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16. McCormack M, McGinty RN, Zhu X, Slattery L, Heinzen EL; EPIGEN Consortium, Costello DJ, Delanty N, 
Cavalleri GL. De-novo mutations in patients with chronic ultra-refractory epilepsy with onset after age five 
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Kvarnung M, Lally KP, Kulch PA, Daniels B, Hernandez-Garcia A, Stong N, McGaughran J, Retterer K, 
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literacy series: Primer part 2-Paradigm shifts in epilepsy genetics. Epilepsia. 2018 Jun;59(6):1138-1147. 
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27. Zhu X, Padmanabhan R, Copeland B, Bridgers J, Ren Z, Kamalakaran S, O'Driscoll-Collins A, Berkovic SF, 
Scheffer IE, Poduri A, Mei D, Guerrini R, Lowenstein DH, Allen AS, Heinzen EL‡, Goldstein DB‡. A case-
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SF‡, Heinzen EL‡. Mutations of the Sonic Hedgehog pathway underlie hypothalamic hamartoma with gelastic 
epilepsy. Am J Hum Genet. 2016 Aug 4;99(2):423-9. 
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Weckhuysen S, Kemlink D, Scheffer I, Lesca G, Rabilloud M, Klich A, Ramirez-Camacho A, Ulate-Campos A, 
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Cendes F, Lopes-Cendes I, Liao WP, O'Brien TJ, Sisodiya SM; EpiPGX Consortium;, Cherny S, Kwan P, 
Baum L; International League Against Epilepsy Consortium on Complex Epilepsies;, Cavalleri GL. Genetic 
variation in CFH predicts phenytoin-induced maculopapular exanthema in European-descent patients. 
Neurology. 2018 Jan 23;90(4):e332-e341. 

96. Epilepsy Genetic Initiative. De novo variants in the alternative exon 5 of SCN8A cause epileptic 
encephalopathy. Genet Med. 2018 Feb;20(2):275-281. 

***CRediT: Conceptualization, Formal Analysis, Funding acquisition, Project administration, Writing – 
original draft 

97. Epi4K Consortium; EuroEPINOMICS-RES Consortium; Epilepsy Phenome Genome Project. Application of 
rare variant transmission disequilibrium tests to epileptic encephalopathy trio sequence data. Eur J Hum Genet. 
2017 Jun;25(7):894-899.  

98. Epi4K Consortium; Epilepsy Phenome/Genome Project. Ultra-rare genetic variation in common epilepsies: a 
case-control sequencing study. Lancet Neurol. 2017 Feb;16(2):135-143.  

***CRediT: Conceptualization, Formal Analysis, Funding acquisition, Supervision, Writing – review & 
editing 

99. Epi4K Consortium. De Novo Mutations in SLC1A2 and CACNA1A Are Important Causes of Epileptic 
Encephalopathies. Am J Hum Genet. 2016 Aug 4;99(2):287-98.  

100. EpiPM Consortium. A roadmap for precision medicine in the epilepsies. Lancet Neurol. 2015 
Dec;14(12):1219-28. 

101. Epilepsy Phenome/Genome Project, Epi4K Consortium. Copy number variant analysis from exome data in 
349 patients with epileptic encephalopathy. Ann Neurol. 2015 Aug;78(2):323-8. 
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102. EuroEPINOMICS-RES Consortium; Epilepsy Phenome/Genome Project; Epi4K Consortium. De Novo 
Mutations in synaptic transmission genes including DNM1 cause epileptic encephalopathies. Am J Hum Genet. 
2014 Oct 2;95(4):360-70. 

***CRediT: Conceptualization, Formal Analysis, Funding acquisition, Project administration, Writing – 
original draft 

103. International League Against Epilepsy Consortium on Complex Epilepsies. Genetic determinants of 
common epilepsies: a meta-analysis of genome-wide association studies. Lancet Neurol. 2014 Sep;13(9):893-
903.  

104. Epi4K Consortium and Epilepsy Phenome/Genome Project.  De novo mutations in epileptic encephalopathies. 
Nature. 2013 Sep 12;501(7466):217-21. 

***CRediT: Conceptualization, Formal Analysis, Funding acquisition, Project administration, Writing – 
review & editing 

105. Epi4K Consortium. Epi4K: Gene discovery in 4,000 genome.  Epilepsia. 2012 Aug;53(8):1457-1467. 
***CRediT: Conceptualization, Funding acquisition, Project administration, Writing – review & editing 

Abstracts 
1. Lai D, Sosicka P, Ressler AK, Freeze HH, Boland MJ, Heinzen EL. A loss of function mutation in SLC35A2 

generates asynchronous, hypoactive neural networks due to glutamatergic/GABAergic imbalance. American 
Epilepsy Society Annual Meeting, 2022. 

2. Gade M, Lai D, Heinzen EL. Determining single-cell transcriptomic signatures in mosaic epileptogenic human 
brain tissue. American Epilepsy Society Annual Meeting, 2022. 

3. Gade M, Lai D, Heinzen EL. Leveraging mosaic epileptogenic human brain tissue to study cell-type specific 
transcriptional changes associated with a pathogenic PIK3CA variant. American Society for Human Genetics 
Annual Meeting, 2022. 

4. Lai D, Sosicka P, Ressler AK, Freeze HH, Boland MJ, Heinzen EL. Loss of function mutations in SLC35A2 
disrupts the glutamatergic/GABAergic balance resulting in asynchronous, hypoactive neural networks. Society 
for Neuroscience Annual Meeting, 2022.  

5. The International League Against Epilepsy Consortium on Complex Epilepsies, Epi25 Collaborative, 
Meta-analysis in 64,000 individuals reveals novel epilepsy-related GWAS signals, American Epilepsy Society 
Annual Meeting, 2021. 

6. Oliver KL, Ellis CA, Scheffer IE, Ganesan S, Leu, C, Sadleir L, Heinzen EL, Epilepsy Phenome/Genome 
Project, Epi4K Consortium, Whiteman DC, Ottman RO, Epstein MP, Bahlo M, Berkovic SF. Common risk 
variants for epilepsy are enriched in families previously targeted for rare “monogenic” variant discovery, 
American Epilepsy Society Annual Meeting, 2021. 

7. Lai D, Williams D, Sosicka P, Ressler AK, Freeze HH, Boland MJ, Heinzen EL. Establishing a human iPSC-
derived neuron model of SLC35A2-associated epilepsy. Society for Neuroscience Annual Meeting 2021. 

8. Lu, J. De Araujo Martins Moreno C, Harms MB, Heinzen EL. LUSTR: A powerful and user-friendly tool to 
call germline and somatic short tandem repeat variants from short read next-generation sequencing data. 
American Society Human Genetics Annual Meeting, 2021. 

9. Lai D, Yang E, Grant G, Porter B, Mikati M, Walley N, Canoll P, Lu J, Von Allmen G, Bhattacharjee M, Crino 
P, Poduri A, Heinzen EL. Brain-tissue localized somatic variants in epilepsy genes in pediatric cortical brain 
malformations. American Epilepsy Society Annual Meeting, 2020.  

