Royal College of Surgeons in Ireland

UNIVERSITY repository@rcsi.com
OF MEDICINE

R SI AND HEALTH
SCIENCES

Whole exome sequencing studies in epilepsy: a deep analysis of the
published literature

AUTHOR(S)

Arif Shukralla, Robert Carton, Katherine Benson, Hany EI-Naggar, Austin Lacey, Gianpiero Cavalleri, Norman
Delanty

CITATION
Shukralla, Arif; Carton, Robert; Benson, Katherine; EI-Naggar, Hany; Lacey, Austin; Cavalleri, Gianpiero; et al.
(2022): Whole exome sequencing studies in epilepsy: a deep analysis of the published literature. Royal
College of Surgeons in Ireland. Journal contribution. https://hdl.handle.net/10779/rcsi.19267880.v1
HANDLE

10779/rcsi.19267880.v1
LICENCE

CC BY-NC-SA 4.0

This work is made available under the above open licence by RCSI and has been printed from
https://repository.rcsi.com. For more information please contact repository@rcsi.com

URL

https://repository.rcsi.com/articles/journal_contribution/Whole_exome_sequencing_studies_in_epilepsy_a_dee
p_analysis_of the_ published_literature/19267880/1


mailto:repository@rcsi.com
https://hdl.handle.net/10779/rcsi.19267880.v1
https://repository.rcsi.com
mailto:repository@rcsi.com
https://repository.rcsi.com/articles/journal_contribution/Whole_exome_sequencing_studies_in_epilepsy_a_deep_analysis_of_the_published_literature/19267880/1

List of Included Studies

Assoum, M., Philippe, C., Isidor, B., Perrin, L., Makrythanasis, P., Sondheimer, N., Paris,
C., Douglas, J., Lesca, G., Antonarakis, S., Hamamy, H., Jouan, T., Duffourd, Y., Auvin,
S., Saunier, A., Begtrup, A., Nowak, C., Chatron, N., Ville, D., ... Thevenon, J. (2016).
Autosomal-Recessive Mutations in AP3B2, Adaptor-Related Protein Complex 3 Beta

2 Subunit, Cause an Early-Onset Epileptic Encephalopathy with Optic Atrophy.
American Journal of Human Genetics, 99(6), 1368-1376.
https://doi.org/10.1016/j.ajhg.2016.10.009

Guella, 1., Huh, L., McKenzie, M. B., Toyota, E. B., Bebin, E. M., Thompson, M. L.,
Cooper, G. M., Evans, D. M., Buerki, S. E., Adam, S., Van Allen, M. I, Nelson, T. N.,
Connolly, M. B., Farrer, M. J., & Demos, M. (2016). De novo FGF12 mutation in 2
patients with neonatal-onset epilepsy. Neurology. Genetics, 2(6), €120.
https://doi.org/10.1212/NXG.0000000000000120

Naseer, M. 1., Rasool, M., Jan, M. M., Chaudhary, A. G., Pushparaj, P. N., Abuzenadah,
A. M., & Al-Qahtani, M. H. (2016). A novel mutation in PGAP2 gene causes
developmental delay, intellectual disability, epilepsy and microcephaly in
consanguineous Saudi family. Journal of the Neurological Sciences, 371, 121-125.
https://doi.org/10.1016/j.jns.2016.10.027

Shen, D., Hernandez, C. C., Shen, W., Hu, N., Poduri, A., Shiedley, B., Rotenberg, A.,
Datta, A. N., Leiz, S., Patzer, S., Boor, R., Ramsey, K., Goldberg, E., Helbig, I., Ortiz-
Gonzalez, X. R., Lemke, J. R., Marsh, E. D., & Macdonald, R. L. (2017). De novo
GABRG2 mutations associated with epileptic encephalopathies. Brain : A Journal of
Neurology, 140(1), 49-67. https://doi.org/10.1093/brain/aww272

Reid, E. S., Williams, H., Stabej, P. L. Q., James, C., Ocaka, L., Bacchelli, C., Footitt, E.
J., Boyd, S., Cleary, M. A, Mills, P. B., & Clayton, P. T. (2016). Seizures Due to a
KCNQ2 Mutation: Treatment with Vitamin B6. JIMD Reports, 27, 79-84.
https://doi.org/10.1007/8904_2015 460

Saitsu, H., Akita, T., Tohyama, J., Goldberg-Stern, H., Kobayashi, Y., Cohen, R., Kato,
M., Ohba, C., Miyatake, S., Tsurusaki, Y., Nakashima, M., Miyake, N., Fukuda, A., &
Matsumoto, N. (2015). De novo KCNB1 mutations in infantile epilepsy inhibit repetitive
neuronal firing. Scientific Reports, 5, 15199. https://doi.org/10.1038/srep15199

Kobayashi, Y., Tohyama, J., Kato, M., Akasaka, N., Magara, S., Kawashima, H., Ohashi,
T., Shiraishi, H., Nakashima, M., Saitsu, H., & Matsumoto, N. (2016). High prevalence of
genetic alterations in early-onset epileptic encephalopathies associated with infantile
movement disorders. Brain & Development, 38(3), 285-292.
https://doi.org/10.1016/j.braindev.2015.09.011

Al-Maawali, A., Barry, B. J., Rajab, A., EI-Quessny, M., Seman, A., Coury, S. N.,
Barkovich, A. J.,, Yang, E., Walsh, C. A., Mochida, G. H., & Stoler, J. M. (2016). Novel



loss-of-function variants in DIAPH1 associated with syndromic microcephaly, blindness,
and early onset seizures. American Journal of Medical Genetics. Part A, 170A(2), 435—
440. https://doi.org/10.1002/ajmg.a.37422

Klein, K. M., Pendziwiat, M., Cohen, R., Appenzeller, S., de Kovel, C. G. F., Rosenow,
F., Koeleman, B. P. C., Kuhlenbdumer, G., Sheintuch, L., Veksler, R., Friedman, A.,
Afawi, Z., & Helbig, I. (2016). Autosomal dominant epilepsy with auditory features: a
new LGI1 family including a phenocopy with cortical dysplasia. Journal of Neurology,
263(1), 11-16. https://doi.org/10.1007/s00415-015-7921-2

AlSubhi, S., AlHashem, A., AlAzami, A., Tlili, K., AlShahwan, S., Lefeber, D.,
Alkuraya, F. S., & Tabarki, B. (2016). Further Delineation of the ALG9-CDG Phenotype.
JIMD Reports, 27, 107-112. https://doi.org/10.1007/8904_ 2015 504

Katata, Y., Uematsu, M., Sato, H., Suzuki, S., Nakayama, T., Kubota, Y., Kobayashi, T.,
Hino-Fukuyo, N., Saitsu, H., & Kure, S. (2016). Novel missense mutation in CLN8 in
late infantile neuronal ceroid lipofuscinosis: The first report of a CLN8 mutation in
Japan. Brain & Development, 38(3), 341-345.
https://doi.org/10.1016/j.braindev.2015.09.008

Fleming, L., Lemmon, M., Beck, N., Johnson, M., Mu, W., Murdock, D., Bodurtha, J.,
Hoover-Fong, J., Cohn, R., Bosemani, T., Barafiano, K., & Hamosh, A. (2016).
Genotype-phenotype correlation of congenital anomalies in multiple

congenital anomalies hypotonia seizures syndrome (MCAHS1)/PIGN-related epilepsy.
American Journal of Medical Genetics. Part A, 170A(1), 77-86.
https://doi.org/10.1002/ajmg.a.37369

Gan, J. J., Garcia, V., Tian, J., Tagliati, M., Parisi, J. E., Chung, J. M., Lewis, R., Baloh,
R., Levade, T., & Pierson, T. M. (2015). Acid ceramidase deficiency associated with
spinal muscular atrophy with progressive myoclonic epilepsy. Neuromuscular
Disorders : NMD, 25(12), 959-963. https://doi.org/10.1016/j.nmd.2015.09.007

Ricos, M. G., Hodgson, B. L., Pippucci, T., Saidin, A., Ong, Y. S., Heron, S. E.,
Licchetta, L., Bisulli, F., Bayly, M. A., Hughes, J., Baldassari, S., Palombo, F., Santucci,
M., Meletti, S., Berkovic, S. F., Rubboli, G., Thomas, P. Q., Scheffer, I. E., Tinuper, P.,
... Dibbens, L. M. (2016). Mutations in the mammalian target of rapamycin pathway
regulators NPRL2 and NPRL3 cause focal epilepsy. Annals of Neurology, 79(1), 120—
131. https://doi.org/10.1002/ana.24547

Veeravigrom, M., Damrongphol, P., Ittiwut, R., Ittiwut, C., Suphapeetiporn, K., &
Shotelersuk, V. (2015). Pyridoxal 5'-phosphate-responsive epilepsy with novel mutations
in the PNPO gene: a case report. Genetics and Molecular Research : GMR, 14(4),
14130-14135. https://doi.org/10.4238/2015.0ctober.29.34

Mirzaa, G. M., Conti, V., Timms, A. E., Smyser, C. D., Ahmed, S., Carter, M., Barnett,
S., Hufnagel, R. B., Goldstein, A., Narumi-Kishimoto, Y., Olds, C., Collins, S., Johnston,
K., Deleuze, J.-F., Nitschké, P., Friend, K., Harris, C., Goetsch, A., Martin, B, ...
Guerrini, R. (2015). Characterisation of mutations of the phosphoinositide-3-kinase
regulatory subunit, PIK3R2, in perisylvian polymicrogyria: a next-generation sequencing



study. The Lancet. Neurology, 14(12), 1182—-1195. https://doi.org/10.1016/S1474-
4422(15)00278-1

Mundy, S. A., Krock, B. L., Mao, R., & Shen, J. J. (2016). BRAT1-related disease--
identification of a patient without early lethality. American Journal of Medical Genetics.
Part A, 170(3), 699-702. https://doi.org/10.1002/ajmg.a.37434

Thiffault, 1., Speca, D. J., Austin, D. C., Cobb, M. M., Eum, K. S., Safina, N. P., Grote,
L., Farrow, E. G., Miller, N., Soden, S., Kingsmore, S. F., Trimmer, J. S., Saunders, C. J.,
& Sack, J. T. (2015). A novel epileptic encephalopathy mutation in KCNBL1 disrupts
Kv2.1 ion selectivity, expression, and localization. The Journal of General Physiology,
146(5), 399-410. https://doi.org/10.1085/jgp.201511444

Langlois, S., Tarailo-Graovac, M., Sayson, B., Drégemoéller, B., Swenerton, A., Ross, C.
J., Wasserman, W. W., & van Karnebeek, C. D. (2016). De novo dominant variants
affecting the motor domain of KIF1A are a cause of PEHO syndrome. European Journal
of Human Genetics : EJHG, 24(6), 949-953. https://doi.org/10.1038/ejhg.2015.217

Law, C.-Y., Chang, S. T.-L., Cho, S. Y., Yau, E. K.-C., Ng, G. S.-F., Fong, N.-C., &
Lam, C.-W. (2015). Clinical whole-exome sequencing reveals a novel missense
pathogenic variant of GNAOL in a patient with infantile-onset epilepsy. Clinica Chimica
Acta; International Journal of Clinical Chemistry, 451(Pt B), 292—-296.
https://doi.org/10.1016/j.cca.2015.10.011

Chung, W. K., Martin, K., Jalas, C., Braddock, S. R., Juusola, J., Monaghan, K. G.,
Warner, B., Franks, S., Yudkoff, M., Lulis, L., Rhodes, R. H., Prasad, V., Torti, E., Cho,
M. T., & Shinawi, M. (2015). Mutations in COQ4, an essential component of coenzyme
Q biosynthesis, cause lethal neonatal mitochondrial encephalomyopathy. Journal of
Medical Genetics, 52(9), 627-635. https://doi.org/10.1136/jmedgenet-2015-103140

Striano, P., Serioli, E., Santulli, L., Manna, |., Labate, A., Dazzo, E., Pasini, E.,
Gambardella, A., Michelucci, R., Striano, S., & Nobile, C. (2015). DEPDC5 mutations
are not a frequent cause of familial temporal lobe epilepsy. Epilepsia, 56(10), e168-71.
https://doi.org/10.1111/epi.13094

Cen, Z.-D., Xie, F., Lou, D.-N., Lu, X.-J., Ouyang, Z.-Y., Liu, L., Cao, J., Li, D., Yin, H.-
M., Wang, Z.-J., Xiao, J.-F., & Luo, W. (2015). Fine mapping and whole-exome
sequencing of a familial cortical myoclonic tremor with epilepsy family. American
Journal of Medical Genetics. Part B, Neuropsychiatric Genetics : The Official
Publication of the International Society of Psychiatric Genetics, 168(7), 595-599.
https://doi.org/10.1002/ajmg.b.32337

Ohba, C., Kato, M., Takahashi, N., Osaka, H., Shiihara, T., Tohyama, J., Nabatame, S.,
Azuma, J., Fujii, Y., Hara, M., Tsurusawa, R., Inoue, T., Ogata, R., Watanabe, Y.,
Togashi, N., Kodera, H., Nakashima, M., Tsurusaki, Y., Miyake, N., ... Matsumoto, N.
(2015). De novo KCNT1 mutations in early-onset epileptic encephalopathy. Epilepsia,
56(9), e121-8. https://doi.org/10.1111/epi.13072

Lumish, H. S., Wynn, J., Devinsky, O., & Chung, W. K. (2015). Brief Report: SETD2
Mutation in a Child with Autism, Intellectual Disabilities and Epilepsy. Journal of



Autism and Developmental Disorders, 45(11), 3764-3770.
https://doi.org/10.1007/s10803-015-2484-8

Esmaeeli Nieh, S., Madou, M. R. Z., Sirajuddin, M., Fregeau, B., McKnight, D., Lexa,
K., Strober, J., Spaeth, C., Hallinan, B. E., Smaoui, N., Pappas, J. G., Burrow, T. A,
McDonald, M. T., Latibashvili, M., Leshinsky-Silver, E., Lev, D., Blumkin, L., Vale, R.
D., Barkovich, A. J., & Sherr, E. H. (2015). De novo mutations in KIF1A cause
progressive encephalopathy and brain atrophy. Annals of Clinical and Translational
Neurology, 2(6), 623-635. https://doi.org/10.1002/acn3.198

Dazzo, E., Fanciulli, M., Serioli, E., Minervini, G., Pulitano, P., Binelli, S., Di
Bonaventura, C., Luisi, C., Pasini, E., Striano, S., Striano, P., Coppola, G., Chiavegato,
A., Radovic, S., Spadotto, A., Uzzau, S., La Neve, A., Giallonardo, A. T., Mecarelli, O.,
... Nobile, C. (2015). Heterozygous reelin mutations cause autosomal-dominant lateral
temporal epilepsy. American Journal of Human Genetics, 96(6), 992—-1000.
https://doi.org/10.1016/j.ajhg.2015.04.020

Rajab, A., Schuelke, M., Gill, E., Zwirner, A., Seifert, F., Morales Gonzalez, S., &
Knierim, E. (2015). Recessive DEAF1 mutation associates with autism, intellectual
disability, basal ganglia dysfunction and epilepsy. Journal of Medical Genetics, 52(9),
607-611. https://doi.org/10.1136/jmedgenet-2015-103083

Khayat, M., Tilghman, J. M., Chervinsky, I., Zalman, L., Chakravarti, A., & Shalev, S. A.
(2016). A PIGN mutation responsible for multiple congenital anomalies-hypotonia-
seizures syndrome 1 (MCAHS1) in an Israeli-Arab family. American Journal of Medical
Genetics. Part A, 170A(1), 176-182. https://doi.org/10.1002/ajmg.a.37375

Hildebrand, M. S., Tankard, R., Gazina, E. V, Damiano, J. A., Lawrence, K. M., Dahl,
H.-H. M., Regan, B. M., Shearer, A. E., Smith, R. J. H., Marini, C., Guerrini, R., Labate,
A., Gambardella, A., Tinuper, P., Lichetta, L., Baldassari, S., Bisulli, F., Pippucci, T.,
Scheffer, I. E., ... Berkovic, S. F. (2015). PRIMA1 mutation: a new cause of nocturnal
frontal lobe epilepsy. Annals of Clinical and Translational Neurology, 2(8), 821-830.
https://doi.org/10.1002/acn3.224

Goldstein, J. H. R., Tim-Aroon, T., Shieh, J., Merrill, M., Deeb, K. K., Zhang, S., Bass,
N. E., & Bedoyan, J. K. (2015). Novel SMC1A frameshift mutations in children with
developmental delay and epilepsy. European Journal of Medical Genetics, 58(10), 562—
568. https://doi.org/10.1016/j.ejmg.2015.09.007

Tabarki, B., AlHashem, A., AlShahwan, S., Alkuraya, F. S., Gedela, S., & Zuccoli, G.
(2015). Severe CNS involvement in WWOX mutations: Description of five new cases.
American Journal of Medical Genetics. Part A, 167A(12), 3209-3213.
https://doi.org/10.1002/ajmg.a.37363

Conroy, J., Allen, N. M., Gorman, K. M., Shahwan, A., Ennis, S., Lynch, S. A., & King,
M. D. (2016). NAPB - a novel SNARE-associated protein for early-onset epileptic
encephalopathy. Clinical Genetics, 89(2), E1-3. https://doi.org/10.1111/cge.12648

Sim, J. C., Scerri, T., Fanjul-Fernandez, M., Riseley, J. R., Gillies, G., Pope, K., van
Roozendaal, H., Heng, J. I., Mandelstam, S. A., McGillivray, G., MacGregor, D.,



Kannan, L., Maixner, W., Harvey, A. S., Amor, D. J., Delatycki, M. B., Crino, P. B.,
Bahlo, M., Lockhart, P. J., & Leventer, R. J. (2016). Familial cortical dysplasia caused by
mutation in the mammalian target of rapamycin regulator NPRL3. Annals of Neurology,
79(1), 132-137. https://doi.org/10.1002/ana.24502

Lal, D., Steinbricker, S., Schubert, J., Sander, T., Becker, F., Weber, Y., Lerche, H.,
Thiele, H., Krause, R., Lehesjoki, A.-E., Nirnberg, P., Palotie, A., Neubauer, B. A.,
Mubhle, H., Stephani, U., Helbig, I., Becker, A. J., Schoch, S., Hansen, J., ... Lemke, J. R.
(2015). Investigation of GRIN2A in common epilepsy phenotypes. Epilepsy Research,
115, 95-99. https://doi.org/10.1016/j.eplepsyres.2015.05.010

Tuysuz, B., Pehlivan, D., Ozkok, A., Jhangiani, S., Yalcinkaya, C., Zeybek, C. A.,
Muzny, D. M., Lupski, J. R., Gibbs, R., & Jaeken, J. (2016). Phenotypic Expansion of
Congenital Disorder of Glycosylation Due to SRD5A3 Null Mutation. JIMD Reports, 26,
7-12. https://doi.org/10.1007/8904_2015 478

Ngoh, A., Bras, J., Guerreiro, R., Meyer, E., McTague, A., Dawson, E., Mankad, K.,
Gunny, R., Clayton, P., Mills, P. B., Thornton, R., Lai, M., Forsyth, R., & Kurian, M. A.
(2016). RARS2 mutations in a sibship with infantile spasms. Epilepsia, 57(5), e97-e102.
https://doi.org/10.1111/epi.13358

Pippucci, T., Licchetta, L., Baldassari, S., Palombo, F., Menghi, V., D’Aurizio, R., Leta,
C., Stipa, C., Boero, G., d’Orsi, G., Magi, A., Scheffer, 1., Seri, M., Tinuper, P., & Bisulli,
F. (2015). Epilepsy with auditory features: A heterogeneous clinico-molecular disease.
Neurology. Genetics, 1(1), e5. https://doi.org/10.1212/NXG.0000000000000005

Thiffault, 1., Farrow, E., Smith, L., Lowry, J., Zellmer, L., Black, B., Abdelmoity, A.,
Miller, N., Soden, S., & Saunders, C. (2016). PCDH19-related epileptic encephalopathy
in a male mosaic for a truncating variant. American Journal of Medical Genetics. Part A,
170(6), 1585-1589. https://doi.org/10.1002/ajmg.a.37617

Nakashima, M., Takano, K., Tsuyusaki, Y., Yoshitomi, S., Shimono, M., Aoki, Y., Kato,
M., Aida, N., Mizuguchi, T., Miyatake, S., Miyake, N., Osaka, H., Saitsu, H., &
Matsumoto, N. (2016). WDR45 mutations in three male patients with West syndrome.
Journal of Human Genetics, 61(7), 653-661. https://doi.org/10.1038/jhg.2016.27

Rivera, B., Gayden, T., Carrot-Zhang, J., Nadaf, J., Boshari, T., Faury, D., Zeinieh, M.,
Blanc, R., Burk, D. L., Fahiminiya, S., Bareke, E., Schiller, U., Monoranu, C. M., Strater,
R., Kerl, K., Niederstadt, T., Kurlemann, G., Ellezam, B., Michalak, Z., ... Majewski, J.
(2016). Germline and somatic FGFR1 abnormalities in dysembryoplastic neuroepithelial
tumors. Acta Neuropathologica, 131(6), 847-863. https://doi.org/10.1007/s00401-016-
1549-x

Gal, M., Magen, D., Zahran, Y., Ravid, S., Eran, A., Khayat, M., Gafni, C., Levanon, E.
Y., & Mandel, H. (2016). A novel homozygous splice site mutation in NALCN identified
in siblings with cachexia, strabismus, severe intellectual disability, epilepsy and
abnormal respiratory rhythm. European Journal of Medical Genetics, 59(4), 204-209.
https://doi.org/10.1016/j.ejmg.2016.02.007



Nishri, D., Goldberg-Stern, H., Noyman, 1., Blumkin, L., Kivity, S., Saitsu, H.,
Nakashima, M., Matsumoto, N., Leshinsky-Silver, E., Lerman-Sagie, T., & Lev, D.
(2016). RARS2 mutations cause early onset epileptic encephalopathy without ponto-
cerebellar hypoplasia. European Journal of Paediatric Neurology : EJPN : Official
Journal of the European Paediatric Neurology Society, 20(3), 412-417.
https://doi.org/10.1016/j.ejpn.2016.02.012

Mirzaa, G. M., Campbell, C. D., Solovieff, N., Goold, C., Jansen, L. A., Menon, S.,
Timms, A. E., Conti, V., Biag, J. D., Adams, C., Boyle, E. A., Collins, S., Ishak, G.,
Poliachik, S., Girisha, K. M., Yeung, K. S., Chung, B. H. Y., Rahikkala, E., Gunter, S. A.,
... Dobyns, W. B. (2016). Association of MTOR Mutations With Developmental Brain
Disorders, Including Megalencephaly, Focal Cortical Dysplasia, and Pigmentary
Mosaicism. JAMA Neurology, 73(7), 836-845.
https://doi.org/10.1001/jamaneurol.2016.0363

Fahrner, J. A., Liu, R., Perry, M. S., Klein, J., & Chan, D. C. (2016). A novel de novo
dominant negative mutation in DNM1L impairs mitochondrial fission and presents as
childhood epileptic encephalopathy. American Journal of Medical Genetics. Part A,
170(8), 2002—-2011. https://doi.org/10.1002/ajmg.a.37721

Kim, Y. O, Yang, J. H., Park, C., Kim, S. K., Kim, M.-K., Shin, M.-G., & Woo, Y. J.
(2016). A novel PIGA mutation in a family with X-linked, early-onset

epileptic encephalopathy. Brain & Development, 38(8), 750-754.
https://doi.org/10.1016/j.braindev.2016.02.008

Hundallah, K., Alenizi, A., AlHashem, A., & Tabarki, B. (2016). Severe early-onset
epileptic encephalopathy due to mutations in the KCNA2 gene: Expansion of the
genotypic and phenotypic spectrum. European Journal of Paediatric Neurology : EJPN :
Official Journal of the European Paediatric Neurology Society, 20(4), 657—660.
https://doi.org/10.1016/j.ejpn.2016.03.011

Joshi, C., Kolbe, D. L., Mansilla, M. A., Mason, S., Smith, R. J. H., & Campbell, C. A.
(2016). Ketogenic diet - A novel treatment for early epileptic encephalopathy due to
PIGA deficiency. Brain & Development, 38(9), 848-851.
https://doi.org/10.1016/j.braindev.2016.04.004

Ananth, A. L., Robichaux-Viehoever, A., Kim, Y.-M., Hanson-Kahn, A., Cox, R., Enns,
G. M., Strober, J., Willing, M., Schlaggar, B. L., Wu, Y. W., & Bernstein, J. A. (2016).
Clinical Course of Six Children With GNAO1 Mutations Causing a Severe

and Distinctive Movement Disorder. Pediatric Neurology, 59, 81-84.
https://doi.org/10.1016/j.pediatrneurol.2016.02.018

Boillot, M., Morin-Brureau, M., Picard, F., Weckhuysen, S., Lambrecq, V., Minetti, C.,
Striano, P., Zara, F., lacomino, M., Ishida, S., An-Gourfinkel, I., Daniau, M., Hardies, K.,
Baulac, M., Dulac, O., Leguern, E., Nabbout, R., & Baulac, S. (2015). Novel GABRG2
mutations cause familial febrile seizures. Neurology. Genetics, 1(4), e35.
https://doi.org/10.1212/NXG.0000000000000035

Li, D., Bhoj, E., McCormick, E., Wang, F., Snyder, J., Wang, T., Zhao, Y., Kim, C.,
Chiavacci, R., Tian, L., Falk, M. J., & Hakonarson, H. (2016). Early Infantile Epileptic



Encephalopathy in an STXBP1 Patient with Lactic Acidemia and Normal Mitochondrial
Respiratory Chain Function. Case Reports in Genetics, 2016, 4140780.
https://doi.org/10.1155/2016/4140780

Holzerova, E., Danhauser, K., Haack, T. B., Kremer, L. S., Melcher, M., Ingold, 1.,
Kobayashi, S., Terrile, C., Wolf, P., Schaper, J., Mayatepek, E., Baertling, F., Friedmann
Angeli, J. P., Conrad, M., Strom, T. M., Meitinger, T., Prokisch, H., & Distelmaier, F.
(2016). Human thioredoxin 2 deficiency impairs mitochondrial redox homeostasis and
causes early-onset neurodegeneration. Brain : A Journal of Neurology, 139(Pt 2), 346—
354. https://doi.org/10.1093/brain/awv350

Muona, M., Fukata, Y., Anttonen, A.-K., Laari, A., Palotie, A., Pihko, H., Lonnqvist, T.,
Valanne, L., Somer, M., Fukata, M., & Lehesjoki, A.-E. (2016). Dysfunctional ADAM22
implicated in progressive encephalopathy with cortical atrophy and epilepsy. Neurology.
Genetics, 2(1), e46. https://doi.org/10.1212/NXG.0000000000000046

Vanstone, J. R., Smith, A. M., McBride, S., Naas, T., Holcik, M., Antoun, G., Harper,
M.-E., Michaud, J., Sell, E., Chakraborty, P., Tetreault, M., Majewski, J., Baird, S.,
Boycott, K. M., Dyment, D. A., MacKenzie, A., & Lines, M. A. (2016). DNM1L-related
mitochondrial fission defect presenting as refractory epilepsy. European Journal of
Human Genetics : EJHG, 24(7), 1084-1088. https://doi.org/10.1038/ejhg.2015.243

