BA. “Creatine kinase and uric acid: early warning for metabolic
imbalance resulting from disorders of fatty acid oxidation,” Eur J Pediatr 2001; 160: 599-602.
Martinez G, Jimenez-Sanchez G, Divry P, Vianey-Saban C, Riudor E, Rodes M, Briones P, Ribes A.
“Plasma free fatty acids in mitochondrial fatty acid oxidation defects,” Clinica Chimica Acta 1997;
267: 143-154.

Matern & Rinaldo, “Medium-Chain Acyl-Coenzyme A Dehydrogenase Deficiency,” Gene Reviews,
www.GeneClinics.org, April 2000.

Matsubara Y, Narisawa K, Miyabayashi S, Tada K, Coates PM. “Molecular lesion in patients with
medium-chain acyl-CoA dehydrogenase deficiency,” Lancet 1990; 335: 1589.

Matsubara Y, Narisawa K, Miyabayashi S, Tada K, Coates PM, Bachmann C, Elsas LJ, Pollitt RJ,
Rhead WJ, Roe CR. “Identification of a common mutation in patient with medium-chain acyl-CoA
dehydrogenase deficiency,” Biochem Biophy Res Comm 1990; 171: 498-505.

Matsubara Y, Narisawa K, Tada K. “Medium-chain acyl-CoA dehydrogenase deficiency: molecular
aspects,” Eur J Pediatr 1992; 151: 154-159.

Matsubara Y, Narisawa K, Tada K, Ikeda H, YeQi Y, Danks DM, Green A, McCabe ERB.
“Prevalence of K329E mutation in medium-chain acyl-CoA dehydrogenase gene determined from
Guthrie cards,” Lancet 1991, 338: 552-553.

Mayatepek E, Koch HG, Hoffmann GF. “Hyperuricaemia and medium-chain acyl-CoA dehydrogenase
deficiency,” J Inherit Metab Dis 1997; 20(6): 842-3.

McKinney JT, Longo N, Hahn SH, Matern D, Rinaldo P, Strauss AW, Dobrowolski SF. “Rapid,
comprehensive screening of the human medium chain acyl-CoA dehydrogenase gene,” Mol Genet
Metab 2004; 83: 112-120.

Millington DS. “Interpretation and follow-up of abnormal newborn screening results from MS/MS,”
2004 Newborn Screening & Genetics Testing Symposium, May 3, 2004, Atlanta, GA.

Morris AA, Leonard JV. “Early recognition of metabolic decompensation,” Arch Dis Child. 1997 Jun;
76(6): 555-6.

Morris AAM, Lenoard JV. “Improving the Outcome for Fatty Acid Oxidation Disorders,” J Pediatr
Gastroenterol Nutr 2000; 31(4): 367-370.

Morris AA, Turnbull DM. “Fatty acid oxidation defects in muscle,” Curr Opin Neurol. 1998 Oct;
11(5): 485-90.

Nada MA, Vianey-Saban C, Roe CR, Ding J-H, Mathieu M, Wappner RS, Bialer MG, McGlynn JA,
Mandon G. “Prenatal Diagnosis of Mitochondrial Fatty Acid oxidation Defects,” Prenatal Diagn 1996;
16: 117-124.

Nelson J, Lewis B, Walters B. “The HELLP syndrome associated with fetal medium-chain acyl-CoA
dehydrogenase deficiency,” J Inherit Metab Dis 2000; 23(5): 518-9.

Njolstad PR, Skjeldal OH, Agsteribbe E, Huckriede A, Sovik O, Waaler PE. “Medium Chain Acyl-
CoA Dehydrogenase Deficiency and Fatal Valproate Toxicity,” Ped Neuro 1997; 16(2): 160-162.
Nyhan, Ozand: The Atlas of Metabolic Diseases, 1st ed, Chapman & Hall Medical, 1998, a. pp. 223-
228.

Okun JG, Kolker S, Schulze A, Kohlmuller D, Olgemoller K, Lindner M, Hoffmann GF, Wanders
RJA, Mayatepek E. “A method for quantitative acylcarnitine profiling in human skin fibroblasts using
unlabelled palmitic acid: diagnosis of fatty acid oxidation disorders and differentiation between
biochemical phenotypes of MCAD deficiency,” Biochimica et Biophysica Acta 2002; 1584: 91-98.
Onkenhout W, Venizelos V, Scholte HR, DeKlerk JBC, Poorthuis BJHM. “Intermediates of
unsaturated fatty acid oxidation are incorporated in triglycerides but no in phospholipids in tissues
from patients with mitochondrial B-oxidation defects,” J Inherit metab Dis 2001; 24: 337-344.
OMIM- Online Mendelian Inheritance in Man; #201450



64.