*selected for a podium presentation 
10. Lai D, Yang E, Grant G, Porter B, Mikati M, Walley N, Canoll P, Lu J, Von Allmen G, Bhattacharjee M, Crino 

P, Poduri A, Heinzen EL. Somatic variants in known epilepsy genes are found in pediatric cortical brain 
malformations. American Society Human Genetics Annual Meeting, 2020.  

*selected for a podium presentation 
11. Lu, J. De Araujo Martins Moreno C, Harms MB, Heinzen EL. LUSTR - a new pipeline for somatic short 

tandem repeat variant calling. American Society Human Genetics Annual Meeting, 2020. 
12. Alkelai A, Greenbaum L, Docherty AR, Shabalin AA, Hughes D, Povysil G, Delaney SL, Peabody EP, 

McNamara J, Gelfman S, Baugh EH, Zoghbi AW, Aggarwal V, Heinzen EL, Lerer B, Pulver AE, Levy DL, 
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Goldstein DB.  Clinical value of diagnostic whole genome sequencing in schizophrenia and psychotic 
disorders. World Congress of Psychiatric Genetics 2020. 

13. Lai D, Sosicka P, Ressler AK, Boland MJ, Freeze HH, Heinzen EL. Establishing a human ipsc-derived 
neuronal model of SLC35A2 epilepsy to study disease mechanisms. American Epilepsy Society Annual 
Meeting, 2019. 

14. Lu, J. De Araujo Martins Moreno C, Harms MB, Heinzen EL. A new short tandem repeat realignment pipeline 
allowing simple customized query designed for high accuracy, reliability, and compatibility. Genome 
Informatics Cold Spring Harbor Laboratories Meeting, 2019. 

15. Lu, J. De Araujo Martins Moreno C, Harms MB, Heinzen EL. A new pipeline designed for reliable and 
accurate short tandem repeat realignment. American Society Human Genetics Annual Meeting, 2019. 

16. Lai D, Sosicka P, Ressler AK, Boland MJ, Freeze HH, Heinzen EL. Characterizing the mechanisms 
of SLC35A2 epilepsy in human iPSC-derived neurons. American Society Human Genetics Annual Meeting, 
2019.  

17. CSNK2B Working Group. CSNK2B: A novel cause of neurodevelopmental disease and epilepsy. American 
College of Medical Genetics Annual Clinical Genetics Meeting, 2019. 

18. Green, T, Ye Z, Damiano JA, Burgess R, Griffin NG, Bennett MF, Bahlo M, Scheffer IE, Leventer RJ, Freeman 
JL, Harvey SA, Goldstein DB, Kerrigan J, Heinzen EL, Hildebrand MS. Two-hit genetic model provides 
evidence that sporadic hypothalamic hamartoma is a ciliopathy. American Epilepsy Society Annual Meeting, 
2019.  

19. Perucca P, Stanley KE, McIntosh A, Asadi-Pooya AA, Mikati MA, Andrade DM, Dugan P, Depondt C, Choi 
H, Heinzen EL, Cavalleri G, Buono R, Devinsky O, Sperling MR, Goldstein D. Seizure outcome after surgery 
for mesial temporal lobe epilepsy and ultra-rare genetic variation: An international, multicenter, case-control, 
whole-exome sequencing study. American Epilepsy Society Annual Meeting, 2019.  

20. Griffin NG, Winawer M, Crino P, Poduri A, Heinzen EL. Post-zygotically acquired brain-tissue specific 
mutations in SLC35A2 lead to intractable neocortical epilepsy. Gordon Research Conference, Mechanisms of 
Epilepsy and Neuronal Synchronization, 2018. 

21. Heinzen EL, Allen AS, Cannoll P, Crino PB, Dugan P, Grant GA, Griffin NG, Hedge M, Lidov HGW, Malone 
CD, McKhann GM, Muh CR, Poduri AH, Schevon CA, Sheth SA, Winawer MR, Yang E, Zagzag D. Somatic 
loss-of-function SLC35A2 mutations in refractory neocortical epilepsy. Human Genetics in New York City Bi-
Annual Meeting, 2018.  

22. Goldstein D, Heinzen EL, Wapner R, Anyane-Yeboa K, Aggarwal V, Stong N, Bier L, Lippa N, Revah-Politi 
A, Ernst M, Mulhern M, Giordano J, Bialer M, Nichter C, Iglesias A, Alter A. Characterization of SCN2A: A 
case series. American College of Medical Genetics Annual Clinical Genetics Meeting, 2018.  

23. Alkelai A, Greenbaum L, Heinzen EL, Goldstein D, Lerer B. Potential Role of Rare Variants in the Genetics of 
Tardive Dyskinesia. American Society Human Genetics Annual Meeting, 2018.  

24. Lai D, Sosicka P, Ressler AK, Freeze H, Boland M, Heinzen EL. Establishing a human ipsc-derived neuronal 
model of SLC35A2 epilepsy to study disease mechanisms. American Epilepsy Society Annual Meeting, 2019.  

25. Heinzen EL, Clark J, Vimla A, Amengual Gual M, Arya R, Carpenter JL, Chapman KE, Gaillard WD, Gaínza-
Lein M, Glauser TA, Goldstein JL, Jackson M, Kapur K, McDonough TL, Mikati MA, Peariso K, Sánchez 
Fernández I, Stanley KE, Tasker RC, Tchapyjnikov D, Vasquez A, Wainwright MS, Wilfong A, Williams K, 
Goldstein D, Loddenkemper T. Exome sequencing of a pediatric refractory status epilepticus cohort (the 
pSERG cohort). American Epilepsy Society Annual Meeting, 2018 

26. Winawer MR, Griffin NG, Samanamud J, Baugh E, Rathakrishnan D, Ramalingam S, Spagnolo Allende A, 
Zagzag D, Schevon CA, Dugan P, Hedge M, Sheth S, McKhann GM, Doyle WK, Grant GA, Porter BE, Mikati 
MA, Muh CR, Malone C, Bergin AM, Peters JM, McBrian DK, Pack AM, Akman CI, LaCoursiere C, Keever 
KM, Madsen JR, Yang E, Lidov HGW, Shain C, Allen AS, Canoll P, Crino PB, Poduri Annapurna, Heinzen 
EL. Somatic mutation in SLC35A2 leads to focal epilepsy. American Epilepsy Society Annual Meeting, 2018.  

27. Song S, Dhindsa R, Williams D, Heinzen EL, Goldstein D, Boland M. Modeling an epilepsy-associated 
cortical malformation Using hiPSC-derived organoids. Society for Neuroscience Annual Meeting, 2018. 

28. Poduri A, Winawer MR, Crino PB, Heinzen EL. Somatic mutation in SLC35A2 leads to focal epilepsy. Society 
for Neuroscience Annual Meeting, 2018.  
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29. McCormack M, Heavin S, Doherty CP, Costello D, Zhu X, Heinzen EL, Goldstein DB, Delanty N, Cavalleri 
GL. An exploration of de novo mutations underpinning chronic refractory epilepsy. Irish Institute for Clinical 
Neurosciences Meeting, 2017.  