Babkina, N., Deignan, J. L., Lee, H., Vilain, E., Sankar, R., Giurgea, I., Mowat, D., &
Graham, J. M. J. (2016). Early Infantile Epileptic Encephalopathy with a de novo variant
in ZEB2 identified by exome sequencing. European Journal of Medical Genetics, 59(2),
70-74. https://doi.org/10.1016/j.ejmg.2015.12.006

Inui, T., Kobayashi, S., Ashikari, Y., Sato, R., Endo, W., Uematsu, M., Oba, H., Saitsu,
H., Matsumoto, N., Kure, S., & Haginoya, K. (2016). Two cases of early-onset myoclonic
seizures with continuous parietal delta activity caused by EEF1A2 mutations. Brain &
Development, 38(5), 520-524. https://doi.org/10.1016/j.braindev.2015.11.003

Allen, N. M., Conroy, J., Shahwan, A., Lynch, B., Correa, R. G., Pena, S. D. J.,
McCreary, D., Magalhaes, T. R., Ennis, S., Lynch, S. A., & King, M. D. (2016).
Unexplained early onset epileptic encephalopathy: Exome screening and
phenotype expansion. Epilepsia, 57(1), e12-7. https://doi.org/10.1111/epi.13250

Gardella, E., Becker, F., Mgller, R. S., Schubert, J., Lemke, J. R., Larsen, L. H. G,,
Eiberg, H., Nothnagel, M., Thiele, H., Altmuller, J., Syrbe, S., Merkenschlager, A., Bast,
T., Steinhoft, B., Niirnberg, P., Mang, Y., Bakke Moller, L., Gellert, P., Heron, S. E., ...
Weber, Y. G. (2016). Benign infantile seizures and paroxysmal dyskinesia caused by an
SCNB8A mutation. Annals of Neurology, 79(3), 428-436.
https://doi.org/10.1002/ana.24580

Flanes, I., Sztromwasser, P., Haugarvoll, K., Dolle, C., Lykouri, M., Schwarzimdller, T.,
Jonassen, 1., Miletic, H., Johansson, S., Knappskog, P. M., Bindoff, L. A., & Tzoulis, C.
(2016). Novel SLC19A3 Promoter Deletion and Allelic Silencing in Biotin-Thiamine-
Responsive Basal Ganglia Encephalopathy. PloS One, 11(2), e0149055.
https://doi.org/10.1371/journal.pone.0149055



Papandreou, A., McTague, A., Trump, N., Ambegaonkar, G., Ngoh, A., Meyer, E., Scott,
R. H., & Kurian, M. A. (2016). GABRB3 mutations: a new and emerging cause of early
infantile epileptic encephalopathy. Developmental Medicine and Child Neurology, 58(4),
416-420. https://doi.org/10.1111/dmcn.12976

Nakashima, M., Kouga, T., Lourenco, C. M., Shiina, M., Goto, T., Tsurusaki, Y.,
Miyatake, S., Miyake, N., Saitsu, H., Ogata, K., Osaka, H., & Matsumoto, N. (2016). De
novo DNM1 mutations in two cases of epileptic encephalopathy. Epilepsia, 57(1), e18-
23. https://doi.org/10.1111/epi.13257

Kodera, H., Ohba, C., Kato, M., Maeda, T., Araki, K., Tajima, D., Matsuo, M., Hino-
Fukuyo, N., Kohashi, K., Ishiyama, A., Takeshita, S., Motoi, H., Kitamura, T., Kikuchi,
A., Tsurusaki, Y., Nakashima, M., Miyake, N., Sasaki, M., Kure, S., ... Matsumoto, N.
(2016). De novo GABRA1 mutations in Ohtahara and West syndromes. Epilepsia, 57(4),
566-573. https://doi.org/10.1111/epi.13344

Korenke, G.-C., Eggert, M., Thiele, H., Nurnberg, P., Sander, T., & Steinlein, O. K.
(2016). Nocturnal frontal lobe epilepsy caused by a mutation in the GATOR1 complex
gene NPRL3. Epilepsia, 57(3), e60-3. https://doi.org/10.1111/epi.13307

Fukai, R., Saitsu, H., Tsurusaki, Y., Sakali, Y., Haginoya, K., Takahashi, K., Hubshman,
M. W., Okamoto, N., Nakashima, M., Tanaka, F., Miyake, N., & Matsumoto, N. (2016).
De novo KCNH1 mutations in four patients with syndromic developmental

delay, hypotonia and seizures. Journal of Human Genetics, 61(5), 381-387.
https://doi.org/10.1038/jhg.2016.1

Lim, J. S., & Lee, J. H. (2016). Brain somatic mutations in MTOR leading to focal
cortical dysplasia. BMB Reports, 49(2), 71-72.
https://doi.org/10.5483/bmbrep.2016.49.2.010

Lopes, F., Barbosa, M., Ameur, A., Soares, G., de S, J., Dias, A. |, Oliveira, G., Cabral,
P., Temudo, T., Calado, E., Cruz, I. F., Vieira, J. P., Oliveira, R., Esteves, S., Sauer, S.,
Jonasson, ., Syvénen, A.-C., Gyllensten, U., Pinto, D., & Maciel, P. (2016).
Identification of novel genetic causes of Rett syndrome-like phenotypes. Journal of
Medical Genetics, 53(3), 190-199. https://doi.org/10.1136/jmedgenet-2015-103568

Rizzo, F., Ambrosino, P., Guacci, A., Chetta, M., Marchese, G., Rocco, T., Soldovieri, M.
V., Manocchio, L., Mosca, |., Casara, G., Vecchi, M., Taglialatela, M., Coppola, G., &
Weisz, A. (2016). Characterization of two de novoKCNT1 mutations in children with
malignant migrating partial seizures in infancy. Molecular and Cellular Neurosciences,
72, 54-63. https://doi.org/10.1016/j.mcn.2016.01.004

Kim, Y. O., Nam, T.-S,, Park, C., Kim, S. K., Yoon, W., Choi, S.-Y., Kim, M.-K., &
Woo, Y. J. (2016). Familial pachygyria in both genders related to a DCX mutation. Brain
& Development, 38(6), 585-589. https://doi.org/10.1016/j.braindev.2015.12.005

Estacion, M., O’Brien, J. E., Conravey, A., Hammer, M. F., Waxman, S. G., Dib-Hajj, S.
D., & Meisler, M. H. (2014). A novel de novo mutation of SCN8A (Nav1.6) with
enhanced channel activation in a child with epileptic encephalopathy. Neurobiology of
Disease, 69, 117-123. https://doi.org/10.1016/j.nbd.2014.05.017



Della Mina, E., Ciccone, R., Brustia, F., Bayindir, B., Limongelli, I., Vetro, A., lascone,
M., Pezzoli, L., Bellazzi, R., Perotti, G., De Giorgis, V., Lunghi, S., Coppola, G., Orcesi,
S., Merli, P., Savasta, S., Veggiotti, P., & Zuffardi, O. (2015). Improving molecular
diagnosis in epilepsy by a dedicated high-throughput sequencing platform. European
Journal of Human Genetics : EJHG, 23(3), 354-362.
https://doi.org/10.1038/ejhg.2014.92

Cortese, A., Tucci, A., Piccolo, G., Galimberti, C. A., Fratta, P., Marchioni, E., Grampa,
G., Cereda, C., Grieco, G., Ricca, I., Pittman, A., Ciscato, P., Napoli, L., Lucchini, V.,
Ripolone, M., Violano, R., Fagiolari, G., Mole, S. E., Hardy, J., ... Moggio, M. (2014).
Novel CLN3 mutation causing autophagic vacuolar myopathy. Neurology, 82(23), 2072—
2076. https://doi.org/10.1212/WNL.0000000000000490

Picard, F., Makrythanasis, P., Navarro, V., Ishida, S., de Bellescize, J., Ville, D.,
Weckhuysen, S., Fosselle, E., Suls, A., De Jonghe, P., Vasselon Raina, M., Lesca, G.,
Depienne, C., An-Gourfinkel, 1., Vlaicu, M., Baulac, M., Mundwiller, E., Couarch, P.,
Combi, R, ... Baulac, S. (2014). DEPDC5 mutations in families presenting as autosomal
dominant nocturnal frontal lobe epilepsy. Neurology, 82(23), 2101-2106.
https://doi.org/10.1212/WNL.0000000000000488

Conroy, J., McGettigan, P. A., McCreary, D., Shah, N., Collins, K., Parry-Fielder, B.,
Moran, M., Hanrahan, D., Deonna, T. W., Korff, C. M., Webb, D., Ennis, S., Lynch, S.
A., & King, M. D. (2014). Towards the identification of a genetic basis for Landau-
Kleffner syndrome. Epilepsia, 55(6), 858-865. https://doi.org/10.1111/epi.12645

Diodato, D., Melchionda, L., Haack, T. B., Dallabona, C., Baruffini, E., Donnini, C.,
Granata, T., Ragona, F., Balestri, P., Margollicci, M., Lamantea, E., Nasca, A., Powell, C.
A., Minczuk, M., Strom, T. M., Meitinger, T., Prokisch, H., Lamperti, C., Zeviani, M., &
Ghezzi, D. (2014). VARS2 and TARS2 mutations in patients with mitochondrial
encephalomyopathies. Human Mutation, 35(8), 983-989.
https://doi.org/10.1002/humu.22590

Canafoglia, L., Robbiano, A., Pareyson, D., Panzica, F., Nanetti, L., Giovagnoli, A. R.,
Venerando, A., Gellera, C., Franceschetti, S., & Zara, F. (2014). Expanding sialidosis
spectrum by genome-wide screening: NEU1 mutations in adult-onset myoclonus.
Neurology, 82(22), 2003-2006. https://doi.org/10.1212/WNL.0000000000000482

Perrault, 1., Hamdan, F. F., Rio, M., Capo-Chichi, J.-M., Boddaert, N., Décarie, J.-C.,
Maranda, B., Nabbout, R., Sylvain, M., Lortie, A., Roux, P. P., Rossignol, E., Gérard, X.,
Barcia, G., Berquin, P., Munnich, A., Rouleau, G. A., Kaplan, J., Rozet, J.-M., &
Michaud, J. L. (2014). Mutations in DOCK?7 in individuals with epileptic encephalopathy
and cortical blindness. American Journal of Human Genetics, 94(6), 891-897.
https://doi.org/10.1016/j.ajhg.2014.04.012

Saitsu, H., Tohyama, J., Walsh, T., Kato, M., Kobayashi, Y., Lee, M., Tsurusaki, Y.,
Miyake, N., Goto, Y.-I., Nishino, I., Ohtake, A., King, M.-C., & Matsumoto, N. (2014). A
girl with West syndrome and autistic features harboring a de novo TBL1XR1 mutation.
Journal of Human Genetics, 59(10), 581-583. https://doi.org/10.1038/jhg.2014.71



Thevenon, J., Milh, M., Feillet, F., St-Onge, J., Duffourd, Y., Jugé, C., Roubertie, A.,
Héron, D., Mignot, C., Raffo, E., Isidor, B., Wahlen, S., Sanlaville, D., Villeneuve, N.,
Darmency-Stamboul, V., Toutain, A., Lefebvre, M., Chouchane, M., Huet, F., ... Rivicre,
J.-B. (2014). Mutations in SLC13A5 cause autosomal-recessive epileptic encephalopathy
with seizure onset in the first days of life. American Journal of Human Genetics, 95(1),
113-120. https://doi.org/10.1016/j.ajhg.2014.06.006

Srivastava, S., Cohen, J., Pevsner, J., Aradhya, S., McKnight, D., Butler, E., Johnston,
M., & Fatemi, A. (2014). A novel variant in GABRB2 associated with intellectual
disability and epilepsy. American Journal of Medical Genetics. Part A, 164A(11), 2914—
2921. https://doi.org/10.1002/ajmg.a.36714

Rohena, L., Neidich, J., Truitt Cho, M., Gonzalez, K. D., Tang, S., Devinsky, O., &
Chung, W. K. (2013). Mutation in SNAP25 as a novel genetic cause of epilepsy and
intellectual disability. Rare Diseases (Austin, Tex.), 1, e26314.
https://doi.org/10.4161/rdis.26314

Farhan, S. M. K., Murphy, L. M., Robinson, J. F., Wang, J., Siu, V. M., Rupar, C. A.,
Prasad, A. N., & Hegele, R. A. (2014). Linkage analysis and exome sequencing identify a
novel mutation in KCTD?7 in patients with progressive myoclonus epilepsy with ataxia.
Epilepsia, 55(9), e106-11. https://doi.org/10.1111/epi.12730

Ohba, C., Kato, M., Takahashi, S., Lerman-Sagie, T., Lev, D., Terashima, H., Kubota,
M., Kawawaki, H., Matsufuji, M., Kojima, Y., Tateno, A., Goldberg-Stern, H.,
Straussberg, R., Marom, D., Leshinsky-Silver, E., Nakashima, M., Nishiyama, K.,
Tsurusaki, Y., Miyake, N, ... Saitsu, H. (2014). Early onset epileptic encephalopathy
caused by de novo SCN8A mutations. Epilepsia, 55(7), 994-1000.
https://doi.org/10.1111/epi.12668

Lumish, H. S., Yang, Y., Xia, F., Wilson, A., & Chung, W. K. (2014). The Expanding
MEGDEL Phenotype: Optic Nerve Atrophy, Microcephaly, and Myoclonic Epilepsy in a
Child with SERAC1 Mutations. JIMD Reports, 16, 75-79.
https://doi.org/10.1007/8904_2014 322

Baulac, S., Lenk, G. M., Dufresnois, B., Ouled Amar Bencheikh, B., Couarch, P., Renard,
J., Larson, P. A., Ferguson, C. J., Nog, E., Poirier, K., Hubans, C., Ferreira, S., Guerrini,
R., Ouazzani, R., El Hachimi, K. H., Meisler, M. H., & Leguern, E. (2014). Role of the
phosphoinositide phosphatase FIG4 gene in familial epilepsy with polymicrogyria.
Neurology, 82(12), 1068-1075. https://doi.org/10.1212/WNL.0000000000000241

Venkateswaran, S., Myers, K. A., Smith, A. C., Beaulieu, C. L., Schwartzentruber, J. A.,
Majewski, J., Bulman, D., Boycott, K. M., & Dyment, D. A. (2014). Whole-exome
sequencing in an individual with severe global developmental delay and intractable
epilepsy identifies a novel, de novo GRIN2A mutation. Epilepsia, 55(7), e75-9.
https://doi.org/10.1111/epi.12663

He, M., Tang, B.-S., Li, N., Mao, X., Li, J., Zhang, J.-G., Xiao, J.-J., Wang, J., Jiang, H.,
Shen, L., Guo, J.-F., Xia, K., & Wang, J.-L. (2014). Using a combination of whole-exome
sequencing and homozygosity mapping to identify a novel mutation of SCARB2. In
Clinical genetics (Vol. 86, Issue 6, pp. 598-600). https://doi.org/10.1111/cge.12338



Poduri, A., Heinzen, E. L., Chitsazzadeh, V., Lasorsa, F. M., Elhosary, P. C.,
LaCoursiere, C. M., Martin, E., Yuskaitis, C. J., Hill, R. S., Atabay, K. D., Barry, B.,
Partlow, J. N., Bashiri, F. A., Zeidan, R. M., Elmalik, S. A., Kabiraj, M. M. U., Kothare,
S., Stodberg, T., McTague, A., ... Walsh, C. A. (2013). SLC25A22 is a novel gene for
migrating partial seizures in infancy. Annals of Neurology, 74(6), 873-882.
https://doi.org/10.1002/ana.23998

Baasch, A.-L., Hining, 1., Gilissen, C., Klepper, J., Veltman, J. A., Gillessen-Kaesbach,
G., Hoischen, A., & Lohmann, K. (2014). Exome sequencing identifies a de novo SCN2A
mutation in a patient with intractable seizures, severe intellectual disability, optic
atrophy, muscular hypotonia, and brain abnormalities. Epilepsia, 55(4), e25-9.
https://doi.org/10.1111/epi.12554

Lee, H., Lin, M. A., Kornblum, H. I, Papazian, D. M., & Nelson, S. F. (2014). Exome
sequencing identifies de novo gain of function missense mutation in KCND2 in identical
twins with autism and seizures that slows potassium channel inactivation. Human
Molecular Genetics, 23(13), 3481-3489. https://doi.org/10.1093/hmg/ddu056

Abdel-Salam, G., Thoenes, M., Afifi, H. H., Korber, F., Swan, D., & Bolz, H. J. (2014).
The supposed tumor suppressor gene WWOX is mutated in an early lethal
microcephaly syndrome with epilepsy, growth retardation and retinal degeneration.
Orphanet Journal of Rare Diseases, 9, 12. https://doi.org/10.1186/1750-1172-9-12

Falk, M. J., Li, D., Gai, X., McCormick, E., Place, E., Lasorsa, F. M., Otieno, F. G., Hou,
C., Kim, C. E., Abdel-Magid, N., Vazquez, L., Mentch, F. D., Chiavacci, R., Liang, J.,
Liu, X., Jiang, H., Giannuzzi, G., Marsh, E. D., Yiran, G., ... Hakonarson, H. (2014).
AGC1 Deficiency Causes Infantile Epilepsy, Abnormal Myelination, and Reduced N-
Acetylaspartate. JIMD Reports, 14, 77-85. https://doi.org/10.1007/8904 2013 287

McDorell, L. M., Warman Chardon, J., Schwartzentruber, J., Foster, D., Beaulieu, C. L.,
Majewski, J., Bulman, D. E., & Boycott, K. M. (2014). The utility of exome sequencing
for genetic diagnosis in a familial microcephaly epilepsy syndrome. BMC Neurology, 14,
22. https://doi.org/10.1186/1471-2377-14-22

Michaud, J. L., Lachance, M., Hamdan, F. F., Carmant, L., Lortie, A., Diadori, P., Major,
P., Meijer, I. A., Lemyre, E., Cossette, P., Mefford, H. C., Rouleau, G. A., & Rossignol,
E. (2014). The genetic landscape of infantile spasms. Human Molecular Genetics, 23(18),
4846-4858. https://doi.org/10.1093/hmg/ddul99

Platzer, K., Hining, 1., Obieglo, C., Schwarzmayr, T., Gabriel, R., Strom, T. M.,
Gillessen-Kaesbach, G., & Kaiser, F. J. (2014). Exome sequencing identifies compound
heterozygous mutations in C12o0rf57 in two siblings with severe intellectual disability,
hypoplasia of the corpus callosum, chorioretinal coloboma, and intractable seizures.
American Journal of Medical Genetics. Part A, 164A(8), 1976-1980.
https://doi.org/10.1002/ajmg.a.36592

Hackenberg, A., Baumer, A., Sticht, H., Schmitt, B., Kroell-Seger, J., Wille, D., Joset, P.,
Papuc, S., Rauch, A., & Plecko, B. (2014). Infantile epileptic encephalopathy, transient
choreoathetotic movements, and hypersomnia due to a De Novo missense mutation in the
SCNZ2A gene. Neuropediatrics, 45(4), 261-264. https://doi.org/10.1055/s-0034-1372302



Kato, M., Saitsu, H., Murakami, Y., Kikuchi, K., Watanabe, S., lai, M., Miya, K.,
Matsuura, R., Takayama, R., Ohba, C., Nakashima, M., Tsurusaki, Y., Miyake, N.,
Hamano, S.-1., Osaka, H., Hayasaka, K., Kinoshita, T., & Matsumoto, N. (2014). PIGA
mutations cause early-onset epileptic encephalopathies and distinctive features.
Neurology, 82(18), 1587-1596. https://doi.org/10.1212/WNL.0000000000000389

Nava, C., Dalle, C., Rastetter, A., Striano, P., de Kovel, C. G. F., Nabbout, R., Cances, C.,
Ville, D., Brilstra, E. H., Gobbi, G., Raffo, E., Bouteiller, D., Marie, Y., Trouillard, O.,
Robbiano, A., Keren, B., Agher, D., Roze, E., Lesage, S., ... Depienne, C. (2014). De
novo mutations in HCN1 cause early infantile epileptic encephalopathy. Nature Genetics,
46(6), 640—645. https://doi.org/10.1038/ng.2952

Nakajima, J., Okamoto, N., Tohyama, J., Kato, M., Arai, H., Funahashi, O., Tsurusaki,
Y., Nakashima, M., Kawashima, H., Saitsu, H., Matsumoto, N., & Miyake, N. (2015). De
novo EEF1A2 mutations in patients with characteristic facial features, intellectual
disability, autistic behaviors and epilepsy. Clinical Genetics, 87(4), 356—361.
https://doi.org/10.1111/cge.12394

Carvill, G. L., Weckhuysen, S., McMahon, J. M., Hartmann, C., Mgller, R. S., Hjalgrim,
H., Cook, J., Geraghty, E., O’Roak, B. J., Petrou, S., Clarke, A., Gill, D., Sadleir, L. G.,
Muhle, H., von Spiczak, S., Nikanorova, M., Hodgson, B. L., Gazina, E. V, Suls, A., ...
Mefford, H. C. (2014). GABRA1 and STXBP1: novel genetic causes of Dravet
syndrome. Neurology, 82(14), 1245-1253.
https://doi.org/10.1212/WNL.0000000000000291

Zhang, X., Ling, J., Barcia, G., Jing, L., Wu, J., Barry, B. J., Mochida, G. H., Hill, R. S,
Weimer, J. M., Stein, Q., Poduri, A., Partlow, J. N., Ville, D., Dulac, O., Yu, T. W., Lam,
A.-T. N,, Servattalab, S., Rodriguez, J., Boddaert, N., ... Nabbout, R. (2014). Mutations
in QARS, encoding glutaminyl-tRNA synthetase, cause progressive microcephaly,
cerebral-cerebellar atrophy, and intractable seizures. American Journal of Human
Genetics, 94(4), 547-558. https://doi.org/10.1016/j.ajhg.2014.03.003

Ohba, C., Shiina, M., Tohyama, J., Haginoya, K., Lerman-Sagie, T., Okamoto, N.,
Blumkin, L., Lev, D., Mukaida, S., Nozaki, F., Uematsu, M., Onuma, A., Kodera, H.,
Nakashima, M., Tsurusaki, Y., Miyake, N., Tanaka, F., Kato, M., Ogata, K., ...
Matsumoto, N. (2015). GRIN1 mutations cause encephalopathy with infantile-onset
epilepsy, and hyperkinetic and stereotyped movement disorders. Epilepsia, 56(6), 841—
848. https://doi.org/10.1111/epi.12987

Nakayama, T., Al-Maawali, A., EI-Quessny, M., Rajab, A., Khalil, S., Stoler, J. M., Tan,
W.-H., Nasir, R., Schmitz-Abe, K., Hill, R. S., Partlow, J. N., Al-Saffar, M., Servattalab,
S., LaCoursiere, C. M., Tambunan, D. E., Coulter, M. E., Elhosary, P. C., Gorski, G.,
Barkovich, A. J., ... Mochida, G. H. (2015). Mutations in PYCR2, Encoding Pyrroline-5-
Carboxylate Reductase 2, Cause Microcephaly and Hypomyelination. American Journal
of Human Genetics, 96(5), 709-719. https://doi.org/10.1016/j.ajhg.2015.03.003

Lim, J. S., Kim, W., Kang, H.-C., Kim, S. H., Park, A. H., Park, E. K., Cho, Y.-W., Kim,
S., Kim, H. M., Kim, J. A., Kim, J., Rhee, H., Kang, S.-G., Kim, H. D., Kim, D., Kim,
D.-S., & Lee, J. H. (2015). Brain somatic mutations in MTOR cause focal cortical



dysplasia type Il leading to intractable epilepsy. Nature Medicine, 21(4), 395-400.
https://doi.org/10.1038/nm.3824

Yamamoto, T., Shimojima, K., Sangu, N., Komoike, Y., Ishii, A., Abe, S., Yamashita, S.,
Imai, K., Kubota, T., Fukasawa, T., Okanishi, T., Enoki, H., Tanabe, T., Saito, A.,
Furukawa, T., Shimizu, T., Milligan, C. J., Petrou, S., Heron, S. E., ... Okumura, A.
(2015). Single nucleotide variations in CLCNG identified in patients with benign

partial epilepsies in infancy and/or febrile seizures. PloS One, 10(3), e0118946.
https://doi.org/10.1371/journal.pone.0118946

Smith-Packard, B., Myers, S. M., & Williams, M. S. (2015). Girls with Seizures Due to
the ¢.320A>G Variant in ALG13 Do Not Show Abnormal Glycosylation Pattern on
Standard Testing. JIMD Reports, 22, 95-98. https://doi.org/10.1007/8904 2015 416

Coughlin, C. R. 2nd, Scharer, G. H., Friederich, M. W., Yu, H.-C., Geiger, E. A,
Creadon-Swindell, G., Collins, A. E., Vanlander, A. V, Coster, R. Van, Powell, C. A.,
Swanson, M. A., Minczuk, M., Van Hove, J. L. K., & Shaikh, T. H. (2015). Mutations in
the mitochondrial cysteinyl-tRNA synthase gene, CARS2, lead to a severe epileptic
encephalopathy and complex movement disorder. Journal of Medical Genetics, 52(8),
532-540. https://doi.org/10.1136/jmedgenet-2015-103049

Reinthaler, E. M., Dejanovic, B., Lal, D., Semtner, M., Merkler, Y., Reinhold, A.,
Pittrich, D. A., Hotzy, C., Feucht, M., Steinbock, H., Gruber-Sedlmayr, U., Ronen, G. M.,
Neophytou, B., Geldner, J., Haberlandt, E., Muhle, H., Ikram, M. A., van Duijn, C. M.,
Uitterlinden, A. G., ... Zimprich, F. (2015). Rare variants in y-aminobutyric acid type A
receptor genes in rolandic epilepsy and related syndromes. Annals of Neurology, 77(6),
972-986. https://doi.org/10.1002/ana.24395

Blanchard, M. G., Willemsen, M. H., Walker, J. B., Dib-Hajj, S. D., Waxman, S. G.,
Jongmans, M. C. J., Kleefstra, T., van de Warrenburg, B. P., Praamstra, P., Nicolai, J.,
Yntema, H. G., Bindels, R. J. M., Meisler, M. H., & Kamsteeg, E.-J. (2015). De novo
gain-of-function and loss-of-function mutations of SCN8A in patients with intellectual
disabilities and epilepsy. Journal of Medical Genetics, 52(5), 330-337.
https://doi.org/10.1136/jmedgenet-2014-102813

Scerri, T., Riseley, J. R., Gillies, G., Pope, K., Burgess, R., Mandelstam, S. A., Dibbens,
L., Chow, C. W., Maixner, W., Harvey, A. S., Jackson, G. D., Amor, D. J., Delatycki, M.
B., Crino, P. B., Berkovic, S. F., Scheffer, I. E., Bahlo, M., Lockhart, P. J., & Leventer, R.
J. (2015). Familial cortical dysplasia type 11A caused by a germline mutation in DEPDCS.
Annals of Clinical and Translational Neurology, 2(5), 575-580.
https://doi.org/10.1002/acn3.191