65.

66.

67.

68.

69.

70.

71.

72.

73.

74.

75.

76.

77.

78.

79.

80.

81.

82.

83.

84.

O'Reilly L, Bross P, Corydon TJ, Olpin SE, Hansen J, Kenney JM, McCandless SE, Frazier DM,
Winter V, Gregersen N, Engel PC, Andresen BS. “The Y42H mutation in medium-chain acyl-CoA
dehydrogenase, which is prevalent in babies identified by MS/MS-based newborn screening, is
temperature sensitive,” Eur J Biochem. 2004 Oct; 271(20): 4053-63.

Orlowski JP. “Whatever happened to reye’s syndrome? Did it ever really exist?” Crit Care Med 1999;
27(8): 1582-1587.

Osorio JH, Lluch M, Ribes A. “Analysis of organic acids after incubation with (16-2H3) palmitic acid
in fibroblasts from patients with mitochondrial beta-oxidation defects,” J Inherit Metab Dis. 2003;
26(8): 795-803.

Pollitt RJ. “Newborn mass screening versus selective investigation: Benefits and costs,” J Inherit
Metab Dis 2001; 24: 299-302.

Pollitt, RJ & Leonard, JV. “Prospective surveillance study of medium chain acyl-CoA dehydrogenase
deficiency in the UK,” Arch Dis Child 1998; 79(2): 116-119.

Pourfarzam M, Morris A, Appleton M, Craft A, Bartlett K. “Neonatal screening for medium-chain
acyl-CoA dehydrogenase deficiency,” Lancet 2001; 359: 1063-4.

Rakheja D, Bennett MF, Foster BM, Domiati-Saad R, Rogers BB. “Evidence for fatty acid oxidation in
human placenta, and the relationship of fatty acid oxidation enzyme activities with gestational age,”
Placenta 2002; 23(5): 447-50.

Reinehr T, Burck G, Dietz B, Schluter B, Andler W, “[Hyperuricemia as the main symptoms of
medium-chain acyl-Co-A dehydrogenase deficiency],” Klin Padiatr 1997; 209(6): 357-60.

Rinaldo P. “Mitochondrial fatty acid oxidation disorders and cyclic vomiting syndrome,” Dig Dis Sci
1999; 44(8 Suppl): 97S-102S.

Rinaldo P, Matern D, Bennett MJ. “Fatty Acid Oxidation Disorders,” Annu Rev Physiol 2002; 64: 477-
502.

Rinaldo P, Matern D. “Disorders of fatty acid transport and mitochondrial oxidation: challenges and
dilemmas of metabolic evaluation,” Genet Med 2000; 2(6): 338-44.

Rinaldo P, Schmidt-Sommerfeld E, Posca AP, Heales SJ, Woolf DA, Leonard JV. “Effect of treatment
with glycine and L-carnitine in medium-chain acyl-coenzyme A dehydrogenase deficiency,” J Pediatr
1993; 122(4): 580-4.

Riudor E Arranz JA Anguera R, Salcedo S Roig M, del Toro M, Bahima C, Martinez G, Ribes A,
Vianey-Saban C, Sentis M. “Neonatal medium-chain acyl-CoA dehydrogenase deficiency presenting
with very high creatine kinase levels,” J Inherit Metab Dis 1998; 21(6): 673-4.

Roe CR. “ Inherited disorders of mitochondrial fatty acid oxidation: a new responsibility for the
neonatologist,” Semin Neonatol 2002; 7: 37-47.

C.R. Roe and J. Ding, Mitochondrial fatty acid oxidation disorders. In: C. Scriver, A.L. Beaudet, W.
Sly and D. Valle, Editors, The Metabolic and Molecular Basis of Inherited Disease (eighth ed.),
McGraw-Hill, New York (2001), pp. 2297-2326.

Santer R, Schmidt-Sommerfeld E, Leung YK, Fischer JE, Lebenthal E. “Medium-chain acyl CoA
dehydrogenase deficiency: electron microscopic differentiation from reye syndrome,” Eur J Ped 1990;
150: 111-114.