30. Heinzen EL, Allen AS, Berkovic SF, Dobyns W, Freytag S, Goldstein DB, Leventer R, Lowenstein DH, 
O’Neill AC, Poduri A, Robertson SP, Walsh C, Zhu X. De novo and inherited variants in MAP1B in 
periventricular nodular heterotopia. Gordon Research Conference, Human Genetics and Genomics, 2017 

31. Mulhern M, Lippa L, Ernst M, Bazil C, Rivello J, Stong N, Heinzen EL, Goldstein D. Review of Genetic 
testing in a cohort of neurology patients with genetic diagnoses made through research whole exome 
Sequencing. American College of Medical Genetics Annual Clinical Genetics Meeting, 2017. 

32. Lippa N, Heinzen EL, Bier L, Mulhern M, Ernst M, Stong N, Bazil C, Sands T, Harms M, Alcalay R, 
Gutierrez-Contreras J, Kuo SH, Kreisl W, Goldman J, Aggarwal V, Goldstein DB. Whole exome sequencing in 
a cohort of adult and pediatric patients with neurologic disease. American College of Medical Genetics Annual 
Clinical Genetics Meeting, 2017. 

33. Griffin NG, Garcia-Tarodo S, Von Allmen G, Grant GA, Porter B, Mikati MA, Walley NM, Muh CR, 
LaCoursiere CM, Keever K, Shain C, Yang E, Crino PB, Poduri A, Heinzen EL. Identification of somatic 
mutations in malformations of cortical development. American Society Human Genetics Annual Meeting, 2017. 

34. Sands TT, Miceli F, Lesca G, Beck A, Cimino M, Heinzen EL, Goldstein DB, Lowenstein DB, Weckhuysen S, 
Cooper EC, Tagliatela M, Cilio MR. Autism with benzodiazepine-responsive electrical status epilepticus in 
sleep (ESES) caused by KCNQ3 gain-of-function variants. American Epilepsy Society Annual Meeting, 2017. 

35. Heinzen, EL. De novo and inherited variants in MAP1B in periventricular nodular heterotopia. American 
Epilepsy Society Annual Meeting, 2017.  

*selected for a podium presentation 
36. Griffin NG, Garcia-Tarodo S, Von Allmen G, Grant GA, Porter B, Mikati MA, Walley NM, Muh CR, 

LaCoursiere CM, Keever K, Shain C, Yang E, Crino PB, Poduri A, Heinzen EL. Identification of somatic 
mutations in malformations of cortical development. American Epilepsy Society Annual Meeting, 2017. 

*selected for a podium presentation 
37. Ernst, ME, Heinzen EL, Bier L, Lippa N, Mulhern M, Strong N, Bazil C, Sands T, Aggarwal V, Goldstein DB. 

Experiences of whole exome sequencing in a broad adult and pediatric epilepsy cohort. American Epilepsy 
Society Annual Meeting, 2017.  

*selected for a podium presentation 
38. McSweeney K, Heinzen EL, Boland M, Goldstein D. Mutations causing alternating hemiplegia of childhood 

disrupt normal neural network activity patterns. Society for Neuroscience Annual Meeting, 2017.  
39. Winawer M, Chen D, Misiewicz S, Samanamud j, Cannol P, Heinzen EL, Zagzag D, Wilson M, Scheyon C, 

Sheth S, McKhann G, Werner D, DeRisi J, Dugan P, Crino P. Molecular abnormalities in non-lesional focal 
epilepsy. American Epilepsy Society Annual Meeting, 2016. 

40. Froukh T, Zhu X, Shashi V, Goldstein D, Heinzen EL. Chromosomal translocation, cnv deletion and missense 
mutations associated with intellectual disability in consanguineous families from Jordan. American Society 
Human Genetics Annual Meeting, 2016. 

41. Hildebrand MS, Griffin NG, Damiano J, Cops EJ, Burgess R, Darbro B, Ozturk E, Jones N, Leventer R, 
Freeman JL, Harvey AS, Scheffer I, Goldstein D, Kerrigan J, Berkovic S, Heinzen EL. Mutations of the sonic 
Hedgehog pathway underlie hypothalamic hamartoma and gelastic epilespy. American Epilepsy Society 
Annual Meeting, 2015. 

42. Goldstein, D, Heinzen EL, Lowenstein D, Berkovic S, Dixon-Salazar T, Milder J, White HS, Devinsky O, 
Dlugos D, Gallentine W, Mikati M, Poduri A, Scheffer I, Sullivan J. Epilepsy Genetics Initiative (EGI). 
American Epilepsy Society Annual Meeting, 2014. 

43. Griffin N, Wang Y, Hong L, Hulette C, Haglund M, Radtke R, Skene P, Sinha S, Heinzen EL. Gene 
Expression profiling in dentate granule cells of mesial temporal lobe epilepsy patients with and without 
hippocampal sclerosis. American Epilepsy Society Annual Meeting, 2014.  

44. Heinzen EL, Han Y, Poduri A, Epi4K and EPGP Investigators. Somatic mutations in malformations of cortical 
development. Gordon Research Conference, Human Genetics and Genomics, 2013. 
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45. Heinzen EL, Poduri A, Epi4K and EPGP Investigators. Trio sequencing in malformations of cortical 
development. American Society Human Genetics Annual Meeting, 2013.   

46. Hildebrand, M, Petrovski S, Damiano J, Regan B, Scheffer I, Heinzen EL, Goldstein D, Berkovic S. 
Unravelling the genetics of the common epilepsies using discordant monozygotic twins. American Epilepsy 
Society Annual Meeting, 2013. 

47. Poduri A, Evrony GD, Cai X, Elhosary PC, Beroukhim R, Lehtinen MK, Hills LB, Heinzen EL, Hill A, Hill 
RS, Barry BJ, Bourgeois BF, Riviello JJ, Vining E, Carson B, Barovich AJ, Black PM, Ligon KL, Walsh CA. 
Somatic and germline mutations in AKT3 cause epileptic cortical malformations. American Epilepsy Society 
Annual Meeting, 2012.  

48. Ruzzo EK, Heinzen EL, Wedel R, Shianna KV, Scheffer E, Berkovic SF, Ottman R, Goldstein DB. 
Investigating the genetic etiology of familial epilepsies using next generation sequencing. American Society 
Human Genetics Annual Meeting, 2012. 

* selected for a podium presentation 
49. Poduri A, Evrony GD, Cai X, Elhosary PC, Beroukhim R, Lehtinen MK, Hills LB, Heinzen EL, Hill A, Hill 

RS, Barry BJ, Bourgeois BFD, Riviello JJ, Barkovich AJ, Black PM, Madsen J, Ligon KL, Walsh CA. 
Mutations in AKT3 lead to hemimegalencephaly. American Society Human Genetics Annual Meeting, 2012. 

50. Heinzen EL, Ruzzo E, Depondt C, Cavalleri G, Radtke R, Shianna K, Ge D, Catarino C, O’Conner G, Sisodiya 
S, Delanty N, Goldstein D, EPIGEN Consortium. Small-scale exome-sequencing study followed by large-scale 
follow up to detect variants that increase the risk of idiopathic generalized epilepsy. American Society Human 
Genetics Annual Meeting, 2012.  

