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Inquiry into the convictions of Kathleen Megan Folbigg
Literature referred to during public hearings of the Inquiry

Day 6 — 15 April 2019

TAB DOCUMENT AUTHOR/S CITED BY
Children and Colds (4 September 2018) American Dr Colley
1. healthychildren.org Academy of
T383
Pediatrics
Patient Education: The Common Cold in Children | Pappas DE Dr Colley
2. (Beyond the Basics) (6 February 2019) Wolters 1383
Kluwer
Recurrent Lower Respiratory Tract Infections in de Benedictis Dr Colley
3. Children (2018) 362 British Medical Journal 2698. | FM, Bush A 1383
Exome Analysis of a Family with Wolff-Parkinson- | Bowles NE, Professor Kirk
4 White Syndrome Identifies a Novel Disease Locus | Chuanchau JJ, T484
' (2015) 167A(12) American Journal of Medical Cammon BA, et
Genetics 2975. al
Exome Sequencing Identifies a Novel Mutation in | Lam L, Ingles J, | Professor Kirk
the MHY6 Gene in a Family with Early-Onset Turner C, et al
T483-484;
Sinus Node Dysfunction, Ventricular Arrhythmias,
> | and Cardiac Arrest (2015) 1(3) Heart Rhythm Professor
Case Reports 141. Skinner
T524-525
Day 7 — 16 April 2019
TAB DOCUMENT AUTHOR CITED BY
Whole-Exome Molecular Autopsy After Exertion- Anderson JH, Professor
6. Related Sudden Unexplained Death in the Young | Tester D], Will Skinner;

(2016) 9(3) Circulation: Genomic and Precision

Vinuesa T486-

201803083 D2019/290017




TAB DOCUMENT AUTHOR CITED BY
Medicine 259. ML, et al 487, 513
Sudden Death in Hunter Syndrome Caused by Hishitani T, Professor

7. Complete Atrioventricular Block (2000) 136(2) Wakita S, Isoda | Vinuesa T492
The Journal of Pedlatrics 268. T, et al
NLRP1 Inflammasome Activation Induces Masters SL, Professor

8. Pyroptosis of Hematopoietic Progenitor Cells Gerlic M, Metcalf | Vinuesa T494,
(2012) 37(6) Immunity 1009. D, et al 496
Transient Left Bundle Branch Block and Left Garrelfs MR, Professor
Ventricular Dysfunction in a Patient Associated Hoppenreijs E, Vinuesa T494-

9 Autoinflammation with Arthritis and Dyskeratosis | Tanke RB, et al | 496;

' Syndrome (2019) 29(3) Cardiology in the Young )
Professor Kirk
435.
T496-497
Exome-Chip Meta-Analysis Identifies Novel Loci Prins BP, Mead Professor

10. | Associated with Cardiac Conduction, Including TJ, Brody JA, et | Vinuesa T514-
ADAMTS6 (2018) 19(87) Genome Biology 1. al 515
Long QT Syndrome: From Genetics to Schwartz PJ, Professor

11. | Management (2012) 5(4) Circulation. Arrhythmia | Crotti L and Vinuesa T520
and Electrophysiology 868. Insolia R
Calmodulin 2 Mutation N98S is Associated with | Jimenez-Jaimez | Professor

i Unexplained Cardiac Arrest in Infants Due to Low | J, Palomino Skinner T523

" | Clinical Penetrance Electrical Disorders (2016) | Doza J, Ortega A
11(4) PLoS ONE 1. et al
Key Role of the Molecular Autopsy in Sudden Semsarian C, Professor

13. | Unexpected Death (2012) 9(1) Heart Rhythm Hamilton RM Skinner T525
145.