Damiano, J. A., Afawi, Z., Bahlo, M., Mauermann, M., Misk, A., Arsov, T., Oliver, K. L.,
Dahl, H.-H. M., Shearer, A. E., Smith, R. J. H., Hall, N. E., Mahmood, K., Leventer, R.
J., Scheffer, I. E., Muona, M., Lehesjoki, A.-E., Korczyn, A. D., Herrmann, H., Berkovic,
S. F., & Hildebrand, M. S. (2015). Mutation of the nuclear lamin gene LMNB2 in
progressive myoclonus epilepsy with early ataxia. Human Molecular Genetics, 24(16),
4483-4490. https://doi.org/10.1093/hmg/ddv171



Serajee, F. J., & Hug, A. M. (2015). Homozygous Mutation in Synaptic Vesicle
Glycoprotein 2A Gene Results in Intractable Epilepsy, Involuntary Movements,
Microcephaly, and Developmental and Growth Retardation. Pediatric Neurology, 52(6),
642-6.el. https://doi.org/10.1016/j.pediatrneurol.2015.02.011

Tuncer, F. N., Gormez, Z., Calik, M., Altiokka Uzun, G., Sagiroglu, M. S., Yuceturk, B.,
Yuksel, B., Baykan, B., Bebek, N., Iscan, A., Ugur Iseri, S. A., & Ozbek, U. (2015). A
clinical variant in SCN1A inherited from a mosaic father cosegregates with a

novel variant to cause Dravet syndrome in a consanguineous family. Epilepsy Research,
113, 5-10. https://doi.org/10.1016/j.eplepsyres.2015.02.020

Olson, H. E., Tambunan, D., LaCoursiere, C., Goldenberg, M., Pinsky, R., Martin, E.,
Ho, E., Khwaja, O., Kaufmann, W. E., & Poduri, A. (2015). Mutations in epilepsy and
intellectual disability genes in patients with features of Rett syndrome. American Journal
of Medical Genetics. Part A, 167A(9), 2017-2025. https://doi.org/10.1002/ajmg.a.37132

Hino-Fukuyo, N., Kikuchi, A., Arai-lchinoi, N., Niihori, T., Sato, R., Suzuki, T., Kudo,
H., Sato, Y., Nakayama, T., Kakisaka, Y., Kubota, Y., Kobayashi, T., Funayama, R.,
Nakayama, K., Uematsu, M., Aoki, Y., Haginoya, K., & Kure, S. (2015). Genomic
analysis identifies candidate pathogenic variants in 9 of 18 patients with unexplained
West syndrome. Human Genetics, 134(6), 649-658. https://doi.org/10.1007/s00439-015-
1553-6

Couser, N. L., Masood, M. M., Strande, N. T., Foreman, A. K. M., Crooks, K., Weck, K.
E., Lu, M., Wilhelmsen, K. C., Roche, M., Evans, J. P., Berg, J. S., & Powell, C. M.
(2015). The phenotype of multiple congenital anomalies-hypotonia-seizures syndrome 1:
report and review. American Journal of Medical Genetics. Part A, 167A(9), 2176-2181.
https://doi.org/10.1002/ajmg.a.37129

Leventer, R. J., Scerri, T., Marsh, A. P. L., Pope, K., Gillies, G., Maixner, W.,
MacGregor, D., Harvey, A. S., Delatycki, M. B., Amor, D. J., Crino, P., Bahlo, M., &
Lockhart, P. J. (2015). Hemispheric cortical dysplasia secondary to a mosaic somatic
mutation in MTOR. Neurology, 84(20), 2029-2032.
https://doi.org/10.1212/WNL.0000000000001594

Patifio, L. C., Battu, R., Ortega-Recalde, O., Nallathambi, J., Anandula, V. R.,
Renukaradhya, U., & Laissue, P. (2014). Exome sequencing is an efficient tool for variant
late-infantile neuronal ceroid lipofuscinosis molecular diagnosis. PloS One, 9(10),
e109576. https://doi.org/10.1371/journal.pone.0109576

Sheffer, R., Bennett-Back, O., Yaacov, B., Edvardson, S., Gomori, M., Werner, M.,
Fahham, D., Anteby, 1., Frumkin, A., Meiner, V., & Elpeleg, O. (2015). Hindbrain
malformation and myoclonic seizures associated with a deleterious mutation in the
INPP4A gene. Neurogenetics, 16(1), 23-26. https://doi.org/10.1007/s10048-014-0428-7

Saitsu, H., Yamashita, S., Tanaka, Y., Tsurusaki, Y., Nakashima, M., Miyake, N., &
Matsumoto, N. (2014). Compound heterozygous BRAT1 mutations cause familial
Ohtahara syndrome with hypertonia and microcephaly. Journal of Human Genetics,
59(12), 687-690. https://doi.org/10.1038/jhg.2014.91



McMillan, H. J., Humphreys, P., Smith, A., Schwartzentruber, J., Chakraborty, P.,
Bulman, D. E., Beaulieu, C. L., Majewski, J., Boycott, K. M., & Geraghty, M. T. (2015).
Congenital Visual Impairment and Progressive Microcephaly Due to Lysyl-

Transfer Ribonucleic Acid (RNA) Synthetase (KARS) Mutations: The Expanding
Phenotype of Aminoacyl-Transfer RNA Synthetase Mutations in Human Disease.
Journal of Child Neurology, 30(8), 1037-1043.
https://doi.org/10.1177/0883073814553272

de Kovel, C. G. F., Meisler, M. H., Brilstra, E. H., van Berkestijn, F. M. C., van ’t Slot,
R., van Lieshout, S., Nijman, L. J., O’Brien, J. E., Hammer, M. F., Estacion, M., Waxman,
S. G,, Dib-Hajj, S. D., & Koeleman, B. P. C. (2014). Characterization of a de novo
SCNB8A mutation in a patient with epileptic encephalopathy. Epilepsy Research, 108(9),
1511-1518. https://doi.org/10.1016/j.eplepsyres.2014.08.020

Jin, H.-S., Lee, J.-B., Kim, K., Lee, K.-Y., Choi, V.-N., Kim, J.-S., Jeong, S.-Y., & Yim,
S.-Y. (2014). Identification of the rare compound heterozygous variants in the NEB gene
ina Korean family with intellectual disability, epilepsy and early-childhood-onset
generalized muscle weakness. Journal of Human Genetics, 59(12), 643-647.
https://doi.org/10.1038/jhg.2014.87

Torkamani, A., Bersell, K., Jorge, B. S., Bjork, R. L. J., Friedman, J. R., Bloss, C. S.,
Cohen, J., Gupta, S., Naidu, S., Vanoye, C. G., George, A. L. J., & Kearney, J. A. (2014).
De novo KCNB1 mutations in epileptic encephalopathy. Annals of Neurology, 76(4),
529-540. https://doi.org/10.1002/ana.24263

Ben-Salem, S., Gleeson, J. G., Al-Shamsi, A. M., Islam, B., Hertecant, J., Ali, B. R., &
Al-Gazali, L. (2015). Asparagine synthetase deficiency detected by whole exome
sequencing causes congenital microcephaly, epileptic encephalopathy and psychomotor
delay. Metabolic Brain Disease, 30(3), 687-694. https://doi.org/10.1007/s11011-014-
9618-0

Guipponi, M., Chentouf, A., Webling, K. E. B., Freimann, K., Crespel, A., Nobile, C.,
Lemke, J. R., Hansen, J., Dorn, T., Lesca, G., Ryvlin, P., Hirsch, E., Rudolf, G.,
Rosenberg, D. S., Weber, Y., Becker, F., Helbig, 1., Muhle, H., Salzmann, A., ...
Antonarakis, S. E. (2015). Galanin pathogenic mutations in temporal lobe epilepsy.
Human Molecular Genetics, 24(11), 3082-3091. https://doi.org/10.1093/hmg/ddv060

Isrie, M., Zamani Esteki, M., Peeters, H., Voet, T., Van Houdt, J., Van Paesschen, W., &
Van Esch, H. (2015). Homozygous missense mutation in STYXL1 associated with
moderate intellectual disability, epilepsy and behavioural complexities. European
Journal of Medical Genetics, 58(4), 205-210. https://doi.org/10.1016/j.ejmg.2015.02.006

D’Gama, A. M., Geng, Y., Couto, J. A., Martin, B., Boyle, E. A., LaCoursiere, C. M.,
Hossain, A., Hatem, N. E., Barry, B. J., Kwiatkowski, D. J., Vinters, H. V, Barkovich, A.
J., Shendure, J., Mathern, G. W., Walsh, C. A., & Poduri, A. (2015). Mammalian target of
rapamycin pathway mutations cause hemimegalencephaly and focal cortical dysplasia.
Annals of Neurology, 77(4), 720-725. https://doi.org/10.1002/ana.24357

Kodera, H., Osaka, H., lai, M., Aida, N., Yamashita, A., Tsurusaki, Y., Nakashima, M.,
Miyake, N., Saitsu, H., & Matsumoto, N. (2015). Mutations in the glutaminyl-tRNA



synthetase gene cause early-onset epileptic encephalopathy. Journal of Human Genetics,
60(2), 97-101. https://doi.org/10.1038/jhg.2014.103

Sha, Z., Sha, L., Li, W., Dou, W., Shen, Y., Wu, L., & Xu, Q. (2015). Exome sequencing
identifies SUCO mutations in mesial temporal lobe epilepsy. Neuroscience Letters, 591,
149-154. https://doi.org/10.1016/j.neulet.2015.02.009

Pena, S. D. J., & Coimbra, R. L. M. (2015). Ataxia and myoclonic epilepsy due to a
heterozygous new mutation in KCNAZ2: proposal for a new channelopathy. Clinical
Genetics, 87(2), e1-3. https://doi.org/10.1111/cge.12542

Hallmann, K., Zsurka, G., Moskau-Hartmann, S., Kirschner, J., Korinthenberg, R.,
Ruppert, A.-K., Ozdemir, O., Weber, Y., Becker, F., Lerche, H., Elger, C. E., Thiele, H.,
Nirnberg, P., Sander, T., & Kunz, W. S. (2014). A homozygous splice-site mutation in
CARS?2 is associated with progressive myoclonic epilepsy. Neurology, 83(23), 2183—
2187. https://doi.org/10.1212/WNL.0000000000001055

Vanlander, A. V, Menten, B., Smet, J., De Meirleir, L., Sante, T., De Paepe, B., Seneca,
S., Pearce, S. F., Powell, C. A., Vergult, S., Michotte, A., De Latter, E., Vantomme, L.,
Minczuk, M., & Van Coster, R. (2015). Two siblings with homozygous pathogenic
splice-site variant in mitochondrial asparaginyl-tRNA synthetase (NARS2). Human
Mutation, 36(2), 222—-231. https://doi.org/10.1002/humu.22728

Karkheiran, S., Krebs, C. E., Makarov, V., Nilipour, Y., Hubert, B., Darvish, H., Frucht,
S., Shahidi, G. A., Buxbaum, J. D., & Paisan-Ruiz, C. (2013). Identification of COL6A2
mutations in progressive myoclonus epilepsy syndrome. Human Genetics, 132(3), 275—
283. https://doi.org/10.1007/s00439-012-1248-1

Igbal, Z., Shahzad, M., Vissers, L. E. L. M., van Scherpenzeel, M., Gilissen, C., Razzaq,
A., Zahoor, M. Y., Khan, S. N., Kleefstra, T., Veltman, J. A., de Brouwer, A. P. M.,
Lefeber, D. J., van Bokhoven, H., & Riazuddin, S. (2013). A compound heterozygous
mutation in DPAGTL results in a congenital disorder of glycosylation with a relatively
mild phenotype. European Journal of Human Genetics : EJHG, 21(8), 844-849.
https://doi.org/10.1038/ejhg.2012.257

Janer, A., Antonicka, H., Lalonde, E., Nishimura, T., Sasarman, F., Brown, G. K., Brown,
R. M., Majewski, J., & Shoubridge, E. A. (2012). An RMND1 Mutation causes
encephalopathy associated with multiple oxidative phosphorylation complex deficiencies
and a mitochondrial translation defect. American Journal of Human Genetics, 91(4), 737—
743. https://doi.org/10.1016/j.ajhg.2012.08.020

Barcia, G., Fleming, M. R., Deligniere, A., Gazula, V.-R., Brown, M. R., Langouet, M.,
Chen, H., Kronengold, J., Abhyankar, A., Cilio, R., Nitschke, P., Kaminska, A.,
Boddaert, N., Casanova, J.-L., Desguerre, 1., Munnich, A., Dulac, O., Kaczmarek, L. K.,
Colleaux, L., & Nabbout, R. (2012). De novo gain-of-function KCNT1 channel mutations
cause malignant migrating partial seizures of infancy. Nature Genetics, 44(11), 1255—
1259. https://doi.org/10.1038/ng.2441



Andrade, D. M., Paton, T., Turnbull, J., Marshall, C. R., Scherer, S. W., & Minassian, B.
A. (2012). Mutation of the CLNG6 gene in teenage-onset progressive myoclonus epilepsy.
Pediatric Neurology, 47(3), 205-208. https://doi.org/10.1016/j.pediatrneurol.2012.05.004

Kodera, H., Nakamura, K., Osaka, H., Maegaki, Y., Haginoya, K., Mizumoto, S., Kato,
M., Okamoto, N., lai, M., Kondo, Y., Nishiyama, K., Tsurusaki, Y., Nakashima, M.,
Miyake, N., Hayasaka, K., Sugahara, K., Yuasa, I., Wada, Y., Matsumoto, N., & Saitsu,
H. (2013). De novo mutations in SLC35A2 encoding a UDP-galactose transporter cause
early-onset epileptic encephalopathy. Human Mutation, 34(12), 1708-1714.
https://doi.org/10.1002/humu.22446

Belhedi, N., Bena, F., Mrabet, A., Guipponi, M., Souissi, C. B., Mrabet, H. K., Elgaaied,
A. B., Malafosse, A., & Salzmann, A. (2013). A new locus on chromosome 22q13.31
linked to recessive genetic epilepsy with febrile seizures plus (GEFS+) in a Tunisian
consanguineous family. BMC Genetics, 14, 93. https://doi.org/10.1186/1471-2156-14-93

Vanderver, A., Simons, C., Schmidt, J. L., Pearl, P. L., Bloom, M., Lavenstein, B., Miller,
D., Grimmond, S. M., & Taft, R. J. (2014). Identification of a novel de novo p.Phe932lle
KCNT1 mutation in a patient with leukoencephalopathy and severe epilepsy. Pediatric
Neurology, 50(1), 112-114. https://doi.org/10.1016/j.pediatrneurol.2013.06.024

Delmiro, A., Rivera, H., Garcia-Silva, M. T., Garcia-Consuegra, |., Martin-Hernandez, E.,
Quijada-Fraile, P., de Las Heras, R. S., Moreno-lzquierdo, A., Martin, M. A., Arenas, J.,
& Martinez-Azorin, F. (2013). Whole-exome sequencing identifies a variant of the
mitochondrial MT-ND1 gene associated with epileptic encephalopathy: west syndrome
evolving to Lennox-Gastaut syndrome. Human Mutation, 34(12), 1623-1627.
https://doi.org/10.1002/humu.22445

Paciorkowski, A. R., Weisenberg, J., Kelley, J. B., Spencer, A., Tuttle, E., Ghoneim, D.,
Thio, L. L., Christian, S. L., Dobyns, W. B., & Paschal, B. M. (2014). Autosomal
recessive mutations in nuclear transport factor KPNA7 are associated with infantile
spasms and cerebellar malformation. European Journal of Human Genetics : EJHG,
22(5), 587-593. https://doi.org/10.1038/ejhg.2013.196

Conti, V., Carabalona, A., Pallesi-Pocachard, E., Parrini, E., Leventer, R. J., Buhler, E.,
McGillivray, G., Michel, F. J., Striano, P., Mei, D., Watrin, F., Lise, S., Pagnamenta, A.
T., Taylor, J. C., Kini, U., Clayton-Smith, J., Novara, F., Zuffardi, O., Dobyns, W. B., ...
Guerrini, R. (2013). Periventricular heterotopia in 6¢ terminal deletion syndrome: role of
the C6orf70 gene. Brain : A Journal of Neurology, 136(Pt 11), 3378-3394.
https://doi.org/10.1093/brain/awt249

Edvardson, S., Ashikov, A., Jalas, C., Sturiale, L., Shaag, A., Fedick, A., Treff, N. R.,
Garozzo, D., Gerardy-Schahn, R., & Elpeleg, O. (2013). Mutations in SLC35A3 cause
autism spectrum disorder, epilepsy and arthrogryposis. Journal of Medical Genetics,
50(11), 733-739. https://doi.org/10.1136/jmedgenet-2013-101753

Lal, D., Reinthaler, E. M., Altmller, J., Toliat, M. R., Thiele, H., Nirnberg, P., Lerche,
H., Hahn, A., Mgller, R. S., Muhle, H., Sander, T., Zimprich, F., & Neubauer, B. A.
(2013). RBFOX1 and RBFOX3 mutations in rolandic epilepsy. PloS One, 8(9), e73323.
https://doi.org/10.1371/journal.pone.0073323



Alazami, A. M., Hijazi, H., Kentab, A. Y., & Alkuraya, F. S. (2014). NECAP1 loss of
function leads to a severe infantile epileptic encephalopathy. Journal of Medical
Genetics, 51(4), 224-228. https://doi.org/10.1136/jmedgenet-2013-102030

Nakamura, K., Osaka, H., Murakami, Y., Anzai, R., Nishiyama, K., Kodera, H.,
Nakashima, M., Tsurusaki, Y., Miyake, N., Kinoshita, T., Matsumoto, N., & Saitsu, H.
(2014). PIGO mutations in intractable epilepsy and severe developmental delay with
mild elevation of alkaline phosphatase levels. Epilepsia, 55(2), e13-7.
https://doi.org/10.1111/epi.12508

Vaher, U., Ndukas, M., Nikopensius, T., Kals, M., Annilo, T., Nelis, M., Ounap, K.,
Reimand, T., Talvik, 1., llves, P., Piirsoo, A., Seppet, E., Metspalu, A., & Talvik, T.
(2014). De novo SCN8A mutation identified by whole-exome sequencing in a boy with
neonatal epileptic encephalopathy, multiple congenital anomalies, and movement
disorders. Journal of Child Neurology, 29(12), NP202-6.
https://doi.org/10.1177/0883073813511300

Pippucci, T., Parmeggiani, A., Palombo, F., Maresca, A., Angius, A., Crisponi, L., Cucca,
F., Liguori, R., Valentino, M. L., Seri, M., & Carelli, V. (2013). A novel null
homozygous mutation confirms CACNA2D2 as a gene mutated in

epileptic encephalopathy. PloS One, 8(12), e82154.
https://doi.org/10.1371/journal.pone.0082154

Campeau, P. M., Kasperaviciute, D., Lu, J. T., Burrage, L. C., Kim, C., Hori, M., Powell,
B. R., Stewart, F., Félix, T. M., van den Ende, J., Wisniewska, M., Kayserili, H., Rump,
P., Nampoothiri, S., Aftimos, S., Mey, A., Nair, L. D. V, Begleiter, M. L., De Bie, 1, ...
Sisodiya, S. M. (2014). The genetic basis of DOORS syndrome: an exome-sequencing
study. The Lancet. Neurology, 13(1), 44-58. https://doi.org/10.1016/S1474-
4422(13)70265-5

van der Crabben, S. N., Harakalova, M., Brilstra, E. H., van Berkestijn, F. M. C.,
Hofstede, F. C., van Vught, A. J., Cuppen, E., Kloosterman, W., Ploos van Amstel, H. K.,
van Haaften, G., & van Haelst, M. M. (2014). Expanding the spectrum of phenotypes
associated with germline PIGA mutations: a child with developmental delay, accelerated
linear growth, facial dysmorphisms, elevated alkaline phosphatase, and progressive CNS
abnormalities. American Journal of Medical Genetics. Part A, 164A(1), 29-35.
https://doi.org/10.1002/ajmg.a.36184

Suls, A., Jaehn, J. A., Kecskés, A., Weber, Y., Weckhuysen, S., Craiu, D. C., Siekierska,
A., Djémié, T., Afrikanova, T., Gormley, P., von Spiczak, S., Kluger, G., lliescu, C. M.,
Talvik, T., Talvik, I., Meral, C., Caglayan, H. S., Giraldez, B. G., Serratosa, J., ... Helbig,
I. (2013). De novo loss-of-function mutations in CHD2 cause a fever-sensitive
myoclonic epileptic encephalopathy sharing features with Dravet syndrome. American
Journal of Human Genetics, 93(5), 967-975. https://doi.org/10.1016/j.ajhg.2013.09.017

Dyment, D. A,, Sell, E., Vanstone, M. R., Smith, A. C., Garandeau, D., Garcia, V.,
Carpentier, S., Le Trionnaire, E., Sabourdy, F., Beaulieu, C. L., Schwartzentruber, J. A.,
McMillan, H. J., Majewski, J., Bulman, D. E., Levade, T., & Boycott, K. M. (2014).
Evidence for clinical, genetic and biochemical variability in spinal muscular atrophy with



progressive myoclonic epilepsy. Clinical Genetics, 86(6), 558-563.
https://doi.org/10.1111/cge.12307

Ishida, S., Picard, F., Rudolf, G., Noé, E., Achaz, G., Thomas, P., Genton, P.,
Mundwiller, E., Wolff, M., Marescaux, C., Miles, R., Baulac, M., Hirsch, E., Leguern, E.,
& Baulac, S. (2013). Mutations of DEPDCS5 cause autosomal dominant focal epilepsies.
Nature Genetics, 45(5), 552-555. https://doi.org/10.1038/ng.2601

Dibbens, L. M., de Vries, B., Donatello, S., Heron, S. E., Hodgson, B. L., Chintawar, S.,
Crompton, D. E., Hughes, J. N., Bellows, S. T., Klein, K. M., Callenbach, P. M. C.,
Corbett, M. A., Gardner, A. E., Kivity, S., lona, X., Regan, B. M., Weller, C. M.,
Crimmins, D., O’Brien, T. J., ... Scheffer, I. E. (2013). Mutations in DEPDCS5 cause
familial focal epilepsy with variable foci. Nature Genetics, 45(5), 546-551.
https://doi.org/10.1038/ng.2599

Jang, M.-A., Woo, H. I., Kim, J.-W., Lee, J., & Ki, C.-S. (2013). Identification of DCX
gene mutation in lissencephaly spectrum with subcortical band heterotopia using whole
exome sequencing. Pediatric Neurology, 48(5), 411-414.
https://doi.org/10.1016/j.pediatrneurol.2012.12.033

Milh, M., Falace, A., Villeneuve, N., Vanni, N., Cacciagli, P., Assereto, S., Nabbout, R.,
Benfenati, F., Zara, F., Chabrol, B., Villard, L., & Fassio, A. (2013). Novel compound
heterozygous mutations in TBC1D24 cause familial malignant migrating partial seizures
of infancy. Human Mutation, 34(6), 869-872. https://doi.org/10.1002/humu.22318

Guven, A., & Tolun, A. (2013). TBC1D24 truncating mutation resulting in severe
neurodegeneration. Journal of Medical Genetics, 50(3), 199-202.
https://doi.org/10.1136/jmedgenet-2012-101313

Stogmann, E., Reinthaler, E., Eltawil, S., El Etribi, M. A., Hemeda, M., EI Nahhas, N.,
Gaber, A. M., Fouad, A., Edris, S., Benet-Pages, A., Eck, S. H., Pataraia, E., Mei, D.,
Brice, A., Lesage, S., Guerrini, R., Zimprich, F., Strom, T. M., & Zimprich, A. (2013).
Autosomal recessive cortical myoclonic tremor and epilepsy: association with a mutation
in the potassium channel associated gene CNTN2. Brain : A Journal of Neurology, 136(Pt
4), 1155-1160. https://doi.org/10.1093/brain/awt068

Smith, K. R., Dahl, H.-H. M., Canafoglia, L., Andermann, E., Damiano, J., Morbin, M.,
Bruni, A. C., Giaccone, G., Cossette, P., Saftig, P., Grotzinger, J., Schwake, M.,
Andermann, F., Staropoli, J. F., Sims, K. B., Mole, S. E., Franceschetti, S., Alexander, N.
A., Cooper, J. D, ... Bahlo, M. (2013). Cathepsin F mutations cause Type B Kufs
disease, an adult-onset neuronal ceroid lipofuscinosis. Human Molecular Genetics, 22(7),
1417-1423. https://doi.org/10.1093/hmg/dds558

Edvardson, S., Baumann, A.-M., Muhlenhoff, M., Stephan, O., Kuss, A. W., Shaag, A.,
He, L., Zenvirt, S., Tanzi, R., Gerardy-Schahn, R., & Elpeleg, O. (2013). West syndrome
caused by ST3Gal-I11 deficiency. Epilepsia, 54(2), e24-7.
https://doi.org/10.1111/epi.12050

Nakamura, K., Kato, M., Osaka, H., Yamashita, S., Nakagawa, E., Haginoya, K.,
Tohyama, J., Okuda, M., Wada, T., Shimakawa, S., Imai, K., Takeshita, S., Ishiwata, H.,



Lev, D., Lerman-Sagie, T., Cervantes-Barragan, D. E., Villarroel, C. E., Ohfu, M., Writzl,
K., ... Saitsu, H. (2013). Clinical spectrum of SCN2A mutations expanding to Ohtahara
syndrome. Neurology, 81(11), 992-998.
https://doi.org/10.1212/WNL.0b013e3182a43e57

Hitomi, Y., Heinzen, E. L., Donatello, S., Dahl, H.-H., Damiano, J. A., McMahon, J. M.,
Berkovic, S. F., Scheffer, I. E., Legros, B., Rai, M., Weckhuysen, S., Suls, A., De Jonghe,
P., Pandolfo, M., Goldstein, D. B., Van Bogaert, P., & Depondt, C. (2013). Mutations in
TNK2 in severe autosomal recessive infantile onset epilepsy. Annals of Neurology, 74(3),
496-501. https://doi.org/10.1002/ana.23934

Veeramah, K. R., Johnstone, L., Karafet, T. M., Wolf, D., Sprissler, R., Salogiannis, J.,
Barth-Maron, A., Greenberg, M. E., Stuhlmann, T., Weinert, S., Jentsch, T. J., Pazzi, M.,
Restifo, L. L., Talwar, D., Erickson, R. P., & Hammer, M. F. (2013). Exome sequencing
reveals new causal mutations in children with epileptic encephalopathies. Epilepsia,
54(7), 1270-1281. https://doi.org/10.1111/epi.12201

Nakamura, K., Kodera, H., Akita, T., Shiina, M., Kato, M., Hoshino, H., Terashima, H.,
Osaka, H., Nakamura, S., Tohyama, J., Kumada, T., Furukawa, T., Iwata, S., Shiihara, T.,
Kubota, M., Miyatake, S., Koshimizu, E., Nishiyama, K., Nakashima, M., ... Saitsu, H.
(2013). De Novo mutations in GNAOI, encoding a Gao subunit of heterotrimeric G
proteins, cause epileptic encephalopathy. American Journal of Human Genetics, 93(3),
496-505. https://doi.org/10.1016/j.ajhg.2013.07.014