* selected for a podium presentation 
51. Ruzzo EK, Heinzen EL, Wedel R, Shianna KV, Ge D, Ottman R, Goldstein DB. Interpreting Familial Whole-

Genome sequencing data for the identification of genetic variants influencing epilepsy susceptibility. American 
Society Human Genetics Annual Meeting, 2012.  

52. Ruzzo, E, Heinzen EL, Poduri A, Wedel R, Ottman R, Goldstein D. Whole-Genome Sequencing in Multiplex 
Epilepsy Families: An approach to identify rare susceptibility variants. American Epilepsy Society Annual 
Meeting, 2010. 

53. Heinzen EL, Cavalleri G, McCormack M, Alhusaini S, O’Connor G, Radtke R, Depondt C, Sisodiya S, 
Delanty N, Goldstein D. Next-generation sequencing of refractory juvenile myclonic rpilepsy patients. 
American Epilepsy Society Annual Meeting, 2010.  

54. Urban T, Walley N, Nicoletti P, Heinzen EL, Ge D, Shianna K, Radtke R, Goldstein D. NRXN1 Variants are 
Associated with behavioral difficulty in response to levetiracetam. American Epilepsy Society Annual Meeting, 
2009.  

55. Mailman RB, Heinzen EL, Huang X. The role of D1 dopamine receptor activation in Parkinson’s disease: 
Insight from apomorphine and other clinically used dopamine Agonists. International Congress of Parkinson's 
Disease and Movement Disorders, 2006. 

56. Heinzen EL, Southerland SB, Neitzel KL, Mailman RB. Differential activation of G Proteins at the dopamine 
D1 receptor mediates behavioral tolerance to agonists in rats. American Society for Pharmacology and 
Experimental Therapeutics Annual Meeting, 2005.  

57. Heinzen EL, Booth RG, Pollack GM. Morphine-induced neuronal nitric oxide (NO) production modulates 
constitutive activity. American Association of Pharmaceutical Scientists Annual Meeting, 2004. 

58. Heinzen EL, Pollack GM. The role of nitric oxide as a mediator of morphine antinociceptive tolerance. 
American Association of Pharmaceutical Scientists Annual Meeting, 2003.  

59. Heinzen EL, Pollack GM. Pharmacokinetics and pharmacodynamics of L-Arginine in rats: A model of 
stimulated nitric oxide synthesis. American Association of Pharmaceutical Scientists Annual Meeting, 2002. 

60. Wiwattanasongsa K, Heinzen EL, Smith PC. Evidence for glucuronidation of mycophenolic acid by intestinal 
UGT in the Guinea pig. Annual Meeting of the International Society for the Study of Xenobiotics, 1999. 

61. Wiwattanasongsa K, Heinzen EL, Dupuis RE, Smith PC. Influence of antibiotics on the disposition of 
mycophenolic acid in the guinea pig. American Association of Pharmaceutical Scientists Annual Meeting, 
1997. 
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IN PRESS/SUBMITTED MANUSCRIPTS 
1. Lu J, Toro C, Adams DR, Undiagnosed Disease Network, Lee WP, Leung YY, Vardarajan B, Heinzen EL. 

LUSTR: a new customizable tool for calling genome-wide germline and somatic short tandem repeat variants. 
BMC Genomics (submitted for publication). 

2. Panagiotakaki E, Tiziano FD, Mikati MA, Vijfhuizen LS, Nicole S, Leisca G, Harder AVE, Goldstein DB, Walley 
NM, Arzamangouliou A, Gurrieri F, Koenderink J, Thompson CH, George AL Jr. van den Maagdenberg 
A.M.J.M., Heinzen EL. Exome sequencing of ATP1A3-negative alternating hemiplegia of childhood reveals 
mutations in additional genes. Eur J Hum Genet (submitted for publication). 

3. Miller KE, Rivaldi A, Shinagawa N, Navarro J, Sran S, Westfall J, Miller AR, Roberts R, Hernandez Gonzalez 
ME, Akkari Y, Supinger R, Hester M, Marhabaie M, Gade M, Rodziyevska O, Bhattacharjee MB, Von Allmen 
GK, Yang E, Lidov HGW, Goldman JE, Thomas D, Boué D, Ostendorf AP, Mardis ER, Poduri A, Daniel Koboldt 
D, Heinzen EL‡, Bedrosian TA‡. Post-zygotic rescue of meiotic errors causes brain mosaicism and focal epilepsy. 
Nature (submitted for publication). 

4. International League Against Epilepsy Consortium on Complex Epilepsies. Genome-wide meta-analysis of 
over 29,000 people with epilepsy reveals 26 loci and subtype-specific genetic architecture. Nature Genetics 
(submitted for publication). 

5. Epi25 Collaborative. Shared and distinct ultra-rare genetic risk for different types of epilepsies: A whole-exome 
sequencing study of 54,423 individuals across multiple genetic ancestries. Nature Genetics (submitted for 
publication). 

PRESENTATIONS  
Invited Speaker  
Regional 

2022 Invited Speaker, The expanding role of ultra-rare genetic variants in the epilepsies, Genetics Colloquium, 
UNC Department of Genetics, Chapel Hill, NC. 

2022 Invited Speaker, The case of the hidden genetics of epilepsy, UNC Department of Genetics Annual Retreat, 
Wilmington, NC. 

2022 Invited Speaker, Using a CRISPR-screen to identify regulators of NFIX expression, Malan Syndrome Family 
Foundation Meeting, Chapel Hill, NC. 

  

2022 Invited Speaker, Illuminating novel pathways in epilepsy through the study of somatic variants, Current Topics 
in Medical and Human Genetics, UNC School of Medicine, Chapel Hill, NC. 

2021 Invited Speaker, The impact of recent gene discovery on treatment selection in epilepsy, Mini-Symposium: 
Pharmacogenomics and Decision Support in the EHR, UNC School of Medicine, Chapel Hill, NC. 

2021 Invited Speaker, Identification and functional characterization of somatic variants in pediatric epilepsies, 
Children’s Research Institute Seminar Series, UNC School of Medicine, Department of Pediatrics, Chapel Hill, 
NC. 

2020 Invited Speaker, Identification and genomic characterization of somatic variants in epilepsy, Bioinformatics 
and Computational Biology Colloquium Series, UNC Department of Genetics, Chapel Hill, NC. 

2020 Invited Speaker, Somatic variants in epilepsy, Genetics Colloquium, UNC Department of Genetics, Chapel 
Hill, NC. 

2020 Invited Speaker, Somatic variants in epilepsy, Catalyst Research Group Meeting, Eshelman School of 
Pharmacy, Chapel Hill, NC. 

2020 Invited Speaker, Discovery and functional characterization of SLC35A2 epilepsy, UNC Neuroscience Seminar 
Series, Chapel Hill, NC. 

2019 Invited Speaker, Somatic variants further expand the phenotypic spectrum associated with epilepsy and brain 
malformation genes, Neurogenetics Seminar Series, Columbia University Medical Center, New York, NY. 

2019 Invited Speaker, Identification and functional characterization of somatic variants in epilepsy, Department of 
Neurology, Columbia University Medical Center, New York, NY. 