14 Cardiac genetic predisposition in sudden infant Tester D], Wong | Professor

" | death syndrome (2018) 71(11) Journal of the LCH, Chanana P, | Skinner T527
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TAB DOCUMENT AUTHOR CITED BY
American College of Cardiology 1217. et al
A prospective study of sudden cardiac act death Bagnall RD, Professor
15. | children and young adults (2016) 374 New Crompton DE, Skinner T531
England Journal of Medicine 2441. Petrovski S, et al
*Mucopolysaccharidosis Type II" in Adam MP, Scarpa M Professor
6 Ardinger HH and Pagon RA et al (eds) Vinuesa T540
" | GeneReviews (University of Washington, Seattle
1993-2019).
Isolation, Identification and Quantitation of Lee EY, Soo- Professor Kirk
Urinary Glyosaminoglycans (2003) 23(3 Kim SH, Whan
y Gly glycans (2003) 23(3) 9 | T544-545,
17. | American Journal of Nephrology 152. SK, Hwang K3, 567-563
Yang JO, Hong
SY
Day 8 — 17 April 2019
TAB DOCUMENT AUTHOR CITED BY
Diagnosing Hunter Syndrome in Pediatric Burton BK, and | Professor Kirk
Practice: Practical Considerations and Common Giugliani R T563:
18. | Pitfalls (2012) 171 European Journal of Pediatrics '
631. Professor
Vinuesa T490
Diagnosis of Mucopolysaccharidoses: How to Mahalingam K, Professor Kirk
19 Avoid False Positives and False Negatives’ (2004) | Janani S, Priya | T563
' 71(1) Indian Journal of Pediatrics 29. S, Elango EM,
and Sundari M
A Single Center’s 10-year Experience of Broomfield A, Professor Kirk
20. | Idursulfase in MPS II (2016) 120 Molecular Roberts J, T564

Genetics and Metabolism S32 (Abstract).

Schwahn B, et al
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TAB

DOCUMENT

AUTHOR

CITED BY

Mortality and Cause of Death in
Mucopolysaccharidosis Type II — a Historical

Jones SA,
Almassy Z, Beck

Professor Kirk
T564

21. | Review Based on Data from the Hunter Outcome | M, et al
Survey (HOS) (2009) 32 Journal of Inherited
Metabolic Diseases 534.
Guidelines for the diagnosis and management of | The Cardiac Professor Kirk
- familial Long QT Syndrome (2011). Society of and Professor
' Australia and Vinuesa T570-
New Zealand 572
Cardiac Disease in Patients with Braunlin EA, Professor
53 Mucopolysaccharidosis: Presentation, Diagnosis Harmatz PR, Vinuesa T575-
" | and Management (2011) 34(6) Journal of Scarpa M, et al 576
Inherited Metabolic Disease 1183.
High Prevalence of Concealed Brugada Syndrome | Hasdemir C, Professor
24, | in Patients with Atrioventricular Nodal Reentrant | Payzin S, Skinner
Tachycardia 12(7) (2015) Heart Rhythm 1584. Kocabas U, et al )
(by email)
Everybody Has Brugada Syndrome Until Proven Viskin S, Rosso | Professor
5. | Otherwise? (2015) 12(7) Heart Rhythm 1595. R, Friedensohn L | Skinner
et al )
(by email)
Non-cardiac Genetic Predisposition in Sudden Gray B, Tester Professor
26. | Infant Death Syndrome (2019) 21(3) Genetics in | D], Wong LC, et | Skinner
Medlicine 641. al )
(by email)
Dysfunction of Dysfunction of NaV1.4, a Skeletal | Mannikkd R, Professor
57 Muscle Voltage-Gated Sodium Channel, in Sudden | Wong L, Tester | Skinner
" | Infant Death Syndrome: A Case-Control Study D], et al )
(by email)
(2018) 391 7he Lancet 1483.
28 Hypoxic-ischaemic Encephalopathy After Near Constantinou JE, | Professor Ryan

Miss Sudden Infant Death Syndrome (1989) 64

Gillis J, Ouvrier
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https://www.ncbi.nlm.nih.gov/pubmed/?term=M%C3%A4nnikk%C3%B6%20R%5BAuthor%5D&cauthor=true&cauthor_uid=29605429

TAB DOCUMENT AUTHOR CITED BY
Archives of Disease in Childhood 703. RA, et al T599;
Professor
Fahey T600
Rett Syndrome is Caused by Mutations in X- | Amir RE, Van Jeremy Morris
29. | Linked MECP2, Encoding Methyl-CpG Binding | den Veyver IB, SC T559
Protein 2 (1999) 23(2) Nature Genetics 185. Wan M, et al
Seizures in Children Following an Apparent Life- | Bonkowsky JL, Professor
30 Threatening Event (2009) 24(6) Journal of Child | Guenther E, Fahey T593.25

Neurology 709.

Srivastava R, et

al
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