Basel-Vanagaite, L., Hershkovitz, T., Heyman, E., Raspall-Chaure, M., Kakar, N.,
Smirin-Yosef, P., Vila-Pueyo, M., Kornreich, L., Thiele, H., Bode, H., Lagovsky, I.,
Dahary, D., Haviv, A., Hubshman, M. W., Pasmanik-Chor, M., Niirnberg, P., Gothelf, D.,
Kubisch, C., Shohat, M., ... Borck, G. (2013). Biallelic SZT2 mutations cause infantile
encephalopathy with epilepsy and dysmorphic corpus callosum. American Journal of
Human Genetics, 93(3), 524-529. https://doi.org/10.1016/j.ajhg.2013.07.005

Sundaram, S. K., Chugani, H. T., Tiwari, V. N., & Hug, A. H. M. M. (2013). SCN2A
mutation is associated with infantile spasms and bitemporal glucose hypometabolism.
Pediatric Neurology, 49(1), 46-49. https://doi.org/10.1016/j.pediatrneurol.2013.03.002

Banne, E., Atawneh, O., Henneke, M., Brockmann, K., Gértner, J., Elpeleg, O., &
Edvardson, S. (2013). West syndrome, microcephaly, grey matter heterotopia and
hypoplasia of corpus callosum due to a novel ARFGEF2 mutation. Journal of Medical
Genetics, 50(11), 772—775. https://doi.org/10.1136/jmedgenet-2013-101752

Kato, M., Yamagata, T., Kubota, M., Arai, H., Yamashita, S., Nakagawa, T., Fujii, T.,
Sugai, K., Imai, K., Uster, T., Chitayat, D., Weiss, S., Kashii, H., Kusano, R., Matsumoto,
A., Nakamura, K., Oyazato, Y., Maeno, M., Nishiyama, K., ... Saitsu, H. (2013). Clinical
spectrum of early onset epileptic encephalopathies caused by KCNQ2 mutation.
Epilepsia, 54(7), 1282-1287. https://doi.org/10.1111/epi.12200

Osman, C., Foulds, N., Hunt, D., Jade Edwards, C., & Prevett, M. (2020). Diagnosis of
pyridoxine-dependent epilepsy in an adult presenting with recurrent status epilepticus.
Epilepsia, 61(1), el—e6. https://doi.org/10.1111/epi.16408



Kang, K. W., Kim, W., Cho, Y. W,, Lee, S. K., Jung, K.-Y., Shin, W., Kim, D. W., Kim,
W.-J., Lee, H. W., Kim, W., Kim, K., Lee, S.-H., Choi, S.-Y., & Kim, M.-K. (2019).
Genetic characteristics of non-familial epilepsy. PeerJ, 7, e8278.
https://doi.org/10.7717/peerj.8278

Perenthaler, E., Nikoncuk, A., Yousefi, S., Berdowski, W. M., Alsagob, M., Capo, I., van
der Linde, H. C., van den Berg, P., Jacobs, E. H., Putar, D., Ghazvini, M., Aronica, E.,
van lJcken, W. F. J., de Valk, W. G., Medici-van den Herik, E., van Slegtenhorst, M.,
Brick, L., Kozenko, M., Kohler, J. N., ... Barakat, T. S. (2020). Loss of UGP2 in brain
leads to a severe epileptic encephalopathy, emphasizing that bi-allelic isoform-specific
start-loss mutations of essential genes can cause genetic diseases. Acta Neuropathologica,
139(3), 415-442. https://doi.org/10.1007/s00401-019-02109-6

Choi, M.-H., Yang, J. O., Min, J.-S., Lee, J.-J., Jun, S.-Y., Lee, Y.-J., Yoon, J.-Y., Jeon,
S.-J., Byeon, I, Kang, J.-W., & Kim, N.-S. (2020). A Novel X-Linked Variant of
IQSEC?2 is Associated with Lennox-Gastaut Syndrome and Mild Intellectual Disability
in Three Generations of a Korean Family. Genetic Testing and Molecular Biomarkers,
24(1), 54-58. https://doi.org/10.1089/gtmb.2019.0177

Yang, C., Zhang, Y., Song, Z., Yi, Z., & Li, F. (2019). Novel compound heterozygous
mutations in the WWOX gene cause early infantile epileptic encephalopathy.
International Journal of Developmental Neuroscience : The Official Journal of

the International Society for Developmental Neuroscience, 79, 45-48.
https://doi.org/10.1016/j.ijdevneu.2019.10.003

Kim, H.-G., Rosenfeld, J. A., Scott, D. A., Bénédicte, G., Labonne, J. D., Brown, J.,
McGuire, M., Mahida, S., Naidu, S., Gutierrez, J., Lesca, G., des Portes, V., Bruel, A.-L.,
Sorlin, A., Xia, F., Capri, Y., Muller, E., McKnight, D., Torti, E., ... Kim, C.-H. (2019).
Disruption of PHF21A causes syndromic intellectual disability with

craniofacial anomalies, epilepsy, hypotonia, and neurobehavioral problems including
autism. Molecular Autism, 10, 35. https://doi.org/10.1186/s13229-019-0286-0

Lin, K.-M., Su, G., Wang, F., Zhang, X., Wang, Y., Ren, J., Wang, X., Yao, Y., & Zhou,
Y. (2019). A de novo SCNB8A heterozygous mutation in a child with epileptic
encephalopathy: a case report. BMC Pediatrics, 19(1), 400.
https://doi.org/10.1186/s12887-019-1796-9

Den, K., Kudo, Y., Kato, M., Watanabe, K., Doi, H., Tanaka, F., Oguni, H., Miyatake, S.,
Mizuguchi, T., Takata, A., Miyake, N., Mitsuhashi, S., & Matsumoto, N. (2019).
Recurrent NUS1 canonical splice donor site mutation in two unrelated individuals with
epilepsy, myoclonus, ataxia and scoliosis - a case report. BMC Neurology, 19(1), 253.
https://doi.org/10.1186/s12883-019-1489-x

Costain, G., Cordeiro, D., Matviychuk, D., & Mercimek-Andrews, S. (2019). Clinical
Application of Targeted Next-Generation Sequencing Panels and Whole

Exome Sequencing in Childhood Epilepsy. Neuroscience, 418, 291-310.
https://doi.org/10.1016/j.neuroscience.2019.08.016

Meloche, J., Brunet, V., Gagnon, P.-A., Lavoie, M.-E., Bouchard, J.-B., Nadaf, J.,
Majewski, J., Morin, C., & Laprise, C. (2020). Exome sequencing study of partial



agenesis of the corpus callosum in men with developmental delay, epilepsy, and
microcephaly. Molecular Genetics & Genomic Medicine, 8(1), €992.
https://doi.org/10.1002/mgg3.992

Hiraide, T., Hattori, A., leda, D., Hori, 1., Saitoh, S., Nakashima, M., & Saitsu, H. (2019).
De novo variants in SETD1B cause intellectual disability, autism spectrum disorder, and
epilepsy with myoclonic absences. Epilepsia Open, 4(3), 476-481.
https://doi.org/10.1002/epi4.12339

Mastrangelo, M., Alfonsi, C., Screpanti, I., Masuelli, L., Tavazzi, B., Mei, D., Giannotti,
F., Guerrini, R., & Leuzzi, V. (2019). Broadening phenotype of adenylosuccinate lyase
deficiency: A novel clinical pattern resembling neuronal ceroid lipofuscinosis. In
Molecular genetics and metabolism reports (\Vol. 21, p. 100502).
https://doi.org/10.1016/j.ymgmr.2019.100502

Li, J., Gao, K,, Cai, S., Liu, Y., Wang, Y., Huang, S., Zha, J., Hu, W., Yu, S., Yang, Z.,
Xie, H., Yan, H., Wang, J., Wu, Y., & Jiang, Y. (2019). Germline de novo variants in
CSNK2B in Chinese patients with epilepsy. Scientific Reports, 9(1), 17909.
https://doi.org/10.1038/s41598-019-53484-9

Pavone, P., Corsello, G., Cho, S. Y., Pappalardo, X. G., Ruggieri, M., Marino, S. D., Jin,
D. K., Marino, S., & Falsaperla, R. (2019). PRRT2 gene variant in a child with
dysmorphic features, congenital microcephaly, and severe epileptic seizures: genotype-
phenotype correlation? Italian Journal of Pediatrics, 45(1), 159.
https://doi.org/10.1186/s13052-019-0755-2

Parente, D. J., Morris, S. M., McKinstry, R. C., Brandt, T., Gabau, E., Ruiz, A., &
Shinawi, M. (2020). Sorting nexin 27 (SNX27) variants associated with seizures,
developmental delay, behavioral disturbance, and subcortical brain abnormalities.
Clinical Genetics, 97(3), 437-446. https://doi.org/10.1111/cge.13675

Fernandez-Marmiesse, A., Roca, |., Diaz-Flores, F., Cantarin, V., Pérez-Poyato, M. S.,
Fontalba, A., Laranjeira, F., Quintans, S., Moldovan, O., Felgueroso, B., Rodriguez-
Pedreira, M., Simon, R., Camacho, A., Quijada, P., Ibanez-Mico, S., Domingno, M. R.,
Benito, C., Calvo, R., Pérez-Cejas, A., ... Martinez-Atienza, M. (2019). Rare Variants in
48 Genes Account for 42% of Cases of Epilepsy With or Without Neurodevelopmental
Delay in 246 Pediatric Patients. Frontiers in Neuroscience, 13, 1135.
https://doi.org/10.3389/fnins.2019.01135

Cash, S. J., Mcgue, B. P., Reynolds, T. S., & Crist, E. R. (2020). PIGA related disorder as
a range of phenotypes rather than two distinct subtypes. In Brain & development (Vol. 42,
Issue 2, pp. 205-210). https://doi.org/10.1016/j.braindev.2019.10.002

Chan, C.-K., Low, J. S.-Y., Lim, K.-S., Low, S.-K., Tan, C.-T., & Ng, C.-C. (2020).
Whole exome sequencing identifies a novel SCN1A mutation in genetic

(idiopathic) generalized epilepsy and juvenile myoclonic epilepsy subtypes. Neurological
Sciences : Official Journal of the Italian Neurological Society and of the Italian Society
of Clinical Neurophysiology, 41(3), 591-598. https://doi.org/10.1007/s10072-019-04122-
9



Chen, J., Zhang, J., Liu, A., Zhang, L., Li, H., Zeng, Q., Yang, Z., Yang, X., Wu, X., &
Zhang, Y. (2020). CHD2-related epilepsy: novel mutations and new phenotypes.
Developmental Medicine and Child Neurology, 62(5), 647—653.
https://doi.org/10.1111/dmcn.14367

Yap, S. M., & Smyth, S. (2019). Ryanodine receptor 2 (RYR2) mutation: A potentially
novel neurocardiac calcium channelopathy manifesting as primary generalised epilepsy.
Seizure, 67, 11-14. https://doi.org/10.1016/j.seizure.2019.02.017

Weisz-Hubshman, M., Meirson, H., Michaelson-Cohen, R., Beeri, R., Tzur, S., Bormans,
C., Modai, S., Shomron, N., Shilon, Y., Banne, E., Orenstein, N., Konen, O., Marek-
Yagel, D., Veber, A., Shalva, N., Imagawa, E., Matsumoto, N., Lev, D., Lerman Sagie,
T., ... Heimer, G. (2019). Novel WWOX deleterious variants cause early infantile
epileptic encephalopathy, severe developmental delay and dysmorphism among
Yemenite Jews. European Journal of Paediatric Neurology : EJPN : Official Journal of
the European Paediatric Neurology Society, 23(3), 418-426.
https://doi.org/10.1016/j.ejpn.2019.02.003

Zhong, M., Liao, S., Li, T., Wu, P., Wang, Y., Wu, F., Li, X., Hong, S., Yan, L., & Jiang,
L. (2019). Early diagnosis improving the outcome of an infant with epileptic
encephalopathy with cytoplasmic FMRP interacting protein 2 mutation: Case report and
literature review. Medicine, 98(44), e17749.
https://doi.org/10.1097/MD.0000000000017749

Tsang, M. H.-Y., Leung, G. K.-C., Ho, A. C.-C,, Yeung, K.-S., Mak, C. C.-Y., Pei, S. L.-
C.,, Yu, M. H.-C,, Kan, A. S.-Y., Chan, K. Y.-K., Kwong, K. L., Lee, S.-L., Yung, A. W.-
Y., Fung, C.-W., & Chung, B. H.-Y. (2019). Exome sequencing identifies molecular
diagnosis in children with drug-resistant epilepsy. Epilepsia Open, 4(1), 63-72.
https://doi.org/10.1002/epi4.12282

Liu, Z., Ye, X., Qiao, P., Luo, W., Wu, Y., He, Y., & Gao, P. (2019). G327E mutation in
SCNO9A gene causes idiopathic focal epilepsy with Rolandic spikes: a case report of twin
sisters. Neurological Sciences : Official Journal of the Italian Neurological Society and
of the Italian Society of Clinical Neurophysiology, 40(7), 1457-1460.
https://doi.org/10.1007/s10072-019-03752-3

Domingues, F. S., Konig, E., Schwienbacher, C., Volpato, C. B., Picard, A., Cantaloni,
C., Mascalzoni, D., Lackner, P., Heimbach, A., Hoffmann, P., Stanzial, F., Hicks, A. A,
Parmeggiani, L., Benedicenti, F., Pellegrin, S., Casara, G., & Pramstaller, P. P. (2019).
Compound heterozygous SZT2 mutations in two siblings with early-onset

epilepsy, intellectual disability and macrocephaly. Seizure, 66, 81-85.
https://doi.org/10.1016/j.seizure.2018.12.021

Mei, L., Huang, Y., Chen, J., He, X, Lin, S., Liao, L., Wang, X., Huang, X., Sha, Y., Ji,
Z., & Li, P. (2019). Exome sequencing identifies compound heterozygous KCTD7
mutations in a girl with progressivemyoclonus epilepsy. Clinica Chimica Acta;
International Journal of Clinical Chemistry, 493, 87-91.
https://doi.org/10.1016/j.cca.2019.02.028



Aberastury, M., Fernandez, R., Cérdoba, M., Comas, B., Peralta, M., Agosta, G.,

Kauffman, M., & Silva, W. (2019). DEPDC5 mutation and familial focal epilepsy with
variable foci: genotype and phenotype of a family. Epileptic Disorders : International
Epilepsy Journal with Videotape, 21(1), 42-47. https://doi.org/10.1684/epd.2019.1025

Balciuniene, J., DeChene, E. T., Akgumus, G., Romasko, E. J., Cao, K., Dubbs, H. A.,
Mulchandani, S., Spinner, N. B., Conlin, L. K., Marsh, E. D., Goldberg, E., Helbig, 1.,
Sarmady, M., & Abou Tayoun, A. (2019). Use of a Dynamic Genetic Testing Approach
for Childhood-Onset Epilepsy. JAMA Network Open, 2(4), €192129.
https://doi.org/10.1001/jamanetworkopen.2019.2129

Wang, J., Wen, Y., Zhang, Q., Yu, S., Chen, Y., Wu, X,, Zhang, Y., & Bao, X. (2019).
Gene mutational analysis in a cohort of Chinese children with unexplained

epilepsy: ldentification of a new KCND3 phenotype and novel genes causing Dravet
syndrome. Seizure, 66, 26-30. https://doi.org/10.1016/j.seizure.2019.01.025

Kim, S. H., Kim, B., Lee, J. S., Kim, H. D., Choi, J. R., Lee, S.-T., & Kang, H.-C. (2019).
Proband-Only Clinical Exome Sequencing for Neurodevelopmental Disabilities.
Pediatric Neurology, 99, 47-54. https://doi.org/10.1016/j.pediatrneurol.2019.02.017

Rahikkala, E., Myllykoski, M., Hinttala, R., Vieira, P., Nayebzadeh, N., Weiss, S.,
Plomp, A. S., Bittner, R. E., Kurki, M. I., Kuismin, O., Lewis, A. M., Vdisanen, M.-L.,
Kokkonen, H., Westermann, J., Bernert, G., Tuominen, H., Palotie, A., Aaltonen, L.,
Yang, Y., ... Uusimaa, J. (2019). Biallelic loss-of-function PAHTM gene variants cause
hypotonia, hypoventilation, intellectual disability, dysautonomia, epilepsy, and eye
abnormalities (HIDEA syndrome). Genetics in Medicine : Official Journal of the
American College of Medical Genetics, 21(10), 2355-2363.
https://doi.org/10.1038/s41436-019-0503-4

Berkovic, S. F., Goldstein, D. B., Heinzen, E. L., Laughlin, B. L., Lowenstein, D. H.,
Lubbers, L., Stewart, R., Whittemore, V., Angione, K., Bazil, C. W., Bier, L., Bluvstein,
J., Brimble, E., Campbell, C., Cavalleri, G., Chambers, C., Choi, H., Cilio, M. R.,
Ciliberto, M., ... Stong, N. (2019). The Epilepsy Genetics Initiative: Systematic
reanalysis of diagnostic exomes increases yield. Epilepsia, 60(5), 797-806.
https://doi.org/10.1111/epi.14698

Kamate, M., Detroja, M., & Hattiholi, V. (2019). Neuronal ceroid lipofuscinosis type-11
in an adolescent. Brain & Development, 41(6), 542-545.
https://doi.org/10.1016/j.braindev.2019.03.004

Borlot, F., Whitney, R., Cohn, R. D., & Weiss, S. K. (2019). MEF2C-related epilepsy:
Delineating the phenotypic spectrum from a novel mutation and literature review.
Seizure, 67, 86-90. https://doi.org/10.1016/j.seizure.2019.03.015

Pippucci, T., Licchetta, L., Baldassari, S., Marconi, C., De Luise, M., Myers, C., Nardi,
E., Provini, F., Cameli, C., Minardi, R., Bacchelli, E., Giordano, L., Crichiutti, G., d’Orsi,
G., Seri, M., Gasparre, G., Mefford, H. C., Tinuper, P., & Bisulli, F. (2019). Contribution
of ultrarare variants in mTOR pathway genes to sporadic focal epilepsies. Annals of
Clinical and Translational Neurology, 6(3), 475-485. https://doi.org/10.1002/acn3.722



Li, J., Gao, K., Yan, H., Xiangwei, W., Liu, N., Wang, T., Xu, H., Lin, Z., Xie, H., Wang,
J., Wu, Y., & Jiang, Y. (2019). Reanalysis of whole exome sequencing data in patients
with epilepsy and intellectual disability/mental retardation. Gene, 700, 168-175.
https://doi.org/10.1016/j.gene.2019.03.037

Sim, N. S., Seo, Y., Lim, J. S., Kim, W. K., Son, H., Kim, H. D., Kim, S., An, H. J.,
Kang, H.-C., Kim, S. H., Kim, D.-S., & Lee, J. H. (2018). Brain somatic mutations in
SLC35A2 cause intractable epilepsy with aberrant N-glycosylation. Neurology. Genetics,
4(6), €294. https://doi.org/10.1212/NXG.0000000000000294

Rumping, L., Buttner, B., Maier, O., Rehmann, H., Lequin, M., Schlump, J.-U., Schmitt,
B., Schiebergen-Bronkhorst, B., Prinsen, H. C. M. T., Losa, M., Fingerhut, R., Lemke, J.
R., Zwartkruis, F. J. T., Houwen, R. H. J., Jans, J. J. M., Verhoeven-Duif, N. M., van
Hasselt, P. M., & Jamra, R. (2019). Identification of a Loss-of-Function Mutation in the
Context of Glutaminase Deficiency and Neonatal Epileptic Encephalopathy. JAMA
Neurology, 76(3), 342—350. https://doi.org/10.1001/jamaneurol.2018.2941

Papuc, S. M., Abela, L., Steindl, K., Begemann, A., Simmons, T. L., Schmitt, B., Zweier,
M., Oneda, B., Socher, E., Crowther, L. M., Wohlrab, G., Gogoll, L., Poms, M., Seiler,
M., Papik, M., Baldinger, R., Baumer, A., Asadollahi, R., Kroell-Seger, J., ... Rauch, A.
(2019). The role of recessive inheritance in early-onset epileptic encephalopathies:

a combined whole-exome sequencing and copy number study. European Journal of
Human Genetics : EJHG, 27(3), 408-421. https://doi.org/10.1038/s41431-018-0299-8

Jiang, T., Shen, Y., Chen, H., Yuan, Z., Mao, S., & Gao, F. (2018). Clinical and
molecular analysis of epilepsy-related genes in patients with Dravet syndrome. Medicine,
97(50), 13565. https://doi.org/10.1097/MD.0000000000013565

Carvill, G. L., Engel, K. L., Ramamurthy, A., Cochran, J. N., Roovers, J., Stamberger, H.,
Lim, N., Schneider, A. L., Hollingsworth, G., Holder, D. H., Regan, B. M., Lawlor, J.,
Lagae, L., Ceulemans, B., Bebin, E. M., Nguyen, J., Barsh, G. S., Weckhuysen, S.,
Meisler, M., ... Mefford, H. C. (2018). Aberrant Inclusion of a Poison Exon Causes
Dravet Syndrome and Related SCN1A-Associated Genetic Epilepsies. American Journal
of Human Genetics, 103(6), 1022-1029. https://doi.org/10.1016/j.ajhg.2018.10.023

Snoeijen-Schouwenaars, F. M., van Ool, J. S., Verhoeven, J. S., van Mierlo, P.,
Braakman, H. M. H., Smeets, E. E., Nicolai, J., Schoots, J., Teunissen, M. W. A., Rouhl,
R.P.W.,, Tan, I. Y., Yntema, H. G., Brunner, H. G., Pfundt, R., Stegmann, A. P.,
Kamsteeg, E.-J., Schelhaas, H. J., & Willemsen, M. H. (2019). Diagnostic exome
sequencing in 100 consecutive patients with both epilepsy and intellectual disability.
Epilepsia, 60(1), 155-164. https://doi.org/10.1111/epi.14618

Bozarth, X., Dines, J. N., Cong, Q., Mirzaa, G. M., Foss, K., Lawrence Merritt, J. 2nd,
Thies, J., Mefford, H. C., & Novotny, E. (2018). Expanding clinical phenotype in
CACNALC related disorders: From neonatal onset severe epileptic encephalopathy to
late-onset epilepsy. American Journal of Medical Genetics. Part A, 176(12), 2733-2739.
https://doi.org/10.1002/ajmg.a.40657

Sedlackova, L., Lassuthova, P., Stérbova, K., Haberlova, J., Vyhnalkova, E.,
Neupauerova, J., Stan€k, D., Sediva, M., Krsek, P., & Seeman, P. (2019). UBTF Mutation



Causes Complex Phenotype of Neurodegeneration and Severe Epilepsy in Childhood.
Neuropediatrics, 50(1), 57-60. https://doi.org/10.1055/s-0038-1676288

Ehaideb, S. N., Al-Bu Ali, M. J., Al-Obaid, J. J., Aljassim, K. M., & Alfadhel, M. (2018).
Novel Homozygous Mutation in the WWOX Gene Causes Seizures and Global
Developmental Delay: Report and Review. Translational Neuroscience, 9, 203-208.
https://doi.org/10.1515/tnsci-2018-0029

Besnard, T., Sloboda, N., Goldenberg, A., Kury, S., Cogné, B., Breheret, F., Trochu, E.,
Conrad, S., Vincent, M., Deb, W., Balguerie, X., Barbarot, S., Baujat, G., Ben-Omran, T.,
Bursztejn, A.-C., Carmignac, V., Datta, A. N., Delignié¢res, A., Faivre, L., ... Isidor, B.
(2019). Biallelic pathogenic variants in the lanosterol synthase gene LSS involved in

the cholesterol biosynthesis cause alopecia with intellectual disability, a rare recessive
neuroectodermal syndrome. Genetics in Medicine : Official Journal of the American
College of Medical Genetics, 21(9), 2025-2035. https://doi.org/10.1038/s41436-019-
0445-x

Friedman, J., Smith, D. E., Issa, M. Y., Stanley, V., Wang, R., Mendes, M. I., Wright, M.
S., Wigby, K., Hildreth, A., Crawford, J. R., Koehler, A. E., Chowdhury, S., Nahas, S.,
Zhai, L., Xu, Z., Lo, W.-S., James, K. N., Musaev, D., Accogli, A., ... Gleeson, J. G.
(2019). Biallelic mutations in valyl-tRNA synthetase gene VARS are associated with

a progressive neurodevelopmental epileptic encephalopathy. Nature Communications,
10(1), 707. https://doi.org/10.1038/s41467-018-07067-3

McCormack, M., McGinty, R. N., Zhu, X., Slattery, L., Heinzen, E. L., Costello, D. J.,
Delanty, N., & Cavalleri, G. L. (2020). De-novo mutations in patients with chronic ultra-
refractory epilepsy with onset after age five years. European Journal of Medical
Genetics, 63(1), 103625. https://doi.org/10.1016/j.ejmg.2019.01.015

Alves, R. M., Uva, P., Veiga, M. F., Oppo, M., Zschaber, F. C. R., Porcu, G., Porto, H.
P., Persico, 1., Onano, S., Cuccuru, G., Atzeni, R., Vieira, L. C. N., Pires, M. V. A,,
Cucca, F., Toralles, M. B. P., Angius, A., & Crisponi, L. (2019). Novel ANKRD11 gene
mutation in an individual with a mild phenotype of KBG syndrome associated to a
GEFS+ phenotypic spectrum: a case report. BMC Medical Genetics, 20(1), 16.
https://doi.org/10.1186/s12881-019-0745-7

Mizuguchi, T., Nakashima, M., Moey, L. H., Ch’ng, G. S., Khoo, T.-B., Mitsuhashi, S.,
Miyatake, S., Takata, A., Miyake, N., Saitsu, H., & Matsumoto, N. (2019). A novel
homozygous truncating variant of NECAP1 in early infantile epileptic encephalopathy:
the second case report of EIEE21. Journal of Human Genetics, 64(4), 347-350.
https://doi.org/10.1038/s10038-018-0556-2

Angione, K., Eschbach, K., Smith, G., Joshi, C., & Demarest, S. (2019). Genetic testing
in a cohort of patients with potential epilepsy with myoclonic-atonic seizures. Epilepsy
Research, 150, 70-77. https://doi.org/10.1016/j.eplepsyres.2019.01.008

Niestroj, L.-M., May, P., Artomov, M., Kobow, K., Coras, R., Pérez-Palma, E.,
Altmauller, J., Thiele, H., Nurnberg, P., Leu, C., Palotie, A., Daly, M. J., Klein, K. M.,
Beschorner, R., Weber, Y. G., Blimcke, I., & Lal, D. (2019). Assessment of genetic



variant burden in epilepsy-associated brain lesions. European Journal of Human
Genetics : EJHG, 27(11), 1738-1744. https://doi.org/10.1038/s41431-019-0484-4

Zehavi, Y., Mandel, H., Eran, A., Ravid, S., Abu Rashid, M., Jansen, E. E. W.,
Wamelink, M. M. C., Saada, A., Shaag, A., Elpeleg, O., & Spiegel, R. (2019). Severe
infantile epileptic encephalopathy associated with D-glyceric aciduria: report of a novel
case and review. Metabolic Brain Disease, 34(2), 557-563.
https://doi.org/10.1007/s11011-019-0384-x