2018 Invited Speaker, Exome sequencing of a pediatric status epilepticus cohort, Pediatric status epilepticus 
research meeting, Boston Children’s Hospital, Boston, MA. 
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2017 Invited Speaker, Elucidating the genetic basis of malformations of cortical development, Med into Grad 
Symposium, Columbia University, New York, NY. 

2017 Invited Speaker, The expanding de novo paradigm in severe sporadic epilepsies, Langone Comprehensive 
Epilepsy Center, New York University, New York, NY. 

2013 Invited Speaker, The role of post-zygotic mutations in malformations of cortical development, Human Genetics 
Evening. Duke University School of Medicine, Durham, NC. 

2012 Invited Speaker, Next Generation Sequencing in Complex Neuropsychiatric Disease, The Harriet and John 
Wooten Laboratory for Alzheimer's and Neurodegenerative Diseases Research, Brody School of Medicine, 
East Carolina University, Greenville, NC. 

2008 Invited Speaker, Genetic Regulation of Splicing & Expression in Human Tissue, Affymetrix Integrated 
Genomics Seminar Series, Durham, NC. 

National 
2023 Invited Speaker, Genetics of childhood generalized epilepsies, Southern Epilepsy and EEG Society Meeting, 

Atlanta, GA.  
2023 Invited Speaker, Somatic genetics of epilepsy - a novel lens into disease mechanisms. Seizure Focus Seminar 

Series, Northwestern University, Chicago, IL (virtual).  
2022 Invited Speaker, Illuminating novel pathways in epilepsy and other neurodevelopmental disorders through the 

study of somatic variants, Pediatric Grand Rounds, McGovern Medical School, University of Texas – 
Houston, Houston, TX (virtual). 

2022 Invited Speaker, Landscape of somatic variants in pediatric intractable neocortical epilepsy. Texas Pediatric 
Neuroscience Network Conference 2022, Epilepsy Foundation Texas, Houston, TX. 

2022 Invited Speaker, iPSC-derived neuronal models of SLC35A2 epilepsy and beyond, Ultragenyx, Novato, CA 
(virtual). 

2021 Invited Speaker, Investigators Workshop, New Somatic Genetics of Neocortical Epilepsy: SLC35A2 paves the 
way, American Epilepsy Society Annual Meeting, Chicago, IL. 

2021 Plenary Speaker, Unraveling the mysteries of SLC35A2 associated seizures, Frontiers in Congenital Disorders 
of Glycosylation 2nd Annual Scientific Symposium, La Jolla, CA. 

2021  Plenary Speaker, Epilepsy genetics – what we have learned and where we are going, Ohio State University 
Neuroscience Research Institute Virtual Neurogenetics Symposium, Columbus, OH (virtual). 

2021 Invited Speaker, Gene discovery in epilepsy - paving the way towards precision therapies, Mini Symposium in 
Human Genetics, Emory University, Atlanta, GA (virtual). 

2021 Invited Speaker, New Genetic Causes of the Epilepsies, Curing the Epilepsies 2021 Conference, National 
Institute of Neurological Disease and Stroke, Washington, DC (virtual). 

2019 Invited Speaker, Paving the way towards precision medicine in epilepsy, St Jude Children’s Research Hospital, 
Memphis, TN. 

2019 Invited Speaker, Latest Development in Epilepsy Genetics, Epigen Annual Meeting, Dulles, VA. 
2019 Invited Speaker, Paving the way towards precision medicine in epilepsy, University of North Carolina at 

Chapel Hill, Eshelman School of Pharmacy, Chapel Hill, NC. 
2019 Invited Speaker, Progress towards precision medicine in epilepsy, Cincinnati Children’s Hospital, Cincinnati, 

OH. 
2018 Invited Speaker, Genetic bases of epilepsy disorders and relevance to Alternating Hemiplegia of Childhood, 

ATP1A3 in Disease Meeting, Northwestern University, Chicago, IL. 
2017 Invited Speaker, De novo and inherited variants in MAP1B in periventricular nodular heterotopia, American 

Epilepsy Society Annual Meeting, Washington, DC. 
2017 Invited Speaker, Identifying Regulatory Mutations that Influence Neuropsychiatric Disease, Whole Genome 

Sequencing for Psychiatric Disorders Consortium Meeting, Boston, MA. 
2016 Invited Speaker, A Multi-electrode Array Approach to Understanding the Effects AHC-causing mutations, 

Alternating Hemiplegia of Childhood Family Meeting, Indianapolis, IN. 
2015 Invited Speaker, Gene discovery in severe sporadic epilepsies, Banbury Meeting, Scientific and Clinical 

Foundation for Precision Medicine in Epilepsy, Cold Spring Harbor Laboratory, Long Island, NY. 
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2014 Session chair, Epilepsy Genetics in the Era of Precision Medicine Conference, Precision Diagnostics I – 
Genetic Causes of Epilepsy, Half Moon Bay, CA. 

2013 Invited speaker and panelist, Genetics of Catastrophic Infantile Epilepsies: From Gene Discovery to Practical 
Clinical Applications, American Epilepsy Society Annual Meeting, Washington, DC. 

2013 Invited speaker and panelist, Roche Symposium, Advancements in Target Enrichment – Improved Efficiencies 
in NGS Discovery and Clinical Research Workflows, American Society for Human Genetics Annual Meeting, 
Boston, MA. 

2013 Invited Speaker, Somatic mutations in malformations of cortical development, Human Genetics and Genomics 
Gordon Research Conference, Smithfield, RI. 

2012 Invited Speaker and panelist. Massively Parallel Sequencing in Epilepsy, Investigator’s Workshop, American 
Epilepsy Society Annual Meeting, San Diego, CA. 

2007 Invited Speaker, New applications for microarray data analysis, Integrating genetics with “omics”, 
Cambridge Healthtech Institute, Washington, DC. 

2006 Invited Speaker, Alternative ion channel splicing in mesial temporal lobe epilepsy and Alzheimer's disease, 
Splicing 2006 annual symposium, Baltimore, MD. 

International   
2022 Invited Speaker, Genetics of alternating hemiplegia of childhood, IAHCRC General Assembly 2022 (virtual). 
2021 Invited Speaker, Exome sequencing of ATP1A3-negative alternating hemiplegia of childhood reveals 

mutations in additional genes, IAHCRC General Assembly 2021 (virtual). 
2019 Invited Speaker, Epilepsy genetics and the role somatic mosaicism, Third Workshop on Ring14 Syndrome, 

Franciacorta, Italy. 
2017 Invited Speaker, Challenges and opportunities in somatic genetics. AstraZeneca Genomic Partners Workshop. 

Cambridge, England. 
2016 Invited Speaker, Somatic mutations in hypothalamic hamartoma, International Hypothalamic Hamartoma 

Symposium, London, England. 
2014 Invited Speaker, How it all started: ATP1A3 as the major gene for AHC, Symposium of ATP1A3 in Disease. 

Lieden, Netherlands. 
2013 Invited Speaker, Genetic variation in ATP1A3 in neurological, developmental, and psychiatric diseases, 

Symposium of ATP1A3 in Disease, Rome, Italy. 
2012 Invited Speaker, De novo mutations in ATP1A3 cause alternating hemiplegia of childhood, Symposium of 

ATP1A3 in Disease, Brussels, Belgium. 
2011 Invited Speaker, Small-scale exome-sequencing followed by large-scale follow-up to detect genetic variants 

that increase the risk of idiopathic generalized epilepsy. Neurogenetics IV: Schizophrenia and Epilepsy, 12th 
International Congress of Human Genetics, Montreal, Canada. 