Sermon K, Henderix P, Lissens W, DeVos A, Vandervorst M, Vanderfaeillie A, Vamos E,
VanSterteghem A, Liebaers I. “Preimplantation genetic diagnosis for medium-chain acyl-CoA
dehydrogenase (MCAD) deficiency,” Mol Human Reprod 2000; 6 (12): 1165-1168.

Sovik O. “Inborn errors of amino acid and fatty acid metabolism with hypoglycemia as a major clinical
manifestation,” Acta Paediatr Scand. 1989 Mar; 78(2): 161-70.

Strauss AW, Spiekerkoetter U, Ding L, Tokunaga C, Zykovitz T, Marsden D, Rinaldo P, Bennett M.
“The changing spectrum of fatty acid oxidation disorders post-newborn screening,” Mol Genet and
Metab 2004; 81: 156-7.

Treem WR, Stanley CA, Goodman SI. “Medium-chain acyl-CoA dehydrogenase deficiency: metabolic
effects and therapeutic efficacy of long-term L-carnitine supplementation,” J Inherit Metab Dis 1989;
12(2): 112-9.

Van Hove JL, Kahler SG, Millington DS, Roe DS, Chace DH, Heales SJ, Roe CR. “Intravenous L-
carnitine and acetyl-L-carnitine in medium-chain acyl-coenzyme A dehydrogenase deficiency and
isovaleric academia,” Pediatr Res. 1994 Jan; 35(1): 96-101.



85.

86.

87.

88.

89.

90.

91.

92.

93.

94.

95.

Van Hove JL, Zhang W, Kahler SG, Roe CR, Chen YT, Terada N, Chace DH, lafolla AK, Ding JH,
Millington DS. “Medium-chain acyl-CoA dehydrogenase (MCAD) deficiency: diagnosis by
acylcarnitine analysis in blood,” Am J Hum Genet. 1993 May; 52(5): 958-66.

Wang SY, Kannan S, Shay D, Segal S, Datta S, Tsen L. “Anesthetic Considerations for a Patient with
Compound Heterozygous Medium-Chain Acyl-CoA Dehydrogenase Deficiency,” Anesth Analg 2002;
94:1595-7.

Wilcken B, Carpenter KH, Hammond J “ Neonatal symptoms in medium chain acyl coenzyme A
dehydrogenase deficiency,” Arch Dis Child 1993 Sep; 69 (3 Spc No): 292-4.

Wilcken B, Hammond J, Silink M. “Morbidity and mortality in medium chain acyl-coenzyme A
dehydrogenase deficiency,” Arch Dis Child 1994 May; 70(5): 4110-2.

Wilcox RL, Nelson CC, Stenzel P, Steiner RD. “Postmortem screening for fatty acid oxidation
disorders by analysis of guthrie cards with tandem mass spectrometry in sudden unexpected death in
infancy,” J Pediatr 2002; 141(6): 833-6.

Wilson CJ, Champion MP, Collins JE, Clayton PT, & Leonard JV. Outcome of medium chain acyl-
CoA dehydrogenase deficiency after diagnosis. Arch Dis Child 1999; 80: 459-462.

Yokota I, Coates PM, hale DE, Rinaldo P, Tanaka K. “Molecular Survey of a Prevalent Mutation, 985
A-t0-G Transition and Identification of Five Infrequent Mutations in the Medium-Chain Acyl-CoA
Dehydrogenase (MCAD) Gene in 55 Patients with MCAD Deficiency,” Am J Hum Genet 1991; 49:
1280-1291.

Yokota I, Indo Y, Coates PM, Tanaka K. “Molecular Basis of Medium Chain Acyl-Coenzyme A
Dehydrogenase Deficiency,” J Clin Invest 1990; 86: 1000-1003.

Yokota I, Tanaka K, Coates PM, Ugarte M. “Mutations in medium-chain acyl-CoA dehydrogenase
deficiency,” Lancet 1990; 336: 748.

Zhang Z, Kelly DP, Kim J-J, Zhou Y, Ogden ML, Whelan AJ, Strauss AW. “Structural Organization
and Regulatory Regions of the Human Medium-Chain Acyl-CoA Dehydrogenase Gene,” Biochemistry
1992; 31: 81-89.

Zschocke J, Schulze A, Lindner M, Fiesel S, Olgemoller K, Hoffmann GF, Penzien J, Ruiter JP,
Wanders RJ, Mayatepek E. “Molecular and functional characterization of mild MCAD deficiency,”
Hum Genet 2001; 108(5): 404-8.