Zhao, S., Li, Z., Zhang, M., Zhang, L., Zheng, H., Ning, J., Wang, Y., Wang, F., Zhang,
X., Gan, H., Wang, Y., Zhang, X., Luo, H., Bu, G., Xu, H., Yao, Y., & Zhang, Y.-W.
(2019). A brain somatic RHEB doublet mutation causes focal cortical dysplasia type 1.
Experimental & Molecular Medicine, 51(7), 1-11. https://doi.org/10.1038/s12276-019-
0277-4

Fernandez-Marmiesse, A., Sanchez-Iglesias, S., Darling, A., O’Callaghan, M. M., Tonda,
R., Jou, C., & Araujo-Vilar, D. (2019). A de novo heterozygous missense BSCL2 variant
in 2 siblings with intractable developmental and epileptic encephalopathy. Seizure, 71,
161-165. https://doi.org/10.1016/j.seizure.2019.07.019

Cameron, J. M., Maljevic, S., Nair, U., Aung, Y. H., Cogné, B., Bézieau, S., Blair, E.,
Isidor, B., Zweier, C., Reis, A., Koenig, M. K., Maarup, T., Sarco, D., Afenjar, A., Huq,
A. H. M. M., Kukolich, M., Billette de Villemeur, T., Nava, C., Héron, B., ... Berkovic,
S. F. (2019). Encephalopathies with KCNC1 variants: genotype-phenotype-functional
correlations. Annals of Clinical and Translational Neurology, 6(7), 1263-1272.
https://doi.org/10.1002/acn3.50822

Wang, Q., Liu, Z., Lin, Z., Zhang, R., Lu, Y., Su, W, Li, F., Xu, X., Tu, M., Lou, Y.,
Zhao, J., & Zheng, X. (2019). De Novo Germline Mutations in SEMASA Associated
With Infantile Spasms. Frontiers in Genetics, 10, 605.
https://doi.org/10.3389/fgene.2019.00605

Cogliati, F., Giorgini, V., Masciadri, M., Bonati, M. T., Marchi, M., Cracco, I., Gentilini,
D., Peron, A., Savini, M. N., Spaccini, L., Scelsa, B., Maitz, S., Veneselli, E., Prato, G.,
Pintaudi, M., Moroni, 1., Vignoli, A., Larizza, L., & Russo, S. (2019). Pathogenic
Variants in STXBP1 and in Genes for GABAa Receptor Subunities Cause Atypical
Rett/Rett-like Phenotypes. International Journal of Molecular Sciences, 20(15).
https://doi.org/10.3390/ijms20153621

van Karnebeek, C. D. M., Ramos, R. J., Wen, X.-Y., Tarailo-Graovac, M., Gleeson, J. G.,
Skrypnyk, C., Brand-Arzamendi, K., Karbassi, F., Issa, M. Y., van der Lee, R.,
Drogemoller, B. 1., Koster, J., Rousseau, J., Campeau, P. M., Wang, Y., Cao, F., Li, M,
Ruiter, J., Ciapaite, J., ... Wevers, R. A. (2019). Bi-allelic GOT2 Mutations Cause a
Treatable Malate-Aspartate Shuttle-Related Encephalopathy. American Journal of
Human Genetics, 105(3), 534-548. https://doi.org/10.1016/j.ajhg.2019.07.015

Kwong, A. K.-Y., Chu, V. L.-Y., Rodenburg, R. J. T., Smeitink, J., & Fung, C.-W.
(2019). ARX-associated infantile epileptic-dyskinetic encephalopathy with
responsiveness to valproate for controlling seizures and reduced activity of muscle



mitochondrial complex IV. Brain & Development, 41(10), 883-887.
https://doi.org/10.1016/j.braindev.2019.07.003

Feng, Y. C. A., Howrigan, D. P., Abbott, L. E., Tashman, K., Cerrato, F., Singh, T.,
Heyne, H., Byrnes, A., Churchhouse, C., Watts, N., Solomonson, M., Lal, D., Heinzen, E.
L., Dhindsa, R. S., Stanley, K. E., Cavalleri, G. L., Hakonarson, H., Helbig, I., Krause, R.,
... Neale, B. M. (2019). Ultra-Rare Genetic Variation in the Epilepsies: A Whole-Exome
Sequencing Study of 17,606 Individuals. American Journal of Human Genetics, 105(2),
267-282. https://doi.org/10.1016/j.ajhg.2019.05.020

Candelo, E., Ramirez-Montafio, D., & Pachajoa, H. (2019). Microduplication of Xp22.31
and MECP2 Pathogenic Variant in a Girl with Rett Syndrome: A Case Report. In Iranian
journal of medical sciences (Vol. 44, Issue 4, pp. 347-353).
https://doi.org/10.30476/1JMS.2019.44945

Lauritano, A., Moutton, S., Longobardi, E., Tran Mau-Them, F., Laudati, G., Nappi, P.,
Soldovieri, M. V., Ambrosino, P., Cataldi, M., Jouan, T., Lehalle, D., Maurey, H.,
Philippe, C., Miceli, F., Vitobello, A., & Taglialatela, M. (2019). A novel homozygous
KCNQ3 loss-of-function variant causes non-syndromic intellectual disability and
neonatal-onset pharmacodependent epilepsy. Epilepsia Open, 4(3), 464-475.
https://doi.org/10.1002/epi4.12353

Sahli, M., Zrhidri, A., Elaloui, S. C., Smaili, W., Lyahyai, J., Oudghiri, F. Z., & Sefiani,
A. (2019). Clinical exome sequencing identifies two novel mutations of the SCN1A and
SCN2A genes in Moroccan patients with epilepsy: a case series. Journal of Medical
Case Reports, 13(1), 266. https://doi.org/10.1186/s13256-019-2203-8

Sun, X., Zhong, X., & Li, T. (2019). Novel SZT2 mutations in three patients with
developmental and epileptic encephalopathies. Molecular Genetics & Genomic
Medicine, 7(9), €926. https://doi.org/10.1002/mgg3.926

Zaman, T., Abou Tayoun, A., & Goldberg, E. M. (2019). A single-center SCN8A-related
epilepsy cohort: clinical, genetic, and physiologic characterization. Annals of Clinical
and Translational Neurology, 6(8), 1445-1455. https://doi.org/10.1002/acn3.50839

Kernohan, K. D., McBride, A., Hartley, T., Rojas, S. K., Dyment, D. A., Boycott, K. M.,
& Dyack, S. (2019). p21 protein-activated kinase 1 is associated with severe regressive
autism, and epilepsy. Clinical Genetics, 96(5), 449-455.
https://doi.org/10.1111/cge.13618

Ding, J., Zhang, J.-W., Guo, Y.-X., Zhang, Y.-X., Chen, Z.-H., & Zhai, Q.-X. (2019).
Novel mutations in SCN9A occurring with fever-associated seizures or epilepsy. Seizure,
71, 214-218. https://doi.org/10.1016/j.seizure.2019.06.005

Demos, M., Guella, I., DeGuzman, C., McKenzie, M. B., Buerki, S. E., Evans, D. M.,
Toyota, E. B., Boelman, C., Huh, L. L., Datta, A., Michoulas, A., Selby, K., Bjornson, B.
H., Horvath, G., Lopez-Rangel, E., van Karnebeek, C. D. M., Salvarinova, R., Slade, E.,
Eydoux, P., ... Farrer, M. J. (2019). Diagnostic Yield and Treatment Impact of Targeted
Exome Sequencing in Early-Onset Epilepsy. Frontiers in Neurology, 10, 434.
https://doi.org/10.3389/fneur.2019.00434



Zhang, J., Chen, J., Zeng, Q., Zhang, L., Tian, X,, Yang, X,, Yang, Z., Wu, Y., Wu, X., &
Zhang, Y. (2019). Infantile epilepsy with multifocal myoclonus caused by TBC1D24
mutations. Seizure, 69, 228-234. https://doi.org/10.1016/j.seizure.2019.05.010

Canavati, C., Klein, K. M., Afawi, Z., Pendziwiat, M., Abu Rayyan, A., Kamal, L.,
Zahdeh, F., Qaysia, ., Helbig, I., & Kanaan, M. (2019). Inclusion of
hemimegalencephaly into the phenotypic spectrum of NPRL3 pathogenic variants in
familial focal epilepsy with variable foci. Epilepsia, 60(6), e67—e73.
https://doi.org/10.1111/epi.15665

Jay, K., Mitra, A., Harding, T., Matthes, D., & Van Ness, B. (2019). Identification of a de
novo FOXP1 mutation and incidental discovery of inherited genetic variants contributing
to a case of autism spectrum disorder and epilepsy. Molecular Genetics & Genomic
Medicine, 7(7), e00751. https://doi.org/10.1002/mgg3.751

Helbig, 1., Lopez-Hernandez, T., Shor, O., Galer, P., Ganesan, S., Pendziwiat, M.,
Rademacher, A., Ellis, C. A., Himpfer, N., Schwarz, N., Seiffert, S., Peeden, J., Shen, J.,
Stérbova, K., Hammer, T. B., Moller, R. S., Shinde, D. N., Tang, S., Smith, L., ... Weber,
Y. G. (2019). A Recurrent Missense Variant in AP2M1 Impairs Clathrin-Mediated
Endocytosis and Causes Developmental and Epileptic Encephalopathy. American
Journal of Human Genetics, 104(6), 1060-1072.
https://doi.org/10.1016/j.ajhg.2019.04.001

Khan, K., Zech, M., Morgan, A. T., Amor, D. J., Skorvanek, M., Khan, T. N.,
Hildebrand, M. S., Jackson, V. E., Scerri, T. S., Coleman, M., Rigbye, K. A., Scheffer, I.
E., Bahlo, M., Wagner, M., Lam, D. D., Berutti, R., Havrankova, P., Fe¢ikova, A., Strom,
T. M., ... Winkelmann, J. (2019). Recessive variants in ZNF142 cause a complex
neurodevelopmental disorder with intellectual disability, speech impairment, seizures,
and dystonia. Genetics in Medicine : Official Journal of the American College of Medical
Genetics, 21(11), 2532-2542. https://doi.org/10.1038/s41436-019-0523-0

Wei, Z., Wang, L., & Deng, Y. (2019). Treatment of myoclonic-atonic epilepsy caused by
SLC2A1 de novo mutation with ketogenic diet: A case report. Medicine, 98(18), e15428.
https://doi.org/10.1097/MD.0000000000015428

Gupta, A., Ewing, S. A., Renaud, D. L., Hasadsri, L., Raymond, K. M., Klee, E. W., &
Gavrilova, R. H. (2019). Developmental delay, coarse facial features, and epilepsy in a
patient with EXT2 gene variants. In Clinical case reports (Vol. 7, Issue 4, pp. 632-637).
https://doi.org/10.1002/ccr3.2010

Liu, F., Du, C., Tian, X., Ma, Y., Zhao, B., Yan, Y., Lin, Z., Lin, P., Zhou, R., & Wang,
X. (2019). A novel LGI1 missense mutation causes dysfunction in cortical neuronal
migration and seizures. Brain Research, 1721, 146332.
https://doi.org/10.1016/j.brainres.2019.146332

Verhoeven, W., Egger, J., Kipp, J., Verheul-Aan de Wiel, J., Ockeloen, C., Kleefstra, T.,
& Pfundt, R. (2019). A novel MBD5 mutation in an intellectually disabled adult female
patient with epilepsy: Suggestive of early onset dementia? Molecular Genetics &
Genomic Medicine, 7(8), e849. https://doi.org/10.1002/mgg3.849



Vlachou, V., Larsen, L., Pavlidou, E., Ismayilova, N., Mazarakis, N. D., Scala, M.,
Pantazi, M., Mankad, K., & Kinali, M. (2019). SCN2A mutation in an infant with
Ohtahara syndrome and neuroimaging findings: expanding the phenotype of neuronal
migration disorders. Journal of Genetics, 98(2).

Lemattre, C., Imbert-Bouteille, M., Gatinois, V., Benit, P., Sanchez, E., Guignard, T.,
Tran Mau-Them, F., Haquet, E., Rivier, F., Carme, E., Roubertie, A., Boland, A.,
Lechner, D., Meyer, V., Thevenon, J., Duffourd, Y., Riviére, J.-B., Deleuze, J.-F., Wells,
C., ... Geneviéve, D. (2019). Report on three additional patients and genotype-phenotype
correlation in SLC25A22-related disorders group. European Journal of Human

Genetics : EJHG, 27(11), 1692-1700. https://doi.org/10.1038/s41431-019-0433-2

Dolgin, V., Straussberg, R., Xu, R., Mileva, 1., Yogev, Y., Khoury, R., Konen, O.,
Barhum, Y., Zvulunov, A., Mao, C., & Birk, O. S. (2019). DEGS1 variant causes
neurological disorder. European Journal of Human Genetics : EJHG, 27(11), 1668-1676.
https://doi.org/10.1038/s41431-019-0444-z

Yu, X., Yang, L., Li, J.,, Li, W., Li, D., Wang, R., Wu, K., Chen, W., Zhang, Y., Qiu, Z.,
& Zhou, W. (2019). De Novo and Inherited SETD1A Variants in Early-onset Epilepsy.
Neuroscience Bulletin, 35(6), 1045-1057. https://doi.org/10.1007/s12264-019-00400-w

Routier, L., Verny, F., Barcia, G., Chemaly, N., Desguerre, I., Colleaux, L., & Nabbout,
R. (2019). Exome sequencing findings in 27 patients with myoclonic-atonic epilepsy: Is
there a major genetic factor? Clinical Genetics, 96(3), 254-260.
https://doi.org/10.1111/cge.13581

Cai, K., Wang, J., Eissman, J., Wang, J., Nwosu, G., Shen, W., Liang, H.-C., Li, X.-J.,
Zhu, H.-X., Yi, Y.-H., Song, J., Xu, D., Delpire, E., Liao, W.-P., Shi, Y.-W., & Kang, J.-
Q. (2019). A missense mutation in SLC6A1 associated with Lennox-Gastaut syndrome
impairs GABA transporter 1 protein trafficking and function. Experimental Neurology,
320, 112973. https://doi.org/10.1016/j.expneurol.2019.112973

Wong, J. K. L., Gui, H., Kwok, M., Ng, P. W., Lui, C. H. T., Baum, L., Sham, P. C.,
Kwan, P., & Cherny, S. S. (2018). Rare variants and de novo variants in mesial temporal
lobe epilepsy with hippocampal sclerosis. Neurology. Genetics, 4(3), e245.
https://doi.org/10.1212/NXG.0000000000000245

Yin, X., Tang, B., Mao, X., Peng, J., Zeng, S., Wang, Y., Jiang, H., & Li, N. (2018). The
genotypic and phenotypic spectrum of PARS2-related infantile-onset encephalopathy.
Journal of Human Genetics, 63(9), 971-980. https://doi.org/10.1038/s10038-018-0478-z

Tan, Y., Hou, M., Ma, S., Liu, P., Xia, S., Wang, Y., Chen, L., & Chen, Z. (2018).
Chinese cases of early infantile epileptic encephalopathy: a novel mutation in

the PCDH19 gene was proved in a mosaic male- case report. BMC Medical Genetics,
19(1), 92. https://doi.org/10.1186/s12881-018-0621-x

Smigiel, R., Landsberg, G., Schilling, M., Rydzanicz, M., Pollak, A., Walczak, A.,
Stodolak, A., Stawinski, P., Mierzewska, H., Sasiadek, M. M., Gruss, O. J., & Ploski, R.
(2018). Developmental epileptic encephalopathy with hypomyelination and brain
atrophy associated with PTPN23 variants affecting the assembly of UsnRNPs. European



Journal of Human Genetics : EJHG, 26(10), 1502—1511. https://doi.org/10.1038/s41431-
018-0179-2

Ullman, N. L., Smith-Hicks, C. L., Desai, S., & Stafstrom, C. E. (2018). De Novo
HECW2 Mutation Associated With Epilepsy, Developmental Decline, and Intellectual
Disability: Case Report and Review of Literature. Pediatric Neurology, 85, 76-78.
https://doi.org/10.1016/j.pediatrneurol.2018.03.005

Johannsen, J., Kortim, F., Rosenberger, G., Bokelmann, K., Schirmer, M. A., Denecke,
J., & Santer, R. (2018). A novel missense variant in the SDR domain of the WWOX gene
leads to complete loss of WWOX protein with early-onset epileptic encephalopathy and
severe developmental delay. Neurogenetics, 19(3), 151-156.
https://doi.org/10.1007/s10048-018-0549-5

Belal, H., Nakashima, M., Matsumoto, H., Yokochi, K., Taniguchi-lkeda, M., Aoto, K.,
Amin, M. B., Maruyama, A., Nagase, H., Mizuguchi, T., Miyatake, S., Miyake, N.,
lijima, K., Nonoyama, S., Matsumoto, N., & Saitsu, H. (2018). De novo variants in
RHOBTB?2, an atypical Rho GTPase gene, cause epileptic encephalopathy. Human
Mutation, 39(8), 1070-1075. https://doi.org/10.1002/humu.23550

Barington, M., Risom, L., Ek, J., Uldall, P., & Ostergaard, E. (2018). A recurrent de novo
CUX2 missense variant associated with intellectual disability, seizures, and autism
spectrum disorder. European Journal of Human Genetics : EJHG, 26(9), 1388-1391.
https://doi.org/10.1038/s41431-018-0184-5

Valence, S., Cochet, E., Rougeot, C., Garel, C., Chantot-Bastaraud, S., Lainey, E.,
Afenjar, A., Barthez, M.-A., Bednarek, N., Doummar, D., Faivre, L., Goizet, C., Haye,
D., Heron, B., Kemlin, I., Lacombe, D., Milh, M., Moutard, M.-L., Riant, F., ... Burglen,
L. (2019). Exome sequencing in congenital ataxia identifies two new candidate genes
and highlights a pathophysiological link between some congenital ataxias and early
infantile epileptic encephalopathies. Genetics in Medicine : Official Journal of the
American College of Medical Genetics, 21(3), 553-563. https://doi.org/10.1038/s41436-
018-0089-2

Lin, H., Hu, N., Zhang, Y., Wang, Y., & Macdonald, R. L. (2018). Whole exome
sequencing reveals novel NOV and DCAF13 variants in a Chinese pedigree with familial
cortical myoclonic tremor with epilepsy. Neuroscience Letters, 684, 115-120.
https://doi.org/10.1016/j.neulet.2018.07.014

Chen, H., Qian, Y., Yu, S., Xiao, D., Guo, X., Wang, Q., Hao, L., Yan, K., Lu, Y., Dong,
X., Zhou, W., Wu, B., Zhou, S., & Wang, H. (2019). Early onset developmental delay
and epilepsy in pediatric patients with WDRA45 variants. European Journal of Medical
Genetics, 62(2), 149-160. https://doi.org/10.1016/j.ejmg.2018.07.002

Peng, J., Pang, N., Wang, Y., Wang, X.-L., Chen, J., Xiong, J., Peng, P., Zhu, C.-H.,
Kessi, M. B., He, F., & Yin, F. (2019). Next-generation sequencing improves treatment
efficacy and reduces hospitalization in children with drug-resistant epilepsy. CNS
Neuroscience & Therapeutics, 25(1), 14-20. https://doi.org/10.1111/cns.12869



Olson, H. E., Jean-Marcais, N., Yang, E., Heron, D., Tatton-Brown, K., van der Zwaag,
P. A, Bijlsma, E. K., Krock, B. L., Backer, E., Kamsteeg, E.-J., Sinnema, M., Reijnders,
M. R. F., Bearden, D., Begtrup, A., Telegrafi, A., Lunsing, R. J., Burglen, L., Lesca, G.,
Cho, M. T., ... Thauvin-Robinet, C. (2018). A Recurrent De Novo PACS2 Heterozygous
Missense Variant Causes Neonatal-Onset Developmental Epileptic Encephalopathy,
Facial Dysmorphism, and Cerebellar Dysgenesis. American Journal of Human Genetics,
102(5), 995-1007. https://doi.org/10.1016/j.ajhg.2018.03.005

Pironti, E., Salpietro, V., Cucinotta, F., Granata, F., Mormina, E., Efthymiou, S., Scuderi,
C., Gagliano, A., Houlden, H., & Di Rosa, G. (2018). A novel SLC1A4 homozygous
mutation causing congenital microcephaly, epileptic encephalopathy and spastic
tetraparesis: a video-EEG and tractography - case study. Journal of Neurogenetics, 32(4),
316-321. https://doi.org/10.1080/01677063.2018.1476510

Gerald, B., Ramsey, K., Belnap, N., Szelinger, S., Siniard, A. L., Balak, C., Russell, M.,
Richholt, R., De Both, M., Claasen, A. M., Schrauwen, I., Huentelman, M. J., Craig, D.
W., Rangasamy, S., & Narayanan, V. (2018). Neonatal epileptic encephalopathy caused
by de novo GNAO1 mutation misdiagnosed as atypical Rett syndrome: Cautions in
interpretation of genomic test results. Seminars in Pediatric Neurology, 26, 28-32.
https://doi.org/10.1016/j.spen.2017.08.008

Caylor, R. C., Grote, L., Thiffault, I., Farrow, E. G., Willig, L., Soden, S., Amudhavalli,
S. M., Nopper, A. J., Horii, K. A., Fleming, E., Jenkins, J., Welsh, H., llyas, M.,
Engleman, K., Abdelmoity, A., & Saunders, C. J. (2018). Incidental diagnosis of tuberous
sclerosis complex by exome sequencing in three families with subclinical findings.
Neurogenetics, 19(3), 205-213. https://doi.org/10.1007/s10048-018-0551-y

Yang, L., Kong, Y., Dong, X., Hu, L., Lin, Y., Chen, X., Ni, Q., Lu, Y., Wu, B., Wang,
H., Lu, Q. R., & Zhou, W. (2019). Clinical and genetic spectrum of a large cohort of
children with epilepsy in China. Genetics in Medicine : Official Journal of the American
College of Medical Genetics, 21(3), 564-571. https://doi.org/10.1038/s41436-018-0091-8

Mignon-Ravix, C., Milh, M., Kaiser, C. S., Daniel, J., Riccardi, F., Cacciagli, P., Nagara,
M., Busa, T., Liebau, E., & Villard, L. (2018). Abnormal function of the UBAS5 protein in
a case of early developmental and epileptic encephalopathy with suppression-burst.
Human Mutation, 39(7), 934-938. https://doi.org/10.1002/humu.23534

Liu, X.-W., Li, W., Han, T., Wei, K., Qiao, S., Su, L., & Chi, Z. (2018). The finding of a
new heterozygous mutation site of the SCN2A gene in a monozygotic twin family
carrying and exhibiting genetic epilepsy with febrile seizures plus (GEFS+) using
targeted next-generation sequencing. Clinical Neurology and Neurosurgery, 169, 86-91.
https://doi.org/10.1016/j.clineuro.2017.10.020

Verhoeven, W., Egger, J., Rékers, E., van Erkelens, A., Pfundt, R., & Willemsen, M. H.
(2018). Phenotypic characterization of an older adult male with late-onset epilepsy and
a novel mutation in ASXL3 shows overlap with the associated Bainbridge-Ropers
syndrome. In Neuropsychiatric disease and treatment (\ol. 14, pp. 867-870).
https://doi.org/10.2147/NDT.S153511



Lin, W.-D., Chou, I.-C., Tsai, F.-J., & Hong, S.-Y. (2018). A novel PIGA mutation in a
Taiwanese family with early-onset epileptic encephalopathy. Seizure, 58, 52-54.
https://doi.org/10.1016/j.seizure.2018.03.025

Wiszniewski, W., Gawlinski, P., Gambin, T., Bekiesinska-Figatowska, M., Obersztyn, E.,
Antczak-Marach, D., Akdemir, Z. H. C., Harel, T., Karaca, E., Jurek, M., Sobecka, K.,
Nowakowska, B., Kruk, M., Terczynska, I., Goszczanska-Ciuchta, A., Rudzka-Dybala,
M., Jamroz, E., Pyrkosz, A., Jakubiuk-Tomaszuk, A., ... Lupski, J. R. (2018).
Comprehensive genomic analysis of patients with disorders of cerebral

cortical development. European Journal of Human Genetics : EJHG, 26(8), 1121-1131.
https://doi.org/10.1038/s41431-018-0137-z

Heinzen, E. L., O’Neill, A. C., Zhu, X., Allen, A. S., Bahlo, M., Chelly, J., Chen, M. H.,
Dobyns, W. B., Freytag, S., Guerrini, R., Leventer, R. J., Poduri, A., Robertson, S. P.,
Walsh, C. A., & Zhang, M. (2018). De novo and inherited private variants in MAP1B in
periventricular nodular heterotopia. PLoS Genetics, 14(5), e1007281.
https://doi.org/10.1371/journal.pgen.1007281

Haidar, Z., Jalkh, N., Corbani, S., Fawaz, A., Chouery, E., & Mégarbané, A. (2018).
Atypical pyridoxine dependent epilepsy resulting from a new homozygous
missense mutation, in ALDH7AL. Seizure, 57, 32-33.
https://doi.org/10.1016/j.seizure.2018.03.010

Chatron, N., Mgller, R. S., Champaigne, N. L., Schneider, A. L., Kuechler, A., Labalme,
A., Simonet, T., Baggett, L., Bardel, C., Kamsteeg, E.-J., Pfundt, R., Romano, C.,
Aronsson, J., Alberti, A., Vinci, M., Miranda, M. J., Lacroix, A., Marjanovic, D., des
Portes, V., ... Lesca, G. (2018). The epilepsy phenotypic spectrum associated with a
recurrent CUX2 variant. Annals of Neurology, 83(5), 926-934.
https://doi.org/10.1002/ana.25222

Pizzino, A., Whitehead, M., Sabet Rasekh, P., Murphy, J., Helman, G., Bloom, M.,
Evans, S. H., Murnick, J. G., Conry, J., Taft, R. J., Simons, C., Vanderver, A., & Adang,
L. A. (2018). Mutations in SZT2 result in early-onset epileptic encephalopathy

and leukoencephalopathy. American Journal of Medical Genetics. Part A, 176(6), 1443—
1448. https://doi.org/10.1002/ajmg.a.38717

Pagnamenta, A. T., Murakami, Y., Anzilotti, C., Titheradge, H., Oates, A. J., Morton, J.,
Kinoshita, T., Kini, U., & Taylor, J. C. (2018). A homozygous variant disrupting the
PIGH start-codon is associated with developmental delay, epilepsy, and microcephaly.
Human Mutation, 39(6), 822—-826. https://doi.org/10.1002/humu.23420

Lei, X. X,, Liu, Q., Lu, Q., Huang, Y., Zhou, X. Q., Sun, H. Y., Wu, L. W.,, Cui, L. Y., &
Zhang, X. (2019). TTTCA repeat expansion causes familial cortical myoclonic tremor
with epilepsy. European Journal of Neurology, 26(3), 513-518.
https://doi.org/10.1111/ene.13848