2010 Invited Speaker, XVIII World Congress on Psychiatric Genetics, Symposium on genetic control of expression 
in human brain, Athens, Greece. 

Conference session Moderator  
2022 Moderator, Genetics Sig, Prophecy or Empiricy? Clinical value of predicting versus determining genetic 

variant dysfunction, Annual Epilepsy Society Annual Meeting, Nashville, TN.  
2020 Moderator, Investigators Workshop, New vistas in the genetic landscape of epilepsy: explaining the genetically 

unexplained, American Epilepsy Society Annual Meeting (virtual). 

MEDIA FEATURES 
2019  Neurology Today. Polygenic risk scores may help identify patients at higher risk of common types of epilepsy. 
2019  Epilepsy Advocate. Advances in epilepsy’s genetic makeup. 
2017  Science Daily. Common epilepsies share genetic overlap with rare types. 
2013  Science Daily. Newly identified genetic factors drive severe childhood epilepsies. 
2012  Science Daily. Gene discovery set to help with mysterious paralysis of childhood. 
2008  ABCnews.com. Genes Seem to Affect Tissues Differently. 
2008  PhysOrg.com. Gene Expression and Splicing Vary Widely from One Tissue to the Next. 

6. TEACHING ACTIVITIES 
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COURSES AND LECTURES 
University of North Carolina at Chapel Hill 

Eshelman School of Pharmacy 
Spring 2023 PHCY 624: Research and Scholarship in Pharmacy I (3.0 credit hrs), 

Role: Division Co-Director (6.0 facilitator contact hrs), 4 students 
Spring 2023 PHCY 726: Research and Scholarship in Pharmacy III (3.0 credit hrs), 

Role: Division Co-Director (4.5 facilitator contact hrs), 5 students 
Fall 2022  DPET 873: Precision Therapeutics Through Genomics (3.0 credit hrs), 

Role: Course Co-Director and Lecturer (3.0 contact hrs), Enrollment: 10 
students, Title of lecture: Rare disease genetics and genetically-guided 
pharmacotherapy 

Fall 2022 PHCY 725: Research and Scholarship in Pharmacy II (3.0 credit hrs), 
Role: Division Co-Director (3.0 facilitator contact hrs), 5 students 

Summer 2022  Innovations and Transformations in Pharmaceutical Sciences (ITPS), 
Role: Lecturer (1.0 contact hr), Approximately 75 attendees, Title of 
lecture: Advancements in Genetically Guided Pharmacotherapy 

Spring 2022 PHRS 899: Division of Pharmacotherapy and Experimental Therapeutics 
Seminar (1.0 credit hr), Role: Faculty Director, Enrollment: 16 students 

Spring 2022 PHCY 624: Research and Scholarship in Pharmacy I (3.0 credit hrs), 
Role: Division Co-Director (6.0 facilitator contact hrs), 3 students 

Spring 2022 PHCY 726: Research and Scholarship in Pharmacy III (3.0 credit hrs), 
Role: Division Co-Director (4.5 facilitator contact hrs), 3 students 

Fall 2021 PHCY 725: Research and Scholarship in Pharmacy II (3.0 credit hrs), 
Role: Division Co-Director (3.0 facilitator contact hrs), 3 students 

Fall 2021 PHRS 899: Division of Pharmacotherapy and Experimental Therapeutics 
Seminar (1.0 credit hr), Role: Faculty Director, Enrollment: 21 students 

Summer 2021  Innovations and Transformations in Pharmaceutical Sciences (ITPS), 
Role: Lecturer (1.0 contact hr), Approximately 75 attendees, Title of 
lecture: Genetics Guiding Pharmacotherapy 

Spring 2021 PHCY 624: Research and Scholarship in Pharmacy I (3.0 credit hrs), 
Role: Division Co-Director (6.0 facilitator contact hrs), 3 students  

Summer 2020  Innovations and Transformations in Pharmaceutical Sciences (ITPS), 
Role: Lecturer (1.0 contact hr), Approximately 75 attendees, Title of 
lecture: Genetics Guiding Pharmacotherapy 

Eshelman School of Pharmacy (prior to faculty position) 
2010     Lecturer, Pharmacogenetics 
2005 – 2007    Lecturer, Short course on Integrated and Organ Systems Pharmacology 
2001 – 2002    Lecturer, Advanced Pharmacokinetics I 
2002     Lecturer, Clinical Pharmacokinetics I  
2003     Lecturer, Clinical Pharmacokinetics II 
2002    Lecturer, Advanced Pharmacokinetics II 

School of Medicine 
Fall 2022 GNET 703: Curriculum Genetics and Molecular Biology Seminar (1.0 

credit hr), Role: Faculty Director, Enrollment: 33 students 
Summer 2022 Educational Pathways to Increase Diversity in GEnomics, Role: 

Lecturer, Approximate enrollment: 20 students, Title of lecture: Induced 
pluripotent stem cell derived cellular model systems 

Spring 2022 GNET 703: Curriculum Genetics and Molecular Biology Seminar (1.0 
credit hr), Role: Faculty Director, Enrollment: 27 students 

Fall 2021 GNET 703: Curriculum Genetics and Molecular Biology Seminar (1.0 
credit hr), Role: Faculty Director, Enrollment: 27 students 

Spring 2021 BBSP 902: Biological and Biomedical Science Program (BBSP) First 
Year Group (2 credit hrs), Role: First-year group mentor, Enrollment: 36 
students 
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Fall 2020 BBSP 902: BBSP First Year Group (2 credit hrs), Role: First-year group 
mentor, Enrollment: 36 students 

 
Columbia University 

2019  GU4305: Lecturer, Seminar in Biotechnology 
2019  Lecturer, Systems Pharmacology 
2016 – 2018 Lecturer, Genomic Approaches II 
2017 – 2018 Lecturer, Introduction to Precision Medicine 
2016 – 2019 Lecturer, Introduction to Neuromuscular Diseases 
2016 – 2018 Lecturer, Molecular Pharmacology 

Duke University 
2012 Lecturer, Human Genetics 
2011 – 2014 Lecturer, Pharmacogenetics 

Guilford College 
2021  Lecturer, Drugs of Addiction 

ADVISING AND MENTORSHIP  

Faculty  
Supervisor 

2023 – present Dulcie Lai, PharmD., Ph.D, UNC Research Assistant Professor of Pharmacy  
Career Development Mentor 

2021 – present Senyene Hunter, MD, PhD, UNC Assistant Professor of Neurology  
    American Epilepsy Society Sergievsky Scholar Award (awarded) 
    Child Neurologist Career Development Program-K12 (awarded) 

Postdoctoral Fellows 
2021 – 2022 Nelson Manzanza, M.D., Ph.D., Postdoctoral fellow (UNC) 
   Current position: Instructor Western Governors University 
2020 – 2021 Sarah Dugger, Ph.D., Postdoctoral fellow (UNC) 

Current position: Clinical Genomic Scientist at Invitae 
2018 – 2022 Dulcie Lai, PharmD., Ph.D, Postdoctoral fellow (UNC/Columbia University) 
2017 – 2021 Jinfeng Lu, Ph.D., Postdoctoral fellow (UNC/Columbia University) 

Current position: Postdoctoral fellow (Columbia University) 
2013 – 2018 Nicole G. Griffin, Ph.D, Postdoctoral fellow (Duke University/Columbia University) 

Current position: Bioinformatic Scientist (Syntensor) 

PhD Students  
Primary Advisor 

2022 – present Ana Berglind, B.S., Graduate student (UNC, BBSP, Curriculum in Genetics and 
Molecular Biology) 

2020 – present Meethila Gade, M.S., Graduate student (UNC, Pharmaceutical Science Program) 
Thesis title: A genomics driven approach  to precision medicine in  
hemimegalencephaly 

Rotation Students 
2022 Ryan Videgar-Laird (UNC, BBSP, Curriculum in Bioinformatics and Computational 

Biology) 
 2022  Kalynn Van Voorhies (UNC, BBSP, Neuroscience Curriculum)   

2021  Jessica McAfee (UNC, BBSP, Curriculum in Genetics and Molecular Biology)  
2020  Brandon Pratt (UNC, BBSP, Curriculum in Genetics and Molecular Biology) 

Dissertation Committees  
2023 – present Rachel Sharp, B.S. (UNC, BBSP, Neuroscience Curriculum Ph.D. Program, Dissertation 

Committee) 
2022 – present Tom Collins, B.S. (UNC, Pharmacology M.D./Ph.D. Program, Dissertation Committee) 
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2021 – present Ricardo Gonzalez, B.S. (UNC, Pharmaceutical Science (DPET) Ph.D. Program, 
Eshelman School of Pharmacy, Dissertation Committee Chair) 

2021 – present Soad Elziny, B.S.  (University of Maryland, Neuroscience Ph.D. Program, Dissertation  
Masters Students 
 Internship Advisor 

2018 – 2019 Shih Hua Yu, B.S. (Columbia University, Masters in Data Science Program) 
 Thesis Advisor 

2017  Ceylan Hasan, B.S. (Columbia University, Masters in Biotechnology Program) 
2016   Rami Kathuda, B.S. (Columbia University, Masters in Biotechnology Program) 

Visiting Scholars 
Host Laboratory 

2017  Thomasso Pippucci, Ph.D., EMBO Short-Term Fellowship 

PharmD Students 
Research Advisor 

2022  – present MaryAnn Boyer (UNC) 
Project title: Evaluating an in vitro model system to predict SLC35A2 variant 
localization 

2022  – present Grace Paleracio  (UNC, RASP Program) 
Project title: Evaluating an in vitro model system to utilize SLC35A2 variant 
localization to predict response to exogenous galactose therapy  

2021 – 2022 Jonathan Thulson (UNC, RASP Program) 
Project title: Effects of Smith-Kingsmore Syndrome associated MTOR variants on 
the mTOR signaling cascade 

2021  Amelia Ryan (University College London, PharmD candidate mentored research) 
Project title: Establishing a model system to study the effects of pathogenic 
MTOR variants on mTOR1 and mTOR2 signaling 

Undergraduate Students 
Research Advisor 

2021 – 2022 Ethan Lee, Undergraduate research assistant (UNC) 
2020 – 2021 Eric Norloff, Undergraduate research assistant (UNC Work Study Program) 
2020 – 2021 Lasya Kambhampati, Undergraduate research assistant (UNC) 

 
High School Students 

Research Advisor 
2019   Shrey Shah (Jericho High School) 
2018 – 2019 Rachel Tiersky (Bergin County Technical Schools High School, Senior Experience  

  Internship Program)  
2017 – 2018 Deborah Haimowitz, (The Abraham Joshua Heschel School, Summer Research Program)  

COMMUNITY EDUCATION 
2008 - 2012 Judge, National DNA Day Essay Contest, American Society for Human Genetics, GenEdNet 

TEACHING CERTIFICATIONS 
2021 Faculty Mentor Training for Biomedical Researchers 
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7. GRANTS 

EXTERNAL 

Grant Number Agency Title Role 
Total 
Directs 

Percent 
Effort 
Funded Dates 

R01-NS115017S1 NIH - NINDS 

Defining disease mechanisms in 
SLC35A2 epilepsy - Diversity 
Supplement 

MPI - 
contact PI $54,075  0% 

May 2022 – 
April 2023 

NA 

Malan 
Syndrome 
Foundation 

Moving from gene to treatment for 
Malan syndrome MPI $30,000  0% 

July 2022 – 
June 2024 

NA 
Uplifting 
Athletes 

Elucidating the molecular and 
cellular pathologies in an iPSC 
model of Malan syndrome to identify 
transformative therapies for 
modifying disease progression MPI $20,000  0% 

May 2020 –  
Sept 2022 

R01-NS115017 NIH - NINDS 
Defining disease mechanisms in 
SLC35A2 epilepsy 

MPI - 
contact PI  $3,300,255 25% 

July 2020 –  
May 2025 

R01-NS114122 NIH - NINDS 
Somatic Mutation in Intractable 
Focal Epilepsy MPI $2,805,821 10% 

Aug 2020 –  
July 2025 

R01-EY028203 NIH - NEI 
Precision medicine for ABCA4 
disease: modifier alleles 

Co-
Investigator $739,096  5% 

July 2018 –  
Dec 2019 

R01-NS094596 NIH - NINDS 

Identification and molecular 
characterization of somatic mutations 
in MCD 

MPI - 
contact PI $2,636,042  20% 

Sept 2016 –  
June 2022* 

R01-NS097876 NIH - NIA 

Statin neuroprotection & cognitive 
dysfunction after carotid 
endarterectomy, feasibility, & 
outcomes 

Co-
Investigator $1,534,557  5% 

Sept 2016 –  
Dec 2019 

NA 
AstraZeneca 
UK Limited  Genomics Alliance Agreement   

Co-
Investigator 
/MPI** $2,884,680  10% 

Aug 2016 –  
Dec 2019 

NA CURE AHC 

Columbia Alternating Hemiplegia of 
Childhood Multielectrode Array 
Project Plan PI $100,000  5% 

Dec 2015 –  
Dec 2017 

R01-NS089552 NIH - NINDS 

Discovery of novel molecular 
abnormalities underlying non-
lesional focal epilepsy 

Co-
Investigator $1,334,148  10% 

Sept 2014 –  
July 2019 

U01-NS077303S1 NIH - NINDS 

3 of 7 Epi4K: Sequencing, 
Biostatistics & Bioinformatics Core - 
Epilepsy Genetics Initiative MPI $200,000  5% 

Sept 2014 –  
July 2018 

NA 

Citizens 
United for 
Research in 
Epilepsy 
(CURE) Epilepsy Genetic Initiative 

Co-
Investigator $352,063  5% 

May 2014 –  
Dec 2019 

R21-NS078657 NIH - NINDS 
Exploratory genomic investigations 
of mesial temporal lobe epilepsy PI $270,625  25% 