Peng, J., Wang, Y., He, F., Chen, C., Wu, L.-W., Yang, L.-F., Ma, Y.-P., Zhang, W., Shi,
Z.-Q., Chen, C., Xia, K., Guo, H., Yin, F., & Pang, N. (2018). Novel West syndrome
candidate genes in a Chinese cohort. CNS Neuroscience & Therapeutics, 24(12), 1196—
1206. https://doi.org/10.1111/cns.12860



Takeguchi, R., Haginoya, K., Uchiyama, Y., Fujita, A., Nagura, M., Takeshita, E., Inui,
T., Okubo, Y., Sato, R., Miyabayashi, T., Togashi, N., Saito, T., Nakagawa, E., Sugai, K.,
Nakashima, M., Saitsu, H., Matsumoto, N., & Sasaki, M. (2018). Two Japanese cases of
epileptic encephalopathy associated with an FGF12 mutation. Brain & Development,
40(8), 728-732. https://doi.org/10.1016/j.braindev.2018.04.002

Winawer, M. R., Griffin, N. G., Samanamud, J., Baugh, E. H., Rathakrishnan, D.,
Ramalingam, S., Zagzag, D., Schevon, C. A., Dugan, P., Hegde, M., Sheth, S. A.,
McKhann, G. M., Doyle, W. K., Grant, G. A., Porter, B. E., Mikati, M. A., Muh, C. R.,
Malone, C. D., Bergin, A. M. R., ... Heinzen, E. L. (2018). Somatic SLC35A2 variants in
the brain are associated with intractable neocortical epilepsy. Annals of Neurology, 83(6),
1133-1146. https://doi.org/10.1002/ana.25243

Stowe, R. C., Sun, Q., Elsea, S. H., & Scaglia, F. (2018). LIPT1 deficiency presenting as
early infantile epileptic encephalopathy, Leigh disease, and secondary pyruvate
dehydrogenase complex deficiency. American Journal of Medical Genetics. Part A,
176(5), 1184-1189. https://doi.org/10.1002/ajmg.a.38654

Fassio, A., Esposito, A., Kato, M., Saitsu, H., Mei, D., Marini, C., Conti, V., Nakashima,
M., Okamoto, N., Olmez Turker, A., Albuz, B., Semerci Giindiz, C. N., Yanagihara, K.,
Belmonte, E., Maragliano, L., Ramsey, K., Balak, C., Siniard, A., Narayanan, V., ...
Guerrini, R. (2018). De novo mutations of the ATP6V1A gene cause developmental
encephalopathy with epilepsy. Brain : A Journal of Neurology, 141(6), 1703-1718.
https://doi.org/10.1093/brain/awy092

Pironti, E., Granata, F., Cucinotta, F., Gagliano, A., Efthymiou, S., Houlden, H.,
Salpietro, V., & Di Rosa, G. (2018). Electroclinical history of a five-year-old girl with
GRIN1-related early-onset epileptic encephalopathy: a video-case study. Epileptic
Disorders : International Epilepsy Journal with Videotape, 20(5), 423-427.
https://doi.org/10.1684/epd.2018.0992

Seaver, L. H., DeRoos, S., Andersen, N. J., Betz, B., Prokop, J., Lannen, N., Jordan, R.,
& Rajasekaran, S. (2018). Lethal NARS2-Related Disorder Associated With Rapidly
Progressive Intractable Epilepsy and Global Brain Atrophy. Pediatric Neurology, 89, 26—
30. https://doi.org/10.1016/j.pediatrneurol.2018.07.014

Naseer, M. 1., Alwasiyah, M. K., Abdulkareem, A. A., Bajammal, R. A., Trujillo, C.,
Abu-Elmagd, M., Jafri, M. A., Chaudhary, A. G., & Al-Qahtani, M. H. (2018). A novel
homozygous mutation in SZT2 gene in Saudi family with developmental

delay, macrocephaly and epilepsy. Genes & Genomics, 40(11), 1149-1155.
https://doi.org/10.1007/s13258-018-0673-5

Agostini, A., Marchetti, D., 1zzi, C., Cocco, I., Pinelli, L., Accorsi, P., lascone Maria, R.,
& Giordano, L. (2018). Expanding the phenotype of MED 17 mutations: Description of
two new cases and review of the literature. American Journal of Medical Genetics. Part
B, Neuropsychiatric Genetics : The Official Publication of the International Society of
Psychiatric Genetics, 177(8), 687-690. https://doi.org/10.1002/ajmg.b.32677

Sega, A. G., Mis, E. K., Lindstrom, K., Mercimek-Andrews, S., Ji, W., Cho, M. T,
Juusola, J., Konstantino, M., Jeffries, L., Khokha, M. K., & Lakhani, S. A. (2019). De



novo pathogenic variants in neuronal differentiation factor 2 (NEUROD?2) cause a form
of early infantile epileptic encephalopathy. Journal of Medical Genetics, 56(2), 113-122.
https://doi.org/10.1136/jmedgenet-2018-105322

Tsuchida, N., Hamada, K., Shiina, M., Kato, M., Kobayashi, Y., Tohyama, J., Kimura,
K., Hoshino, K., Ganesan, V., Teik, K. W., Nakashima, M., Mitsuhashi, S., Mizuguchi,
T., Takata, A., Miyake, N., Saitsu, H., Ogata, K., Miyatake, S., & Matsumoto, N. (2018).
GRIN2D variants in three cases of developmental and epileptic encephalopathy. Clinical
Genetics, 94(6), 538-547. https://doi.org/10.1111/cge.13454

Chitre, M., Nahorski, M. S., Stouffer, K., Dunning-Davies, B., Houston, H., Wakeling, E.
L., Brady, A. F., Zuberi, S. M., Suri, M., Parker, A. P. J., & Woods, C. G. (2018). PEHO
syndrome: the endpoint of different genetic epilepsies. Journal of Medical Genetics,
55(12), 803-813. https://doi.org/10.1136/jmedgenet-2018-105288

Mohammed, M., Al-Hashmi, N., Al-Rashdi, S., Al-Sukaiti, N., Al-Adawi, K., Al-Riyami,
M., & Al-Maawali, A. (2019). Biallelic mutations in AP3D1 cause Hermansky-Pudlak
syndrome type 10 associated with immunodeficiency and seizure disorder. European
Journal of Medical Genetics, 62(11), 103583. https://doi.org/10.1016/j.ejmg.2018.11.017

Chen, X., Jin, J., Wang, Q., Xue, H., Zhang, N., Du, Y., Zhang, T., Zhang, B., Wu, J., &
Liu, Z. (2019). A de novo pathogenic CSNK1E mutation identified by exome sequencing
in family trios with epileptic encephalopathy. Human Mutation, 40(3), 281-287.
https://doi.org/10.1002/humu.23690

Ishihara, N., Inagaki, H., Miyake, M., Kawamura, Y., Yoshikawa, T., & Kurahashi, H.
(2019). A case of early onset life-threatening epilepsy associated with a novel ATP1A3
gene variant. Brain & Development, 41(3), 285-291.
https://doi.org/10.1016/j.braindev.2018.10.008

Qian, Y., Wu, B., Lu, Y., Dong, X., Qin, Q., Zhou, W., & Wang, H. (2018). Early-onset
infant epileptic encephalopathy associated with a de novo PPP3CA gene mutation. Cold
Spring Harbor Molecular Case Studies, 4(6). https://doi.org/10.1101/mcs.a002949

Samanta, D., & Gokden, M. (2019). PEHO syndrome: KIF1A mutation and decreased
activity of mitochondrial respiratory chain complex. Journal of Clinical Neuroscience :
Official Journal of the Neurosurgical Society of Australasia, 61, 298-301.
https://doi.org/10.1016/j.jocn.2018.10.091

Abdulkareem, A. A., Abulnaja, K. O., Jan, M. M., Karim, S., Rasool, M., Ansari, S. A.,
Chaudhary, A. G., Al-Qahtani, M. H., & Naseer, M. I. (2019). A novel homozygous
nonsense mutation in CCDC88A gene cause PEHO-like syndrome in consanguineous
Saudi family. Neurological Sciences : Official Journal of the Italian Neurological Society
and of the Italian Society of Clinical Neurophysiology, 40(2), 299-303.
https://doi.org/10.1007/s10072-018-3626-5

Shaukat, Q., Hertecant, J., El-Hattab, A. W., Ali, B. R., & Suleiman, J. (2018). West
syndrome, developmental and epileptic encephalopathy, and severe CNS

disorder associated with WWOX mutations. Epileptic Disorders : International Epilepsy
Journal with Videotape, 20(5), 401-412. https://doi.org/10.1684/epd.2018.1005



Ostrander, B. E. P., Butterfield, R. J., Pedersen, B. S., Farrell, A. J., Layer, R. M., Ward,
A., Miller, C., DiSera, T., Filloux, F. M., Candee, M. S., Newcomb, T., Bonkowsky, J. L.,
Marth, G. T., & Quinlan, A. R. (2018). Whole-genome analysis for effective clinical
diagnosis and gene discovery in early infantile epileptic encephalopathy. NPJ Genomic
Medicine, 3, 22. https://doi.org/10.1038/s41525-018-0061-8

Straniero, L., Rimoldi, V., Solda, G., Bellini, M., Biasucci, G., Asselta, R., & Duga, S.
(2018). First Replication of the Involvement of OTUDGB in Intellectual Disability
Syndrome With Seizures and Dysmorphic Features. Frontiers in Genetics, 9, 464.
https://doi.org/10.3389/fgene.2018.00464

Ghosh, S. G., Becker, K., Huang, H., Dixon-Salazar, T., Chai, G., Salpietro, V., Al-
Gazali, L., Waisfisz, Q., Wang, H., Vaux, K. K., Stanley, V., Manole, A., Akpulat, U.,
Weiss, M. M., Efthymiou, S., Hanna, M. G., Minetti, C., Striano, P., Pisciotta, L., ...
Gleeson, J. G. (2018). Biallelic Mutations in ADPRHL2, Encoding ADP-
Ribosylhydrolase 3, Lead to a Degenerative Pediatric Stress-Induced Epileptic Ataxia
Syndrome. American Journal of Human Genetics, 103(3), 431-4309.
https://doi.org/10.1016/j.ajhg.2018.07.010

Kovacs-Nagy, R., Morin, G., Nouri, M. Al, Brandau, O., Saadi, N. W., Nouri, M. A., van
den Broek, F., Prokisch, H., Mayr, J. A., & Wortmann, S. B. (2018). HTRA2 Defect: A
Recognizable Inborn Error of Metabolism with 3-Methylglutaconic Aciduria as
Discriminating Feature Characterized by Neonatal Movement Disorder and Epilepsy-
Report of 11 Patients. Neuropediatrics, 49(6), 373-378. https://doi.org/10.1055/s-0038-
1667345

Araya, N., Takahashi, Y., Shimono, M., Fukuda, T., Kato, M., Nakashima, M.,
Matsumoto, N., & Saitsu, H. (2018). A recurrent homozygous NHLRC1 variant in
siblings with Lafora disease. In Human genome variation (Vol. 5, p. 16).
https://doi.org/10.1038/s41439-018-0015-9

Takezawa, Y., Fujie, H., Kikuchi, A., Niihori, T., Funayama, R., Shirota, M., Nakayama,
K., Aoki, Y., Sasaki, M., & Kure, S. (2018). Novel IARS2 mutations in Japanese siblings
with CAGSSS, Leigh, and West syndrome. Brain & Development, 40(10), 934-938.
https://doi.org/10.1016/j.braindev.2018.06.010

May, P., Girard, S., Harrer, M., Bobbili, D. R., Schubert, J., Wolking, S., Becker, F.,
Lachance-Touchette, P., Meloche, C., Gravel, M., Niturad, C. E., Knaus, J., De Kovel, C.,
Toliat, M., Polvi, A., lacomino, M., Guerrero-Lopez, R., Baulac, S., Marini, C., ...
Lerche, H. (2018). Rare coding variants in genes encoding GABA(A) receptors in genetic
generalised epilepsies: an exome-based case-control study. The Lancet. Neurology,
17(8), 699-708. https://doi.org/10.1016/S1474-4422(18)30215-1

Wadi, L., Medlej, Y., & Obeid, M. (2018). A child with hyperekplexia and epileptic
myoclonus. Epileptic Disorders : International Epilepsy Journal with Videotape, 20(4),
279-282. https://doi.org/10.1684/epd.2018.0986

Liu, Y., Michelson, D., Clark, R., & Gold, J.-A. (2018). Child Neurology: Siblings with
infantile epilepsy and developmental delay: A circuitous path to genomic diagnosis.
Neurology, 91(3), 143-147. https://doi.org/10.1212/WNL.0000000000005815



Rydzanicz, M., Wachowska, M., Cook, E. C., Lisowski, P., Kuzniewska, B., Szymanska,
K., Diecke, S., Prigione, A., Szczaluba, K., Szybinska, A., Koppolu, A., Murcia
Pienkowski, V., Kosinska, J., Wiweger, M., Kostrzewa, G., Brzozowska, M., Domanska-
Pakieta, D., Jurkiewicz, E., Stawinski, P., ... Ploski, R. (2019). Novel calcineurin A
(PPP3CA) variant associated with epilepsy, constitutive enzyme activation and
downregulation of protein expression. European Journal of Human Genetics : EJHG,
27(1), 61-69. https://doi.org/10.1038/s41431-018-0254-8

Hamada, N., Ogaya, S., Nakashima, M., Nishijo, T., Sugawara, Y., lwamoto, I., Ito, H.,
Maki, Y., Shirai, K., Baba, S., Maruyama, K., Saitsu, H., Kato, M., Matsumoto, N.,
Momiyama, T., & Nagata, K.-1. (2018). De novo PHACTR1 mutations in West syndrome
and their pathophysiological effects. Brain : A Journal of Neurology, 141(11), 3098—
3114. https://doi.org/10.1093/brain/awy246

Tran Mau-Them, F., Guibaud, L., Duplomb, L., Keren, B., Lindstrom, K., Marey, I.,
Mochel, F., van den Boogaard, M. J., Oegema, R., Nava, C., Masurel, A., Jouan, T.,
Jansen, F. E., Au, M., Chen, A. H., Cho, M., Duffourd, Y., Lozier, E., Konovalov, F., ...
Vitobello, A. (2019). De novo truncating variants in the intronless IRF2BPL are
responsible for developmental epileptic encephalopathy. Genetics in Medicine : Official
Journal of the American College of Medical Genetics, 21(4), 1008-1014.
https://doi.org/10.1038/s41436-018-0143-0

Balak, C., Belnap, N., Ramsey, K., Joss, S., Devriendt, K., Naymik, M., Jepsen, W.,
Siniard, A. L., Szelinger, S., Parker, M. E., Richholt, R., 1zatt, T., LaFleur, M., Terraf, P.,
Llaci, L., De Both, M., Piras, L. S., Rangasamy, S., Schrauwen, I., ... Narayanan, V.
(2018). A novel FBXO28 frameshift mutation in a child with developmental delay,
dysmorphic features, and intractable epilepsy: A second gene that may contribute to the
1g41-g42 deletion phenotype. American Journal of Medical Genetics. Part A, 176(7),
1549-1558. https://doi.org/10.1002/ajmg.a.38712

Dines, J. N., Golden-Grant, K., LaCroix, A., Muir, A. M., Cintrén, D. L., McWalter, K.,
Cho, M. T., Sun, A., Merritt, J. L., Thies, J., Niyazov, D., Burton, B., Kim, K., Fleming,
L., Westman, R., Karachunski, P., Dalton, J., Basinger, A., Ficicioglu, C., ... Mefford, H.
C. (2019). TANGOZ2: expanding the clinical phenotype and spectrum of pathogenic
variants. Genetics in Medicine : Official Journal of the American College of Medical
Genetics, 21(3), 601-607. https://doi.org/10.1038/s41436-018-0137-y

Kozina, A. A., Okuneva, E. G., Baryshnikova, N. V., Krasnenko, A. Y., Tsukanov, K. Y.,
Klimchuk, O. 1., Kondakova, O. B., Larionova, A. N., Batysheva, T. T., Surkova, E. 1.,
Shatalov, P. A., & llinsky, V. V. (2018). A novel MFSD8 mutation in a Russian patient
with neuronal ceroid lipofuscinosis type 7: a case report. BMC Medical Genetics, 19(1),
151. https://doi.org/10.1186/s12881-018-0669-7

Ng, B. G., Underhill, H. R., Palm, L., Bengtson, P., Rozet, J.-M., Gerber, S., Munnich,
A., Zanlonghi, X., Stevens, C. A., Kircher, M., Nickerson, D. A., Buckingham, K. J.,
Josephson, K. D., Shendure, J., Bamshad, M. J., Freeze, H. H., & Eklund, E. A. (2019).
DPAGT1 Deficiency with Encephalopathy (DPAGT1-CDG): Clinical and Genetic
Description of 11 New Patients. JIMD Reports, 44, 85-92.
https://doi.org/10.1007/8904_2018 128



Macchiaiolo, M., Barresi, S., Cecconi, F., Zanni, G., Niceta, M., Bellacchio, E.,
Lazzarino, G., Amorini, A. M., Bertini, E. S., Rizza, S., Contardi, B., Tartaglia, M., &
Bartuli, A. (2017). A mild form of adenylosuccinate lyase deficiency in absence of typical
brain MRI features diagnosed by whole exome sequencing. Italian Journal of Pediatrics,
43(1), 65. https://doi.org/10.1186/s13052-017-0383-7

Guella, 1., McKenzie, M. B., Evans, D. M., Buerki, S. E., Toyota, E. B., Van Allen, M. 1.,
Suri, M., Elmslie, F., Simon, M. E. H., van Gassen, K. L. ., Héron, D., Keren, B., Nava,
C., Connolly, M. B., Demos, M., & Farrer, M. J. (2017). De Novo Mutations in YWHAG
Cause Early-Onset Epilepsy. American Journal of Human Genetics, 101(2), 300-310.
https://doi.org/10.1016/j.ajhg.2017.07.004

Muir, K. E., Sargent, M., & Boelman, C. (2018). A Surprising Cause of Epilepsy: Whole
Exome Sequencing in a Child With Focal Cortical Dysplasia Identifies
Neurofibromatosis Type 2. Pediatric Neurology, 85, 79-81.
https://doi.org/10.1016/j.pediatrneurol.2018.05.006

Kojima, K., Shirai, K., Kobayashi, M., Miyauchi, A., Saitsu, H., Matsumoto, N., Osaka,
H., & Yamagata, T. (2018). A patient with early myoclonic encephalopathy (EME) with a
de novo KCNQ2 mutation. Brain & Development, 40(1), 69-73.
https://doi.org/10.1016/j.braindev.2017.06.004

Lehman, A., Thouta, S., Mancini, G. M. S., Naidu, S., van Slegtenhorst, M., McWalter,
K., Person, R., Mwenifumbo, J., Salvarinova, R., Guella, I., McKenzie, M. B., Datta, A.,
Connolly, M. B., Kalkhoran, S. M., Poburko, D., Friedman, J. M., Farrer, M. J., Demos,
M., Desai, S., & Claydon, T. (2017). Loss-of-Function and Gain-of-Function Mutations
in KCNQ5 Cause Intellectual Disability or Epileptic Encephalopathy. American Journal
of Human Genetics, 101(1), 65-74. https://doi.org/10.1016/j.ajhg.2017.05.016

Tarta-Arsene, O., Barca, D., Craiu, D., & lliescu, C. (2017). Practical clues for
diagnosing WWOX encephalopathy. Epileptic Disorders : International Epilepsy Journal
with Videotape, 19(3), 357-361. https://doi.org/10.1684/epd.2017.0924

Banuelos, E., Ramsey, K., Belnap, N., Krishnan, M., Balak, C., Szelinger, S., Siniard, A.
L., Russell, M., Richholt, R., De Both, M., Piras, I., Naymik, M., Claasen, A. M.,
Rangasamy, S., Huentelman, M. J., Craig, D. W., Campeau, P. M., Narayanan, V., &
Schrauwen, I. (2017). Case Report: Novel mutations in TBC1D24 are associated with
autosomal dominant tonic-clonic and myoclonic epilepsy and recessive Parkinsonism,
psychosis, and intellectual disability. F1000Research, 6, 553.
https://doi.org/10.12688/f1000research.10588.1

Marin-Valencia, I., Novarino, G., Johansen, A., Rosti, B., Issa, M. Y., Musaev, D., Bhat,
G., Scott, E., Silhavy, J. L., Stanley, V., Rosti, R. O., Gleeson, J. W., Imam, F. B., Zaki,
M. S., & Gleeson, J. G. (2018). A homozygous founder mutation in TRAPPC6B
associates with a neurodevelopmental disorder characterised by microcephaly, epilepsy
and autistic features. Journal of Medical Genetics, 55(1), 48-54.
https://doi.org/10.1136/jmedgenet-2017-104627

Hammer, M. F., Ishii, A., Johnstone, L., Tchourbanov, A., Lau, B., Sprissler, R.,
Hallmark, B., Zhang, M., Zhou, J., Watkins, J., & Hirose, S. (2017). Rare variants of



small effect size in neuronal excitability genes influence clinical outcome in Japanese
cases of SCN1A truncation-positive Dravet syndrome. PloS One, 12(7), e0180485.
https://doi.org/10.1371/journal.pone.0180485

Nakamura, Y., Togawa, Y., Okuno, Y., Muramatsu, H., Nakabayashi, K., Kuroki, Y.,
leda, D., Hori, 1., Negishi, Y., Togawa, T., Hattori, A., Kojima, S., & Saitoh, S. (2018).
Biallelic mutations in SZT2 cause a discernible clinical entity with

epilepsy, developmental delay, macrocephaly and a dysmorphic corpus callosum. Brain
& Development, 40(2), 134-1309. https://doi.org/10.1016/j.braindev.2017.08.003

Wagner, M., Gusic, M., Giinthner, R., Alhaddad, B., Kovacs-Nagy, R., Makowski, C.,
Baumeister, F., Strom, T., Meitinger, T., Prokisch, H., & Wortmann, S. B. (2018).
Biallelic Mutations in SLC1A2; an Additional Mode of Inheritance for SLC1A2-
Related Epilepsy. Neuropediatrics, 49(1), 59-62. https://doi.org/10.1055/s-0037-
1606370

Stosser, M. B., Lindy, A. S., Butler, E., Retterer, K., Piccirillo-Stosser, C. M., Richard,
G., & McKnight, D. A. (2018). High frequency of mosaic pathogenic variants in genes
causing epilepsy-related neurodevelopmental disorders. Genetics in Medicine : Official
Journal of the American College of Medical Genetics, 20(4), 403-410.
https://doi.org/10.1038/gim.2017.114

Galama, W. H., Verhaagen-van den Akker, S. L. J., Lefeber, D. J., Feenstra, 1., & Verrips,
A. (2018). ALG13-CDG with Infantile Spasms in a Male Patient Due to a De Novo
ALG13 Gene Mutation. JIMD Reports, 40, 11-16.
https://doi.org/10.1007/8904_2017 53

Wilbur, C., Buerki, S. E., Guella, I., Toyota, E. B., Evans, D. M., McKenzie, M. B.,
Datta, A., Michoulas, A., Adam, S., Van Allen, M. 1., Nelson, T. N., Farrer, M. J.,
Connolly, M. B., & Demos, M. (2017). An Infant With Epilepsy and Recurrent
Hemiplegia due to Compound Heterozygous Variants in ATP1A2. Pediatric Neurology,
75, 87-90. https://doi.org/10.1016/j.pediatrneurol.2017.06.003

Leduc, M. S., Chao, H.-T., Qu, C., Walkiewicz, M., Xiao, R., Magoulas, P., Pan, S.,
Beuten, J., He, W., Bernstein, J. A., Schaaf, C. P., Scaglia, F., Eng, C. M., & Yang, Y.
(2017). Clinical and molecular characterization of de novo loss of function variants

in HNRNPU. American Journal of Medical Genetics. Part A, 173(10), 2680—2689.
https://doi.org/10.1002/ajmg.a.38388

Sachdev, M., Gainza-Lein, M., Tchapyjnikov, D., Jiang, Y.-H., Loddenkemper, T., &
Mikati, M. A. (2017). Novel clinical manifestations in patients with KCNA2 mutations.
Seizure, 51, 74-76. https://doi.org/10.1016/j.seizure.2017.07.018

Han, J. Y., Lee, I. G., Jang, W., Kim, M., Kim, Y., Jang, J. H., & Park, J. (2017).
Diagnostic exome sequencing identifies a heterozygous MBD5 frameshift mutation in

a family with intellectual disability and epilepsy. European Journal of Medical Genetics,
60(10), 559-564. https://doi.org/10.1016/j.ejmg.2017.08.003

Srivastava, S., Gubbels, C. S., Dies, K., Fulton, A., Yu, T., & Sahin, M. (2017). Increased
Survival and Partly Preserved Cognition in a Patient With ACO2-Related Disease



Secondary to a Novel Variant. Journal of Child Neurology, 32(9), 840-845.
https://doi.org/10.1177/0883073817711527

Morren, M.-A., Jaeken, J., Visser, G., Salles, 1., Van Geet, C., Simeoni, 1., Turro, E., &
Freson, K. (2017). PIGO deficiency: palmoplantar keratoderma and novel mutations. In
Orphanet journal of rare diseases (Vol. 12, Issue 1, p. 101).
https://doi.org/10.1186/s13023-017-0654-9

Villeneuve, N., Abidi, A., Cacciagli, P., Mignon-Ravix, C., Chabrol, B., Villard, L., &
Milh, M. (2017). Heterogeneity of FHF1 related phenotype: Novel case with early onset
severe attacks of apnea, partial mitochondrial respiratory chain complex Il deficiency,
neonatal onset seizures without neurodegeneration. European Journal of Paediatric
Neurology : EJPN : Official Journal of the European Paediatric Neurology Society,
21(5), 783-786. https://doi.org/10.1016/j.ejpn.2017.04.001

Le,S. V., Le,P.H. T, Le, T. K. Van, Kieu Huynh, T. T., & Hang Do, T. T. (2017). A
mutation in GABRB3 associated with Dravet syndrome. American Journal of Medical
Genetics. Part A, 173(8), 2126-2131. https://doi.org/10.1002/ajmg.a.38282

Mao, X., Li, K., Tang, B., Luo, Y., Ding, D., Zhao, Y., Wang, C., Zhou, X., Liu, Z.,
Zhang, Y., Wang, P., Xu, Q., Sun, Q., Xia, K., Yan, X, Jiang, H., Lu, S., & Guo, J.
(2017). Novel mutations in ADSL for Adenylosuccinate Lyase Deficiency identified by
the combination of Trio-WES and constantly updated guidelines. Scientific Reports, 7(1),
1625. https://doi.org/10.1038/s41598-017-01637-z

Nakayama, T., Wu, J., Galvin-Parton, P., Weiss, J., Andriola, M. R., Hill, R. S., Vaughan,
D. J.,, EI-Quessny, M., Barry, B. J., Partlow, J. N., Barkovich, A. J., Ling, J., & Mochida,
G. H. (2017). Deficient activity of alanyl-tRNA synthetase underlies an autosomal
recessive syndrome of progressive microcephaly, hypomyelination, and epileptic
encephalopathy. Human Mutation, 38(10), 1348-1354.
https://doi.org/10.1002/humu.23250

Eskandrani, A., AlHashem, A., Ali, E.-S., AlShahwan, S., Tlili, K., Hundallah, K., &
Tabarki, B. (2017). Recessive AFG3L2 Mutation Causes Progressive Microcephaly,
Early Onset Seizures, Spasticity, and Basal Ganglia Involvement. Pediatric Neurology,
71, 24-28. https://doi.org/10.1016/j.pediatrneurol.2017.03.019

Corbett, M. A., Turner, S. J., Gardner, A., Silver, J., Stankovich, J., Leventer, R. J.,
Derry, C. P., Carroll, R., Ha, T., Scheffer, I. E., Bahlo, M., Jackson, G. D., Mackey, D.
A., Berkovic, S. F., & Gecz, J. (2017). Familial epilepsy with anterior polymicrogyria as
a presentation of COL18A1 mutations. European Journal of Medical Genetics, 60(8),
437-443. https://doi.org/10.1016/j.ejmg.2017.06.002

Park, K., Seltzer, L. E., Tuttle, E., Mirzaa, G. M., & Paciorkowski, A. R. (2017).
PLXNAL developmental encephalopathy with syndromic features: A case report
and review of the literature. American Journal of Medical Genetics. Part A, 173(7),
1951-1954. https://doi.org/10.1002/ajmg.a.38236

Yoshida, M., Nakashima, M., Okanishi, T., Kanai, S., Fujimoto, A., Itomi, K., Morimoto,
M., Saitsu, H., Kato, M., Matsumoto, N., & Chiyonobu, T. (2018). Identification of novel



BCL11A variants in patients with epileptic encephalopathy: Expanding the phenotypic
spectrum. Clinical Genetics, 93(2), 368-373. https://doi.org/10.1111/cge.13067

Klein, K. M., Pendziwiat, M., Eilam, A., Gilad, R., Blatt, I., Rosenow, F., Kanaan, M.,
Helbig, 1., & Afawi, Z. (2017). The phenotypic spectrum of ARHGEF9 includes
intellectual disability, focal epilepsy and febrile seizures. Journal of Neurology, 264(7),
1421-1425. https://doi.org/10.1007/s00415-017-8539-3

Hewson, S., Puka, K., & Mercimek-Mahmutoglu, S. (2017). Variable expressivity of a
likely pathogenic variant in KCNQ2 in a three-generation pedigree presenting with
intellectual disability with childhood onset seizures. American Journal of Medical
Genetics. Part A, 173(8), 2226-2230. https://doi.org/10.1002/ajmg.a.38281

Gold, W. A, Sobreira, N., Wiame, E., Marbaix, A., Van Schaftingen, E., Franzka, P.,
Riley, L. G., Worgan, L., Hubner, C. A., Christodoulou, J., & Adeés, L. C. (2017). A novel
mutation in GMPPA in siblings with apparent intellectual disability, epilepsy,
dysmorphism, and autonomic dysfunction. American Journal of Medical Genetics. Part
A, 173(8), 2246-2250. https://doi.org/10.1002/ajmg.a.38292

Prchalova, D., Havlovicova, M., Sterbova, K., Stranecky, V., Hancarova, M., & Sedlacek,
Z. (2017). Analysis of 31-year-old patient with SYNGAP1 gene defect points to
importance of variants in broader splice regions and reveals developmental trajectory of
SYNGAP1-associated phenotype: case report. BMC Medical Genetics, 18(1), 62.
https://doi.org/10.1186/s12881-017-0425-4

Tsuchida, N., Nakashima, M., Miyauchi, A., Yoshitomi, S., Kimizu, T., Ganesan, V.,
Teik, K. W., Ch’ng, G.-S., Kato, M., Mizuguchi, T., Takata, A., Miyatake, S., Miyake,
N., Osaka, H., Yamagata, T., Nakajima, H., Saitsu, H., & Matsumoto, N. (2018). Novel
biallelic SZT2 mutations in 3 cases of early-onset epileptic encephalopathy. Clinical
Genetics, 93(2), 266-274. https://doi.org/10.1111/cge.13061

Usluer, S., Kayserili, M. A., Eken, A. G., Yis, U., Leu, C., Altmiiller, J., Thiele, H.,
Nirnberg, P., Sander, T., & Caglayan, S. H. (2017). Association of a synonymous
SCN1B variant affecting splicing efficiency with Benign Familial Infantile Epilepsy
(BFIE). European Journal of Paediatric Neurology : EJPN : Official Journal of the
European Paediatric Neurology Society, 21(5), 773-782.
https://doi.org/10.1016/j.ejpn.2017.05.001

Angius, A., Cossu, S., Uva, P., Oppo, M., Onano, S., Persico, I., Fotia, G., Atzeni, R.,
Cuccuru, G., Asunis, M., Cucca, F., Pruna, D., & Crisponi, L. (2018). Novel NALCN
biallelic truncating mutations in siblings with IHPRF1 syndrome. In Clinical genetics
(\Vol. 93, Issue 6, pp. 1245-1247). https://doi.org/10.1111/cge.13162

Nakamura, H., Uematsu, M., Numata-Uematsu, Y., Abe, Y., Endo, W., Kikuchi, A.,
Takezawa, Y., Funayama, R., Shirota, M., Nakayama, K., Niihori, T., Aoki, Y.,
Haginoya, K., & Kure, S. (2018). Rett-like features and cortical visual impairment in a
Japanese patient with HECW2 mutation. Brain & Development, 40(5), 410-414.
https://doi.org/10.1016/j.braindev.2017.12.015



Fry, A. E., Fawcett, K. A., Zelnik, N., Yuan, H., Thompson, B. A. N., Shemer-Meiri, L.,
Cushion, T. D., Mugalaasi, H., Sims, D., Stoodley, N., Chung, S.-K., Rees, M. |., Patel,
C.V, Brueton, L. A,, Layet, V., Giuliano, F., Kerr, M. P., Banne, E., Meiner, V., ... Pilz,
D. T. (2018). De novo mutations in GRIN1 cause extensive bilateral polymicrogyria.
Brain : A Journal of Neurology, 141(3), 698—712. https://doi.org/10.1093/brain/awx358

van den Ameele, J., Jedlickova, I., Pristoupilova, A., Sieben, A., Van Mossevelde, S.,
Ceuterick-de Groote, C., Hulkova, H., Matej, R., Meurs, A., Van Broeckhoven, C.,
Berkovic, S. F., Santens, P., Kmoch, S., & Dermaut, B. (2018). Teenage-onset
progressive myoclonic epilepsy due to a familial C9orf72 repeat expansion. Neurology,
90(8), e658-€663. https://doi.org/10.1212/WNL.0000000000004999

Puusepp, S., Kovacs-Nagy, R., Alhaddad, B., Braunisch, M., Hoffmann, G. F.,
Kotzaeridou, U., Lichvarova, L., Liiv, M., Makowski, C., Mandel, M., Meitinger, T.,
Pajusalu, S., Rodenburg, R. J., Safiulina, D., Strom, T. M., Talvik, 1., Vaarmann, A.,
Wilson, C., Kaasik, A., ... Ounap, K. (2018). Compound heterozygous SPATAS variants
in four families and functional studies of SPATAS deficiency. European Journal of
Human Genetics : EJHG, 26(3), 407—419. https://doi.org/10.1038/s41431-017-0001-6

Dazzo, E., Rehberg, K., Michelucci, R., Passarelli, D., Boniver, C., Vianello Dri, V.,
Striano, P., Striano, S., Pasterkamp, R. J., & Nobile, C. (2018). Mutations in MICAL-
1cause autosomal-dominant lateral temporal epilepsy. Annals of Neurology, 83(3), 483—
493. https://doi.org/10.1002/ana.25167

Tumiengé, B., Maver, A., Writzl, K., HodZi¢, A., Cuturilo, G., Kuzmani¢-Samija, R.,
Culi¢, V., & Peterlin, B. (2018). Diagnostic exome sequencing of syndromic epilepsy
patients in clinical practice. Clinical Genetics, 93(5), 1057—-1062.
https://doi.org/10.1111/cge.13203

Hiraide, T., Nakashima, M., Yamoto, K., Fukuda, T., Kato, M., Ikeda, H., Sugie, Y.,
Aoto, K., Kaname, T., Nakabayashi, K., Ogata, T., Matsumoto, N., & Saitsu, H. (2018).
De novo variants in SETD1B are associated with intellectual disability, epilepsy

and autism. Human Genetics, 137(1), 95-104. https://doi.org/10.1007/s00439-017-1863-

y

Nakashima, M., Kato, M., Aoto, K., Shiina, M., Belal, H., Mukaida, S., Kumada, S., Sato,
A., Zerem, A., Lerman-Sagie, T., Lev, D., Leong, H. Y., Tsurusaki, Y., Mizuguchi, T.,
Miyatake, S., Miyake, N., Ogata, K., Saitsu, H., & Matsumoto, N. (2018). De novo
hotspot variants in CYFIP2 cause early-onset epileptic encephalopathy. Annals of
Neurology, 83(4), 794-806. https://doi.org/10.1002/ana.25208

Saikusa, T., Hara, M., lwama, K., Yuge, K., Ohba, C., Okada, J.-I., Hisano, T.,
Yamashita, Y., Okamoto, N., Saitsu, H., Matsumoto, N., & Matsuishi, T. (2018). De novo
HDACS8 mutation causes Rett-related disorder with distinctive facial features and
multiple congenital anomalies. Brain & Development, 40(5), 406—-409.
https://doi.org/10.1016/j.braindev.2017.12.013

Bodian, D. L., Schreiber, J. M., Vilboux, T., Khromykh, A., & Hauser, N. S. (2018).
Mutation in an alternative transcript of CDKLS5 in a boy with early-onset seizures. Cold
Spring Harbor Molecular Case Studies, 4(3). https://doi.org/10.1101/mcs.a002360



Lyahyai, J., Ouled Amar Bencheikh, B., Elalaoui, S. C., Mansouri, M., Boualla, L.,
Dlonne-Laporte, A., Spiegelman, D., Dion, P. A., Cossette, P., Rouleau, G. A., & Sefiani,
A. (2018). Exome sequencing reveals a novel PLP1 mutation in a Moroccan family with
connatal Pelizaeus-Merzbacher disease: a case report. BMC Pediatrics, 18(1), 90.
https://doi.org/10.1186/s12887-018-1063-5

Kim, H., Lee, S., Choi, M., Kim, H., Hwang, H., Choi, J., Chae, J. H., Kim, K. J., & Lim,
B. C. (2018). Familial cases of progressive myoclonic epilepsy caused by maternal
somatic mosaicism of a recurrent KCNC1 p.Arg320His mutation. Brain & Development,
40(5), 429-432. https://doi.org/10.1016/j.braindev.2018.01.006

Orenstein, N., Goldberg-Stern, H., Straussberg, R., Bazak, L., Weisz Hubshman, M.,
Kropach, N., Gilad, O., Scheuerman, O., Dory, Y., Kraus, D., Tzur, S., Magal, N., Kilim,
Y., Shkalim Zemer, V., & Basel-Salmon, L. (2018). A de novo GABRA2 missense
mutation in severe early-onset epileptic encephalopathy with a choreiform movement
disorder. European Journal of Paediatric Neurology : EJPN : Official Journal of the
European Paediatric Neurology Society, 22(3), 516-524.
https://doi.org/10.1016/j.ejpn.2017.12.017

Lee, J. S., Choi, J.-M., Lee, M., Kim, S. Y., Lee, S., Lim, B. C., Cheon, J.-E., Kim, I.-O.,
Kim, K. J., Choi, M., Seong, M.-W., & Chae, J.-H. (2018). Diagnostic challenge for the
rare lysosomal storage disease: Late infantile GM1 gangliosidosis. Brain &
Development, 40(5), 383-390. https://doi.org/10.1016/j.braindev.2018.01.009

Nguyen, T. T. M., Murakami, Y., Sheridan, E., Ehresmann, S., Rousseau, J., St-Denis, A.,
Chai, G., Ajeawung, N. F., Fairbrother, L., Reimschisel, T., Bateman, A., Berry-Kravis,
E., Xia, F., Tardif, J., Parry, D. A., Logan, C. V, Diggle, C., Bennett, C. P., Hattingh, L.,
... Campeau, P. M. (2017). Mutations in GPAA1, Encoding a GPI Transamidase
Complex Protein, Cause Developmental Delay, Epilepsy, Cerebellar Atrophy, and
Osteopenia. American Journal of Human Genetics, 101(5), 856-865.
https://doi.org/10.1016/j.ajhg.2017.09.020

Fageih, E. A., Almannai, M., Saleh, M. M., AlWadei, A. H., Samman, M. M., &
Alkuraya, F. S. (2018). Phenotypic characterization of KCTD3-related developmental
epileptic encephalopathy. Clinical Genetics, 93(5), 1081-1086.
https://doi.org/10.1111/cge.13227

Myers, C. T., Stong, N., Mountier, E. 1., Helbig, K. L., Freytag, S., Sullivan, J. E., Ben
Zeev, B., Nissenkorn, A., Tzadok, M., Heimer, G., Shinde, D. N., Rezazadeh, A., Regan,
B. M., Oliver, K. L., Ernst, M. E., Lippa, N. C., Mulhern, M. S., Ren, Z., Poduri, A., ...
Heinzen, E. L. (2017). De Novo Mutations in PPP3CA Cause Severe
Neurodevelopmental Disease with Seizures. American Journal of Human Genetics,
101(4), 516-524. https://doi.org/10.1016/j.ajhg.2017.08.013

Chen, Z.-H., Wang, C., Zhuo, M.-Q., Zhai, Q.-X., Chen, Q., Guo, Y.-X., Zhang, Y.-X.,
Gui, J., Tang, Z.-H., & Zeng, X.-L. (2017). Exome sequencing identified a novel
missense mutation ¢.464G>A (p.G155D) in Ca(2+)-binding protein 4 (CABP4) in a
Chinese pedigree with autosomal dominant nocturnal frontal lobe epilepsy. Oncotarget,
8(45), 78940-78947. https://doi.org/10.18632/oncotarget.20694



Lv, Y., Wang, Z., Liu, C., & Cui, L. (2017). Identification of a novel CACNA1A
mutation in a Chinese family with autosomal recessive progressive myoclonic epilepsy.
Neuropsychiatric Disease and Treatment, 13, 2631-2636.
https://doi.org/10.2147/NDT.S145774

Thiffault, 1., Zuccarelli, B., Welsh, H., Yuan, X., Farrow, E., Zellmer, L., Miller, N.,
Soden, S., Abdelmoity, A., Brodsky, R. A., & Saunders, C. (2017). Hypotonia and
intellectual disability without dysmorphic features in a patient with PIGN-related disease.
BMC Medical Genetics, 18(1), 124. https://doi.org/10.1186/s12881-017-0481-9

Farhan, S. M. K., Nixon, K. C. J., Everest, M., Edwards, T. N., Long, S., Segal, D., Knip,
M. J., Arts, H. H., Chakrabarti, R., Wang, J., Robinson, J. F., Lee, D., Mirsattari, S. M.,
Rupar, C. A,, Siu, V. M., Poulter, M. O., Hegele, R. A., & Kramer, J. M. (2017).
Identification of a novel synaptic protein, TMTC3, involved in periventricular nodular
heterotopia with intellectual disability and epilepsy. Human Molecular Genetics, 26(21),
4278-4289. https://doi.org/10.1093/hmg/ddx316

Wang, J., Gao, H., Bao, X., Zhang, Q., Li, J., Wei, L., Wu, X., Chen, Y., & Yu, S. (2017).
SCNB8A mutations in Chinese patients with early onset epileptic encephalopathy

and benign infantile seizures. BMC Medical Genetics, 18(1), 104.
https://doi.org/10.1186/s12881-017-0460-1

Xu, X.-X., Liu, X.-R., Fan, C.-Y., Lai, J.-X,, Shi, Y.-W., Yang, W., Su, T., Xu, J.-Y.,
Luo, J.-H., & Liao, W.-P. (2018). Functional Investigation of a GRIN2A Variant
Associated with Rolandic Epilepsy. Neuroscience Bulletin, 34(2), 237—-246.
https://doi.org/10.1007/s12264-017-0182-6

Varvagiannis, K., Hanquinet, S., Billieux, M. H., De Luca, R., Rimensberger, P., Lidgren,
M., Guipponi, M., Makrythanasis, P., Blouin, J. L., Antonarakis, S. E., Steinfeld, R.,
Kern, 1., Poretti, A., Fluss, J., & Fokstuen, S. (2018). Congenital Neuronal Ceroid
Lipofuscinosis with a Novel CTSD Gene Mutation: A Rare Cause of Neonatal-Onset
Neurodegenerative Disorder. Neuropediatrics, 49(2), 150-153. https://doi.org/10.1055/s-
0037-1613681

Geetha, T. S., Lingappa, L., Jain, A. R., Govindan, H., Mandloi, N., Murugan, S., Gupta,
R., & Vedam, R. (2018). A novel splice variant in EMCL is associated with cerebellar
atrophy, visual impairment, psychomotor retardation with epilepsy. Molecular Genetics
& Genomic Medicine, 6(2), 282-287. https://doi.org/10.1002/mgg3.352

Calhoun, J. D., Vanoye, C. G., Kok, F., George, A. L. J., & Kearney, J. A. (2017).
Characterization of a KCNBL1 variant associated with autism, intellectual disability, and
epilepsy. Neurology. Genetics, 3(6), €198.
https://doi.org/10.1212/NXG.0000000000000198

Han, J. Y., Jang, J. H., Lee, I. G, Shin, S., & Park, J. (2017). A Novel Inherited Mutation
of SCNB8A in a Korean Family with Benign Familial Infantile Epilepsy Using Diagnostic
Exome Sequencing. Annals of Clinical and Laboratory Science, 47(6), 747—753.

McTague, A., Nair, U., Malhotra, S., Meyer, E., Trump, N., Gazina, E. V, Papandreou,
A., Ngoh, A., Ackermann, S., Ambegaonkar, G., Appleton, R., Desurkar, A., Eltze, C.,



Kneen, R., Kumar, A. V, Lascelles, K., Montgomery, T., Ramesh, V., Samanta, R., ...
Kurian, M. A. (2018). Clinical and molecular characterization of KCNT1-related severe
early-onset epilepsy. Neurology, 90(1), e55—€66.
https://doi.org/10.1212/WNL.0000000000004762

Goswami, J. N., Sahu, J. K., & Singhi, P. (2018). Angelman Syndrome Due to UBE3A
Gene Mutation. Indian Journal of Pediatrics, 85(5), 390-391.
https://doi.org/10.1007/s12098-017-2559-y

van Rootselaar, A.-F., Groffen, A. J., de Vries, B., Callenbach, P. M. C., Santen, G. W,
E., Koelewijn, S., Vijfhuizen, L. S., Buijink, A., Tijssen, M. A. J., & van den
Maagdenberg, A. M. J. M. (2017). 6-Catenin (CTNND2) missense mutation in familial
cortical myoclonic tremor and epilepsy. Neurology, 89(23), 2341-2350.
https://doi.org/10.1212/WNL.0000000000004709

Wang, J.-Y., Zhou, P., Wang, J., Tang, B., Su, T., Liu, X.-R., Li, B.-M., Meng, H., Shi,
Y.-W., Yi, Y.-H., He, N., & Liao, W.-P. (2018). ARHGEF9 mutations in epileptic
encephalopathy/intellectual disability: toward understanding the mechanism underlying
phenotypic variation. Neurogenetics, 19(1), 9-16. https://doi.org/10.1007/s10048-017-
0528-2

Allen, N. M., Conroy, J., Deonna, T., McCreary, D., McGettigan, P., Madigan, C., Carter,
I, Ennis, S., Lynch, S. A., Shahwan, A., & King, M. D. (2016). Atypical benign partial
epilepsy of childhood with acquired neurocognitive, lexical semantic, and autistic
spectrum disorder. Epilepsy & Behavior Case Reports, 6, 42—48.
https://doi.org/10.1016/j.ebcr.2016.04.003

Gao, L., Li, L., Ye, J., Zhu, X., Shen, N., Zhang, X., Wang, D., Gao, Y., Lin, H., Wang,
Y., & Liu, Y. (2016). Identification of a novel mutation in PLA2G6 gene in a Chinese
pedigree with familial cortical myoclonic tremor with epilepsy. Seizure, 41, 81-85.
https://doi.org/10.1016/j.seizure.2016.07.013

Saitsu, H., Watanabe, M., Akita, T., Ohba, C., Sugai, K., Ong, W. P., Shiraishi, H.,
Yuasa, S., Matsumoto, H., Beng, K. T., Saitoh, S., Miyatake, S., Nakashima, M., Miyake,
N., Kato, M., Fukuda, A., & Matsumoto, N. (2016). Impaired neuronal KCC2 function by
biallelic SLC12A5 mutations in migrating focal seizures and severe developmental
delay. Scientific Reports, 6, 30072. https://doi.org/10.1038/srep30072

Elsaadany, L., EI-Said, M., Ali, R., Kamel, H., & Ben-Omran, T. (2016). W44X mutation
in the WWOX gene causes intractable seizures and developmental delay: a case report.
BMC Medical Genetics, 17(1), 53. https://doi.org/10.1186/s12881-016-0317-z

Smith, N. J., Lipsett, J., Dibbens, L. M., & Heron, S. E. (2016). BRAT1-associated
neurodegeneration: Intra-familial phenotypic differences in siblings. American Journal of
Medical Genetics. Part A, 170(11), 3033-3038. https://doi.org/10.1002/ajmg.a.37853

Myers, C. T., McMahon, J. M., Schneider, A. L., Petrovski, S., Allen, A. S., Carvill, G.
L., Zemel, M., Saykally, J. E., LaCroix, A. J., Heinzen, E. L., Hollingsworth, G.,
Nikanorova, M., Corbett, M., Gecz, J., Coman, D., Freeman, J., Calvert, S., Gill, D.,
Carney, P., ... Mefford, H. C. (2016). De Novo Mutations in SLC1A2 and CACNAI1A



Are Important Causes of Epileptic Encephalopathies. American Journal of Human
Genetics, 99(2), 287-298. https://doi.org/10.1016/j.ajhg.2016.06.003

Nascimento, F. A., Canafoglia, L., Aljaafari, D., Muona, M., Lehesjoki, A.-E., Berkovic,
S. F., Franceschetti, S., & Andrade, D. M. (2016). Progressive myoclonus epilepsy
associated with SACS gene mutations. Neurology. Genetics, 2(4), e83.
https://doi.org/10.1212/NXG.0000000000000083

Hardies, K., Cali, Y., Jardel, C., Jansen, A. C., Cao, M., May, P., Djémié, T., Hachon Le
Camus, C., Keymolen, K., Deconinck, T., Bhambhani, V., Long, C., Sajan, S. A., Helbig,
K. L., Suls, A, Balling, R., Helbig, 1., De Jonghe, P., Depienne, C., ... Weckhuysen, S.
(2016). Loss of SYNJ1 dual phosphatase activity leads to early onset refractory seizures
and progressive neurological decline. Brain : A Journal of Neurology, 139(Pt 9), 2420-
2430. https://doi.org/10.1093/brain/aww180

Muona, M., Ishimura, R., Laari, A., Ichimura, Y., Linnankivi, T., Keski-Filppula, R.,
Herva, R., Rantala, H., Paetau, A., Pdyhdnen, M., Obata, M., Uemura, T., Karhu, T.,
Bizen, N., Takebayashi, H., McKee, S., Parker, M. J., Akawi, N., McRae, J., ... Komatsu,
M. (2016). Biallelic Variants in UBA5 Link Dysfunctional UFM1 Ubiquitin-like
Modifier Pathway to Severe Infantile-Onset Encephalopathy. American Journal of
Human Genetics, 99(3), 683-694. https://doi.org/10.1016/j.ajhg.2016.06.020

Shahrour, M. A., Staretz-Chacham, O., Dayan, D., Stephen, J., Weech, A., Damseh, N.,
Pri Chen, H., Edvardson, S., Mazaheri, S., Saada, A., Hershkovitz, E., Shaag, A.,
Huizing, M., Abu-Libdeh, B., Gahl, W. A., Azem, A., Anikster, Y., Vilboux, T., Elpeleg,
0., & Malicdan, M. C. (2017). Mitochondrial epileptic encephalopathy, 3-
methylglutaconic aciduria and variable complex V deficiency associated with TIMM50
mutations. Clinical Genetics, 91(5), 690-696. https://doi.org/10.1111/cge.12855

Colin, E., Daniel, J., Ziegler, A., Wakim, J., Scrivo, A., Haack, T. B., Khiati, S.,
Denommé, A.-S., Amati-Bonneau, P., Charif, M., Procaccio, V., Reynier, P., Aleck, K.
A., Botto, L. D., Herper, C. L., Kaiser, C. S., Nabbout, R., N’Guyen, S., Mora-Lorca, J.
A., ... Bonneau, D. (2016). Biallelic Variants in UBA5 Reveal that Disruption of the
UFM1 Cascade Can Result in Early-Onset Encephalopathy. American Journal of Human
Genetics, 99(3), 695-703. https://doi.org/10.1016/j.ajhg.2016.06.030

Bi, W., Glass, I. A., Muzny, D. M., Gibbs, R. A, Eng, C. M., Yang, Y., & Sun, A.
(2016). Whole exome sequencing identifies the first STRADA point mutation in a patient
with polyhydramnios, megalencephaly, and symptomatic epilepsy syndrome (PMSE).
American Journal of Medical Genetics. Part A, 170(8), 2181-2185.
https://doi.org/10.1002/ajmg.a.37727

Siekierska, A., Isrie, M., Liu, Y., Scheldeman, C., Vanthillo, N., Lagae, L., de Witte, P.
A. M., Van Esch, H., Goldfarb, M., & Buyse, G. M. (2016). Gain-of-function FHF1
mutation causes early-onset epileptic encephalopathy with cerebellar atrophy. Neurology,
86(23), 2162-2170. https://doi.org/10.1212/WNL.0000000000002752

Smigiel, R., Kostrzewa, G., Kosinska, J., Pollak, A., Stawinski, P., Szmida, E., Bloch, M.,
Szymanska, K., Karpinski, P., Sasiadek, M. M., & Ploski, R. (2016). Further evidence for



GRIN2B mutation as the cause of severe epileptic encephalopathy. American Journal of
Medical Genetics. Part A, 170(12), 3265-3270. https://doi.org/10.1002/ajmg.a.37887

Alwadei, A. H., Benini, R., Mahmoud, A., Alasmari, A., Kamsteeg, E.-J., & Alfadhel, M.
(2016). Loss-of-function mutation in RUSC2 causes intellectual disability and

secondary microcephaly. In Developmental medicine and child neurology (Vol. 58, Issue
12, pp. 1317-1322). https://doi.org/10.1111/dmcn.13250

Fukuoka, M., Kuki, I., Kawawaki, H., Okazaki, S., Kim, K., Hattori, Y., Tsuji, H., Nukui,
M., Inoue, T., Yoshida, Y., Uda, T., Kimura, S., Mogami, Y., Suzuki, Y., Okamoto, N.,
Saitsu, H., & Matsumoto, N. (2017). Quinidine therapy for West syndrome with KCNTI
mutation: A case report. Brain & Development, 39(1), 80-83.
https://doi.org/10.1016/j.braindev.2016.08.002