March 2012 –  
Feb 2015 

U01-NS077303 NIH - NINDS 
3 of 7 Epi4K: Sequencing, 
Biostatistics & Bioinformatics Core MPI $7,927,321 20% 

Sept 2011 –  
July 2016 

RC2-NS070344 NIH - NINDS 
Whole-genome sequencing in 
multiplex epilepsy families 

Co-
Investigator $1,099,524  20% 

Sept 2009 –  
Aug 2011 

*    5-year renewal to be awarded by NINDS in early 2023; **  Temporary PI role due to a conflict of interest of PI 
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INTERNAL 

Grant Number Agency Title Role 
Total 
Directs 

Percent 
Effort 
Funded Dates 

NA 

UNC Core Facilities 
Advocacy Committee 
(CFAC) voucher 
program 

Genotype-informed single-
cell transcriptomic profiling 
in mosaic brain tissue  

PI $9,886 0% 2023 

NA 

Irving Institute for 
Clinical and 
Translational Research  PI $30,000 0% 

July 2019 –  
Dec 2019 

NA 

Kathleen Price Bryan 
Alzheimer’s Disease 
Research Center 

The role of ion channel 
splice variation in 
Alzheimer’s disease PI $30,000  10% 

Sept 2009 –  
Aug 2010 

8. PROFESSIONAL SERVICE 

WITHIN DISCIPLINE 

Committees/Advisory Boards 
2023 – 2025   American Epilepsy Society, Investigators Workshop Committee 
2020 – 2022   American Epilepsy Society, Basic Science Committee 
August 2018 – 2020 ILAE Consortium on Complex Epilepsies Task Force of the Commission on Genetics 
December 2016 – present Epi25 Consortium, Steering and Analysis Committees 
January 2015 – 2018 Epilepsy Precision Medicine (EpiPM) Consortium, Steering Committee 
April 2014 – 2020 Epilepsy Genetics Initiative (EGI), Steering Committee  
January 2013 – present Pediatric Status Epilepticus Research Group, Member 
September 2011 – present ILAE Consortium on Genetics of Complex Epilepsies, Steering Committee 
July 2011 – present  Steering Committee, Epi4K Consortium 
April 2010 – present EpiGen Consortium, Scientific Advisory Board 

Review Panels 
June 2022 NINDS Study Section, ad hoc reviewer for DBD: Developmental Brain Disorders  
2020 – 2022 NINDS Study Section, ad hoc reviewer for ANIE: Acute Neural Injury and Epilepsy  
March 2019 American Association for the Advancement of Science, Review Panel, International 

Collaboration Grant - Saudi Arabian Ministry of Education’s Research Development 
Office 

January 2017 Department of Defense, Review Panel, Peer Reviewed Medical Research Program - 
Epilepsy Research Program - Idea Development 

July 2016 NINDS Study Section, Review Panel, Centers Without Walls for Collaborative Research 
in the Epilepsies: Developing Transformative Therapies for Modifying or Preventing 
Epilepsy 

December 2014 Department of Defense, Pre-application Review Panel, Peer Reviewed Medical Research 
Program – Epilepsy  

June 2014 NINDS Study Section, Review Panel, Centers Without Walls for Collaborative Research 
in the Epilepsies: Sudden Unexpected Death in Epilepsy (SUDEP)  

August 2013 Department of Defense, Review Panel, Peer Reviewed Medical Research Program - 
Epilepsy  

August 2013 The Channel 7 Children's Research Foundation, Grant Reviewer 
January 2004 – December 2006 Awards Committee for the Pharmacokinetics, Pharmacodynamics, and Drug Metabolism 

(PPDM) Section of the American Association of Pharmaceutical Sciences 
2004 – 2005 Grant application reviewer, United States Environmental Protection Agency/University 

of North Carolina Toxicology Research Program 
Meeting/Event Organizer 
December 2021, 2022 Women in Epilepsy Symposium, American Epilepsy Society Annual Meeting 
November 2015 Banbury Meeting, Scientific and Clinical Foundation for Precision Medicine in Epilepsy 
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August 2015 Scientific Organizer, Symposium of ATP1A3 in Disease 
Professional Organizations and Societies  
2022 – present  Member, American Association for the Advancement of Science 
2010 – present  Member, American Epilepsy Society 
2007 – present  Member, American Society of Human Genetics 
2003 – 2010   Member, American Society of Pharmacology and Experimental Therapeutics 
2002 – 2005  Member, Rho Chi Honor Society 
2001 – 2008  Member, Research Triangle Park Drug Metabolism Discussion Group 
1999 – 2008  Member, American Association of Pharmaceutical Scientists 
1999 – 2005     Member, International Society for the Study of Xenobiotics 
1998 – 2001      Member, American Society of Health System Pharmacists 
Journal Reviewer  
Alzheimer’s and Dementia 
American Journal of Human Genetics 
Annals of Neurology 
Annals of Clinical and Translational Neurology 
BMC Genomics 
Brain Research 
Cell Systems Reviews 
Developmental Medicine and Child Neurology 
eBioMedicine 
Epilepsia 
Epilepsy Research  
Genetics in Medicine 
Genome Biology 
Genome Medicine 

Genome Research 
Journal of Pharmacology and Experimental Therapeutics 
Molecular Case Studies 
Molecular Pharmacology 
Nature Communications 
Nature Genetics 
Nature Medicine 
Neuron 
Neurotherapeutics 
Pediatrics 
PLoS Genetics 
PLoS Biology 
Scientific Reports

Editorial Boards  
2022 – present Guest Editor, Neurobiology of Disease, Special Issue Title: Brain Somatic Mosaicism in Epilepsies 
2019 – present Deputy Editor, Cambridge Elements, Genetics of Epilepsy 
2016 Guest Editor, PLoS Genetics 
2010 – 2011 Associate Editor Journal of Alzheimer’s Disease 

UNC 
2022 – present Division of Pharmacotherapy and Experimental Therapeutics PhD Curriculum Review Committee 
2022 – present  Neuroscience Center Executive Committee 
2021 – present Advisor Board, UNC CRISPR Genetic & Epigenetic Screening Center, Drug Discovery Initiative, 

Eshelman School of Pharmacy 
2021 –  present Research and Scholarship in Pharmacy (RASP) Oversight Committee 
2021 Neuroscience Faculty Search Committee, Division of Pharmacoengineering and Molecular 

Pharmaceutics, Eshelman School of Pharmacy 
2020 Eshelman School of Pharmacy, Scholarship Committee 
2020 – 2022 Curriculum in Neuroscience Graduate Program Search Committee 
2020 – 2022 Division of Pharmacotherapy and Experimental Therapeutics Graduate Program Search Committee 

EXTERNAL 
Jan 2016 Chair, Basic Science Faculty Search Committee, Columbia University Medical Center, Institute for 

Genomic Medicine 
Jan – Dec 2016 Committee member, A Culture of Collaboration & Common Mission, Clinical/ Research Subcommittee, 

Columbia University Medical Center 
July 2013 Organizer, Human Genetics Evening, Duke University Medical Center 
2006 – 2007 Scientific consultant, NIH Short Course on Integrated and Organ Systems Pharmacology, University of 

North Carolina at Chapel Hill, School of Pharmacy 
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