Gataullina, S., Lauer-Zillhardt, J., Kaminska, A., Galmiche-Rolland, L., Bahi-Buisson,
N., Pontoizeau, C., Ottolenghi, C., Dulac, O., & Fallet-Bianco, C. (2016). Epileptic
Phenotype of Two Siblings with Asparagine Synthesis Deficiency Mimics Neonatal
Pyridoxine-Dependent Epilepsy. Neuropediatrics, 47(6), 399—403.
https://doi.org/10.1055/s-0036-1586222

Lozano, R., Herman, K., Rothfuss, M., Rieger, H., Bayrak-Toydemir, P., Aprile, D.,
Fruscione, F., Zara, F., & Fassio, A. (2016). Clinical intrafamilial variability in lethal
familial neonatal seizure disorder caused by TBC1D24 mutations. American Journal of
Medical Genetics. Part A, 170(12), 3207-3214. https://doi.org/10.1002/ajmg.a.37933

Reinson, K., Oiglane-Shlik, E., Talvik, 1., Vaher, U., Ounapuu, A., Ennok, M., Teek, R.,
Pajusalu, S., Murumets, U., Tomberg, T., Puusepp, S., Piirsoo, A., Reimand, T., &
Ounap, K. (2016). Biallelic CACNA1A mutations cause early onset epileptic
encephalopathy with progressive cerebral, cerebellar, and optic nerve atrophy. American
Journal of Medical Genetics. Part A, 170(8), 2173-2176.
https://doi.org/10.1002/ajmg.a.37678

Kurata, H., Terashima, H., Nakashima, M., Okazaki, T., Matsumura, W., Ohno, K., Saito,
Y., Maegaki, Y., Kubota, M., Nanba, E., Saitsu, H., Matsumoto, N., & Kato, M. (2016).
Characterization of SPATAS-related encephalopathy in early childhood. Clinical
Genetics, 90(5), 437-444. https://doi.org/10.1111/cge.12813

Liu, Y.-C., Lee, J. W. A., Bellows, S. T., Damiano, J. A., Mullen, S. A., Berkovic, S. F.,
Bahlo, M., Scheffer, I. E., & Hildebrand, M. S. (2016). Evaluation of non-coding
variation in GLUT1 deficiency. Developmental Medicine and Child Neurology, 58(12),
1295-1302. https://doi.org/10.1111/dmcn.13163

Lee, J. S., Yoo, Y., Lim, B. C., Kim, K. J.,, Song, J., Choi, M., & Chae, J.-H. (2016).
GM3 synthase deficiency due to ST3GALS variants in two Korean female

siblings: Masquerading as Rett syndrome-like phenotype. American Journal of Medical
Genetics. Part A, 170(8), 2200-2205. https://doi.org/10.1002/ajmg.a.37773

Conroy, J., Allen, N. M., Gorman, K., O’Halloran, E., Shahwan, A., Lynch, B., Lynch, S.
A., Ennis, S., & King, M. D. (2016). Novel European SLC1A4 variant: infantile spasms



and population ancestry analysis. Journal of Human Genetics, 61(8), 761-764.
https://doi.org/10.1038/jhg.2016.44

Sakai, Y., Fukai, R., Matsushita, Y., Miyake, N., Saitsu, H., Akamine, S., Torio, M.,
Sasazuki, M., Ishizaki, Y., Sanefuji, M., Torisu, H., Shaw, C. A., Matsumoto, N., & Hara,
T. (2016). De Novo Truncating Mutation of TRIM8 Causes Early-Onset Epileptic
Encephalopathy. Annals of Human Genetics, 80(4), 235-240.
https://doi.org/10.1111/ahg.12157

Sato, R., Inui, T., Endo, W., Okubo, Y., Takezawa, Y., Anzai, M., Morita, H., Saitsu, H.,
Matsumoto, N., & Haginoya, K. (2016). First Japanese variant of late infantile neuronal
ceroid lipofuscinosis caused by novel CLN6 mutations. Brain & Development, 38(9),
852-856. https://doi.org/10.1016/j.braindev.2016.04.007

Rudolf, G., Lesca, G., Mehrjouy, M. M., Labalme, A., Salmi, M., Bache, I., Bruneau, N.,
Pendziwiat, M., Fluss, J., de Bellescize, J., Scholly, J., Mgller, R. S., Craiu, D.,
Tommerup, N., Valenti-Hirsch, M. P., Schluth-Bolard, C., Sloan-Béna, F., Helbig, K. L.,
Weckhuysen, S., ... Szepetowski, P. (2016). Loss of function of the retinoid-related
nuclear receptor (RORB) gene and epilepsy. European Journal of Human Genetics :
EJHG, 24(12), 1761-1770. https://doi.org/10.1038/ejhg.2016.80

Halvardson, J., Zhao, J. J., Zaghlool, A., Wentzel, C., Georgii-Hemming, P., Mansson, E.,
Ederth Sdvmarker, H., Brandberg, G., Soussi Zander, C., Thuresson, A.-C., & Feuk, L.
(2016). Mutations in HECW?2 are associated with intellectual disability and epilepsy.
Journal of Medical Genetics, 53(10), 697—704. https://doi.org/10.1136/jmedgenet-2016-
103814

Gawlinski, P., Posmyk, R., Gambin, T., Sielicka, D., Chorazy, M., Nowakowska, B.,
Jhangiani, S. N., Muzny, D. M., Bekiesinska-Figatowska, M., Bal, J., Boerwinkle, E.,
Gibbs, R. A., Lupski, J. R., & Wiszniewski, W. (2016). PEHO Syndrome May Represent
Phenotypic Expansion at the Severe End of the Early-Onset Encephalopathies. Pediatric
Neurology, 60, 83-87. https://doi.org/10.1016/j.pediatrneurol.2016.03.011

Lionel, A. C., Monfared, N., Scherer, S. W., Marshall, C. R., & Mercimek-Mahmutoglu,
S. (2016). MED23-associated refractory epilepsy successfully treated with the ketogenic
diet. American Journal of Medical Genetics. Part A, 170(9), 2421-2425.
https://doi.org/10.1002/ajmg.a.37802

Moortgat, S., Désir, J., Benoit, V., Boulanger, S., Pendeville, H., Nassogne, M.-C.,
Lederer, D., & Maystadt, I. (2016). Two novel EIF2S3 mutations associated with
syndromic intellectual disability with severe microcephaly, growth retardation, and
epilepsy. American Journal of Medical Genetics. Part A, 170(11), 2927-2933.
https://doi.org/10.1002/ajmg.a.37792

Palmer, E. E., Jarrett, K. E., Sachdev, R. K., Al Zahrani, F., Hashem, M. O., Ibrahim, N.,
Sampaio, H., Kandula, T., Macintosh, R., Gupta, R., Conlon, D. M., Billheimer, J. T.,
Rader, D. J., Funato, K., Walkey, C. J., Lee, C. S., Loo, C., Brammah, S., Elakis, G., ...
Lagor, W. R. (2016). Neuronal deficiency of ARV1 causes an autosomal recessive
epileptic encephalopathy. Human Molecular Genetics, 25(14), 3042-3054.
https://doi.org/10.1093/hmg/ddw157



Srivastava, S., Olson, H. E., Cohen, J. S., Gubbels, C. S., Lincoln, S., Davis, B. T.,
Shahmirzadi, L., Gupta, S., Picker, J., Yu, T. W., Miller, D. T., Soul, J. S., Poretti, A., &
Naidu, S. (2016). BRAT1 mutations present with a spectrum of clinical severity.
American Journal of Medical Genetics. Part A, 170(9), 2265-2273.
https://doi.org/10.1002/ajmg.a.37783

Tsai, M.-H., Chan, C.-K., Chang, Y.-C., Yu, Y.-T., Chuang, S.-T., Fan, W.-L., Li, S.-C.,
Fu, T.-Y., Chang, W.-N., Liou, C.-W., Chuang, Y.-C., Ng, C.-C., Hwang, D.-Y., & Lim,
K.-S. (2017). DEPDCS5 mutations in familial and sporadic focal epilepsy. Clinical
Genetics, 92(4), 397-404. https://doi.org/10.1111/cge.12992

Schoch, K., Meng, L., Szelinger, S., Bearden, D. R., Stray-Pedersen, A., Busk, O. L.,
Stong, N., Liston, E., Cohn, R. D., Scaglia, F., Rosenfeld, J. A., Tarpinian, J., Skraban, C.
M., Deardorff, M. A., Friedman, J. N., Akdemir, Z. C., Walley, N., Mikati, M. A., Kranz,
P. G., ... Shashi, V. (2017). A Recurrent De Novo Variant in NACC1 Causes a Syndrome
Characterized by Infantile Epilepsy, Cataracts, and Profound Developmental Delay.
American Journal of Human Genetics, 100(2), 343-351.
https://doi.org/10.1016/j.ajhg.2016.12.013

Perucca, P., Scheffer, I. E., Harvey, A. S., James, P. A., Lunke, S., Thorne, N., Gaff, C.,
Regan, B. M., Damiano, J. A., Hildebrand, M. S., Berkovic, S. F., O’Brien, T. J., &
Kwan, P. (2017). Real-world utility of whole exome sequencing with targeted gene
analysis for focal epilepsy. Epilepsy Research, 131, 1-8.
https://doi.org/10.1016/j.eplepsyres.2017.02.001

Olson, H. E., Kelly, M., LaCoursiere, C. M., Pinsky, R., Tambunan, D., Shain, C.,
Ramgopal, S., Takeoka, M., Libenson, M. H., Julich, K., Loddenkemper, T., Marsh, E.
D., Segal, D., Koh, S., Salman, M. S., Paciorkowski, A. R., Yang, E., Bergin, A. M.,
Sheidley, B. R., & Poduri, A. (2017). Genetics and genotype-phenotype correlations in
early onset epileptic encephalopathy with burst suppression. Annals of Neurology, 81(3),
419-429. https://doi.org/10.1002/ana.24883

Mizuguchi, T., Nakashima, M., Kato, M., Yamada, K., Okanishi, T., Ekhilevitch, N.,
Mandel, H., Eran, A., Toyono, M., Sawaishi, Y., Motoi, H., Shiina, M., Ogata, K.,
Miyatake, S., Miyake, N., Saitsu, H., & Matsumoto, N. (2017). PARS2 and NARS2
mutations in infantile-onset neurodegenerative disorder. Journal of Human Genetics,
62(5), 525-529. https://doi.org/10.1038/jhg.2016.163

Kambouris, M., Thevenon, J., Soldatos, A., Cox, A., Stephen, J., Ben-Omran, T., Al-
Sarraj, Y., Boulos, H., Bone, W., Mullikin, J. C., Masurel-Paulet, A., St-Onge, J.,
Dufford, Y., Chantegret, C., Thauvin-Robinet, C., Al-Alami, J., Faivre, L., Riviere, J. B.,
Gahl, W. A, ... El-Shanti, H. (2017). Biallelic SCN10A mutations in neuromuscular
disease and epileptic encephalopathy. Annals of Clinical and Translational Neurology,
4(1), 26-35. https://doi.org/10.1002/acn3.372

Fattal-Valevski, A., Eliyahu, H., Fraenkel, Ni. D., EImaliach, G., Hausman-Kedem, M.,
Shaag, A., Mandel, D., Pines, O., & Elpeleg, O. (2017). Homozygous mutation,
p.Pro304His, in IDH3A, encoding isocitrate dehydrogenase subunit is associated with
severe encephalopathy in infancy. Neurogenetics, 18(1), 57-61.
https://doi.org/10.1007/s10048-016-0507-z



Redler, S., Strom, T. M., Wieland, T., Cremer, K., Engels, H., Distelmaier, F., Schaper,
J., Kuchler, A., Lemke, J. R., Jeschke, S., Schreyer, N., Sticht, H., Koch, M., Ludecke,
H.-J., & Wieczorek, D. (2017). Variants in CPLX1 in two families with autosomal-
recessive severe infantile myoclonic epilepsy and ID. European Journal of Human
Genetics : EJHG, 25(7), 889-893. https://doi.org/10.1038/ejhg.2017.52

Barel, O., Malicdan, M. C. V, Ben-Zeev, B., Kandel, J., Pri-Chen, H., Stephen, J., Castro,
I. G., Metz, J., Atawa, O., Moshkovitz, S., Ganelin, E., Barshack, I., Polak-Charcon, S.,
Nass, D., Marek-Yagel, D., Amariglio, N., Shalva, N., Vilboux, T., Ferreira, C., ...
Anikster, Y. (2017). Deleterious variants in TRAK1 disrupt mitochondrial movement and
cause fatal encephalopathy. Brain : A Journal of Neurology, 140(3), 568-581.
https://doi.org/10.1093/brain/awx002

Wang, Y., Du, X,, Bin, R., Yu, S., Xia, Z., Zheng, G., Zhong, J., Zhang, Y., Jiang, Y.-H.,
& Wang, Y. (2017). Genetic Variants Identified from Epilepsy of Unknown Etiology in
Chinese Children by Targeted Exome Sequencing. Scientific Reports, 7, 403109.
https://doi.org/10.1038/srep40319

Zehavi, Y., Mandel, H., Zehavi, A., Rashid, M. A., Straussberg, R., Jabur, B., Shaag, A.,
Elpeleg, O., & Spiegel, R. (2017). De novo GRIN1 mutations: An emerging cause of
severe early infantile encephalopathy. European Journal of Medical Genetics, 60(6),
317-320. https://doi.org/10.1016/j.ejmg.2017.04.001

O’Brien, A., Marshall, C. R., Blaser, S., Ray, P. N., & Yoon, G. (2017). Severe
neurodegeneration, progressive cerebral volume loss and diffuse hypomyelination
associated with a homozygous frameshift mutation in CSTB. European Journal of
Human Genetics : EJHG, 25(6), 775-778. https://doi.org/10.1038/ejhg.2017.39

Lin, Z., Liu, Z., Li, X,, Li, F., Hu, Y., Chen, B., Wang, Z., & Liu, Y. (2017). Whole-
exome sequencing identifies a novel de novo mutation in DYNC1HL1 in

epileptic encephalopathies. Scientific Reports, 7(1), 258. https://doi.org/10.1038/s41598-
017-00208-6

Liu, Z., Li, Z., Zhi, X., Du, Y., Lin, Z., & Wu, J. (2018). Identification of De Novo
DNMT3A Mutations That Cause West Syndrome by Using Whole-Exome Sequencing.
Molecular Neurobiology, 55(3), 2483-2493. https://doi.org/10.1007/s12035-017-0483-9

Kudin, A. P., Baron, G., Zsurka, G., Hampel, K. G., Elger, C. E., Grote, A., Weber, Y.,
Lerche, H., Thiele, H., Nirnberg, P., Schulz, H., Ruppert, A.-K., Sander, T., Cheng, Q.,
Arnér, E. S., Schomburg, L., Seeher, S., Fradejas-Villar, N., Schweizer, U., & Kunz, W.
S. (2017). Homozygous mutation in TXNRD1 is associated with genetic generalized
epilepsy. Free Radical Biology & Medicine, 106, 270-277.
https://doi.org/10.1016/j.freeradbiomed.2017.02.040

Karan, K. R., Satishchandra, P., Sinha, S., & Anand, A. (2017). Rare SLC1AL1 variants in
hot water epilepsy. Human Genetics, 136(6), 693—703. https://doi.org/10.1007/s00439-
017-1778-7

Di Donato, N., Jean, Y. Y., Maga, A. M., Krewson, B. D., Shupp, A. B., Avrutsky, M. 1.,
Roy, A., Collins, S., Olds, C., Willert, R. A., Czaja, A. M., Johnson, R., Stover, J. A.,



Gottlieb, S., Bartholdi, D., Rauch, A., Goldstein, A., Boyd-Kyle, V., Aldinger, K. A., ...
Jinks, R. N. (2016). Mutations in CRADD Result in Reduced Caspase-2-Mediated
Neuronal Apoptosis and Cause Megalencephaly with a Rare Lissencephaly Variant.
American Journal of Human Genetics, 99(5), 1117-1129.
https://doi.org/10.1016/j.ajhg.2016.09.010

Sahin, Y., Glingor, O., Gormez, Z., Demirci, H., Ergiiner, B., Gungor, G., & Dilber, C.
(2017). Exome sequencing identifies a novel homozygous CLN8 mutation in a Turkish
family with Northern epilepsy. Acta Neurologica Belgica, 117(1), 159-167.
https://doi.org/10.1007/s13760-016-0721-3

Zerem, A., Haginoya, K., Lev, D., Blumkin, L., Kivity, S., Linder, I., Shoubridge, C.,
Palmer, E. E., Field, M., Boyle, J., Chitayat, D., Gaillard, W. D., Kossoff, E. H., Willems,
M., Geneviéve, D., Tran-Mau-Them, F., Epstein, O., Heyman, E., Dugan, S., ... Lerman-
Sagie, T. (2016). The molecular and phenotypic spectrum of IQSEC2-related epilepsy.
Epilepsia, 57(11), 1858-1869. https://doi.org/10.1111/epi.13560

Kimizu, T., Takahashi, Y., Oboshi, T., Horino, A., Koike, T., Yoshitomi, S., Mori, T.,
Yamaguchi, T., Ikeda, H., Okamoto, N., Nakashima, M., Saitsu, H., Kato, M.,
Matsumoto, N., & Imai, K. (2017). A case of early onset epileptic encephalopathy with de
novo mutation in SLC35A2: Clinical features and treatment for epilepsy. Brain &
Development, 39(3), 256-260. https://doi.org/10.1016/j.braindev.2016.09.009

Moen, M. N., Fjer, R., Hamdani, E. H., Laerdahl, J. K., Menchini, R. J., Vigeland, M. D.,
Sheng, Y., Undlien, D. E., Hassel, B., Salih, M. A., El Khashab, H. Y., Selmer, K. K., &
Chaudhry, F. A. (2016). Pathogenic variants in KCTD7 perturb neuronal K+ fluxes and
glutamine transport. Brain : A Journal of Neurology, 139(Pt 12), 3109-3120.
https://doi.org/10.1093/brain/aww244

Li, D., Yuan, H., Ortiz-Gonzalez, X. R., Marsh, E. D., Tian, L., McCormick, E. M.,
Kosobucki, G. J., Chen, W., Schulien, A. J., Chiavacci, R., Tankovic, A., Naase, C.,
Brueckner, F., von Stiilpnagel-Steinbeis, C., Hu, C., Kusumoto, H., Hedrich, U. B. S.,
Elsen, G., Hortnagel, K., ... Falk, M. J. (2016). GRIN2D Recurrent De Novo Dominant
Mutation Causes a Severe Epileptic Encephalopathy Treatable with NMDA Receptor
Channel Blockers. American Journal of Human Genetics, 99(4), 802-816.
https://doi.org/10.1016/j.ajhg.2016.07.013

Edvardson, S., Murakami, Y., Nguyen, T. T. M., Shahrour, M., St-Denis, A., Shaag, A.,
Damseh, N., Le Deist, F., Bryceson, Y., Abu-Libdeh, B., Campeau, P. M., Kinoshita, T.,
& Elpeleg, O. (2017). Mutations in the phosphatidylinositol glycan C (PIGC) gene are
associated with epilepsy and intellectual disability. Journal of Medical Genetics, 54(3),
196-201. https://doi.org/10.1136/jmedgenet-2016-104202

Koch, J., Mayr, J. A., Alhaddad, B., Rauscher, C., Bierau, J., Kovacs-Nagy, R., Coene, K.
L. M., Bader, I., Holzhacker, M., Prokisch, H., Venselaar, H., Wevers, R. A., Distelmaier,
F., Polster, T., Leiz, S., Betzler, C., Strom, T. M., Sperl, W., Meitinger, T., ... Haack, T.
B. (2017). CAD mutations and uridine-responsive epileptic encephalopathy. Brain : A
Journal of Neurology, 140(2), 279-286. https://doi.org/10.1093/brain/aww300



Darin, N., Reid, E., Prunetti, L., Samuelsson, L., Husain, R. A., Wilson, M., El Yacoubi,
B., Footitt, E., Chong, W. K., Wilson, L. C., Prunty, H., Pope, S., Heales, S., Lascelles,
K., Champion, M., Wassmer, E., Veggiotti, P., de Crécy-Lagard, V., Mills, P. B., &
Clayton, P. T. (2016). Mutations in PROSC Disrupt Cellular Pyridoxal Phosphate
Homeostasis and Cause Vitamin-B(6)-Dependent Epilepsy. American Journal of Human
Genetics, 99(6), 1325-1337. https://doi.org/10.1016/j.ajhg.2016.10.011

Xiong, Z., Yi, L., Cao, D., He, W., Chen, J., Gao, S., & Sun, X. (2016). Dravet syndrome
with autism inherited from a paternal mosaic heterozygous mutation on SCN1A. In
Journal of the neurological sciences (Vol. 369, pp. 53-56).
https://doi.org/10.1016/j.jns.2016.07.038

Malcolmson, J., Kleyner, R., Tegay, D., Adams, W., Ward, K., Coppinger, J., Nelson, L.,
Meisler, M. H., Wang, K., Robison, R., & Lyon, G. J. (2016). SCN8A mutation in a child
presenting with seizures and developmental delays. Cold Spring Harbor Molecular Case
Studies, 2(6), a001073. https://doi.org/10.1101/mcs.a001073

Kleyner, R., Malcolmson, J., Tegay, D., Ward, K., Maughan, A., Maughan, G., Nelson,
L., Wang, K., Robison, R., & Lyon, G. J. (2016). KBG syndrome involving a single-
nucleotide duplication in ANKRD11. Cold Spring Harbor Molecular Case Studies, 2(6),
a001131. https://doi.org/10.1101/mcs.a001131

Schossig, A., Wolf, N. 1., Fischer, C., Fischer, M., Stocker, G., Pabinger, S., Dander, A.,
Steiner, B., Tonz, O., Kotzot, D., Haberlandt, E., Amberger, A., Burwinkel, B., Wimmer,
K., Fauth, C., Grond-Ginsbach, C., Koch, M. J., Deichmann, A., von Kalle, C., ...
Zschocke, J. (2012). Mutations in ROGDI Cause Kohlschutter-Ténz Syndrome.
American Journal of Human Genetics, 90(4), 701-707.
https://doi.org/10.1016/j.ajhg.2012.02.012

Berger, 1., Dor, T., Halvardson, J., Edvardson, S., Shaag, A., Feuk, L., & Elpeleg, O.
(2012). Intractable epilepsy of infancy due to homozygous mutation in the EFHC1 gene.
Epilepsia, 53(8), 1436-1440. https://doi.org/10.1111/j.1528-1167.2012.03536.x

Ono, S., Yoshiura, K., Kinoshita, A., Kikuchi, T., Nakane, Y., Kato, N., Sadamatsu, M.,
Konishi, T., Nagamitsu, S., Matsuura, M., Yasuda, A., Komine, M., Kanai, K., Inoue, T.,
Osamura, T., Saito, K., Hirose, S., Koide, H., Tomita, H., ... Kurotaki, N. (2012).
Mutations in PRRT2 responsible for paroxysmal kinesigenic dyskinesias also

cause benign familial infantile convulsions. Journal of Human Genetics, 57(5), 338-341.
https://doi.org/10.1038/jhg.2012.23

Pierson, T. M., Adams, D., Bonn, F., Martinelli, P., Cherukuri, P. F., Teer, J. K., Hansen,
N. F., Cruz, P., Mullikin For The Nisc Comparative Sequencing Program, J. C.,
Blakesley, R. W., Golas, G., Kwan, J., Sandler, A., Fuentes Fajardo, K., Markello, T.,
Tifft, C., Blackstone, C., Rugarli, E. 1., Langer, T., ... Toro, C. (2011). Whole-exome
sequencing identifies homozygous AFG3L2 mutations in a spastic ataxia-neuropathy
syndrome linked to mitochondrial m-AAA proteases. PLoS Genetics, 7(10), e1002325.
https://doi.org/10.1371/journal.pgen.1002325

Heinzen, E. L., Depondt, C., Cavalleri, G. L., Ruzzo, E. K., Walley, N. M., Need, A. C.,
Ge, D., He, M., Cirulli, E. T., Zhao, Q., Cronin, K. D., Gumbs, C. E., Campbell, C. R.,



Hong, L. K., Maia, J. M., Shianna, K. V, McCormack, M., Radtke, R. A., O’Conner, G.
D., ... Goldstein, D. B. (2012). Exome sequencing followed by large-scale genotyping
fails to identify single rare variants of large effect in idiopathic generalized epilepsy.
American Journal of Human Genetics, 91(2), 293-302.
https://doi.org/10.1016/j.ajhg.2012.06.016

Staropoli, J. F., Karaa, A., Lim, E. T., Kirby, A., Elbalalesy, N., Romansky, S. G.,
Leydiker, K. B., Coppel, S. H., Barone, R., Xin, W., MacDonald, M. E., Abdenur, J. E.,
Daly, M. J., Sims, K. B., & Cotman, S. L. (2012). A homozygous mutation in KCTD7
links neuronal ceroid lipofuscinosis to the ubiquitin-proteasome system. American
Journal of Human Genetics, 91(1), 202—208. https://doi.org/10.1016/j.ajhg.2012.05.023

Elo, J. M., Yadavalli, S. S., Euro, L., Isohanni, P., Gétz, A., Carroll, C. J., Valanne, L.,
Alkuraya, F. S., Uusimaa, J., Paetau, A., Caruso, E. M., Pihko, H., Ibba, M., Tyynismaa,
H., & Suomalainen, A. (2012). Mitochondrial phenylalanyl-tRNA synthetase mutations
underlie fatal infantile Alpers encephalopathy. Human Molecular Genetics, 21(20),
4521-4529. https://doi.org/10.1093/hmg/dds294

Murdock, D. R., Clark, G. D., Bainbridge, M. N., Newsham, I., Wu, Y.-Q., Muzny, D.
M., Cheung, S. W., Gibbs, R. A., & Ramocki, M. B. (2011). Whole-exome sequencing
identifies compound heterozygous mutations in WDR62 in siblings with recurrent
polymicrogyria. American Journal of Medical Genetics. Part A, 155A(9), 2071-2077.
https://doi.org/10.1002/ajmg.a.34165

Lee, J. H., Huynh, M., Silhavy, J. L., Kim, S., Dixon-Salazar, T., Heiberg, A., Scott, E.,
Bafna, V., Hill, K. J., Collazo, A., Funari, V., Russ, C., Gabriel, S. B., Mathern, G. W., &
Gleeson, J. G. (2012). De novo somatic mutations in components of the PI3K-AKT3-
MTOR pathway cause hemimegalencephaly. Nature Genetics, 44(8), 941-945.
https://doi.org/10.1038/ng.2329

Saitsu, H., Kato, M., Osaka, H., Moriyama, N., Horita, H., Nishiyama, K., Yoneda, Y.,

Kondo, Y., Tsurusaki, Y., Doi, H., Miyake, N., Hayasaka, K., & Matsumoto, N. (2012).
CASK aberrations in male patients with Ohtahara syndrome and cerebellar hypoplasia.

Epilepsia, 53(8), 1441-1449. https://doi.org/10.1111/j.1528-1167.2012.03548.x



