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EDUCATION

PhD in Neuroscience
Kyoto University, Kyoto, Japan (2007 - 2010)

Residency in Neurology and Psychiatry
University of Santo Tomas Hospital, Manila, Philippines (2002 - 2006)

Doctor of Medicine
Saint Louis University, Baguio City, Philippines (1994 - 1999)

Bachelor of Science, Nursing
Saint Louis University, Baguio City, Philippines (1990 - 1994)

TEACHING EXPERIENCE

HONORS AND DISTINCTIONS

2019 — NIH Director’s Award, as part of the UDN Leadership Committee

2018 — Mentorship award, NHGRI Intramural award

2016 — Doctor of the Year award — Hermansky-Pudlak Syndrome annual meeting

2015 - Elsevier Award for Best Oral presentation, 15th World Muscle Society, Kumamoto, Japan
2009 - Elsevier Award for Best Oral presentation, 14th World Muscle Society, Geneva, Switzerland
2006 - Elsevier Award for Best Poster presentation, 11th World Muscle Society, Brugge, Belgium

2004 - Excellence in Neurology Training Award, UST, Manila, Philippines

PROFESSIONAL MEMBERSHIP

2006 - Present  World Muscle Society (WMS)

2006 - Present  Asian Oceanian Myology Conference (AOMC)
2007 - Present  American Society of Cell Biology (ASCB)
2011 - Present  Society for Glycobiology

2012 - Present  American Society of Human Genetics (ASHG)

2017 - Present  American Society of Gene & Cell Therapy (ASGCT)

PROFESSIONAL ACTIVITIES

Director, NIH UDP Translational Laboratory

2019 - Present
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Deputy Director of the NIH UDP Translational Laboratory 2018 - 2019

Staff Scientist 2015 - Present
NIH Undiagnosed Diseases Program

National Institutes of Health, Bethesda, MD

Adjunct Professor, Anatomy and Physiology Jul 2016 - Present

Howard Community College

Howard, MD, USA

Postdoctoral Visiting Fellow
Office of the Clinical Director and the NIH Undiagnosed Diseases Program, Gahl Lab
Bethesda, MA, USA Mar 2011 - Dec 2015

Postdoctoral Visiting Fellow
Department of Neuromuscular Research, NIN, NCNP, Nishino Lab
Tokyo, Japan USA Jan 2010 - Mar 2011

Neuromuscular Research Fellow
Department of Neuromuscular Research, NIN, NCNP, Nishino Lab
Tokyo, Japan USA Dec 2006 - Jan 2010

Vice-Chair 2021 - present
Animal Care and Use Committee, NHGRI

Co-Chair 2021 - present
Undiagnosed Diseases Network International Functional Study Working Group

Co-Chair 2015 - present
Undiagnosed Diseases Network Model Organisms Working Group

Steering Committee member 2015 - Present
Undiagnosed Disease Network

ACUC Member 2017 — present
NHGRI Animal and Care Use Committee

NHGRI Advisory Committee 2016 - present
Embryonic Stem Cell and Transgenic Mouse Core

Steering Committee member 2014 - present
Clinical Glycoscience Group

Ad Hoc Reviewer — Manuscripts 2008 - present
New England Journal of Medicine, Nature Communications, Cell Reports, Journal of Experimental Medicine, Neuromuscular
Disorders, Biomed Central Medical Genetics, Biomed Central Journal series, Acta Neuropathologica, Acta Neuropathologica
Communications, PLoS ONE, Rubrig, Brain

Ad Hoc Reviewer — Neuromuscular Clinical cases, NIH Undiagnosed Disease Program 2014 - 2016

Associate Editor — Manuscripts, Biomed Central Musculoskeletal Disorders 2014 - present
Grant Reviewer

AMED, Japan 2018 - present
Telethon 2016 - present

PUBLICATIONS

1. Shimada S, Ng BG, White AL, Nickander KK, Turgeon C, Liedtke KL, Lam CT, Font-Montgomery E, Lourenco
CM, He M, Peck DS, Umana LA, Uhles CL, Haynes D, Wheeler PG, Bamshad MJ, Nickerson DA, Cushing T,
Gates R, Gomez-Ospina N, Byers HM; UW Center for Mendelian Genomics, Scalco FB, Martinez NN, Sachdev R,
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Smith L, Poduri A, Malone S, Harris RV, Scheffer IE, Rosenzweig SD, Adams DR, Gahl WA, Malicdan MCV,
Raymond KM, Freeze HH, Wolfe LA. Clinical, biochemical and genetic characteristics of MOGS-CDG: a rare
congenital disorder of glycosylation. J Med Genet. 2022 Jul 5:jmedgenet-2021-108177. doi: 10.1136/jmedgenet-
2021-108177. PMID: 35790351.

Imani J, Bodine SPM, Lamattina AM, Ma DD, Shrestha S, Maynard DM, Bishop K, Nwokeji A, Malicdan MCV,
Testa LC, Sood R, Stump B, Rosas 10, Perrella MA, Handin R, Young LR, Gochuico BR, EI-Chemaly S.
Dysregulated myosin in Hermansky-Pudlak syndrome lung fibroblasts is associated with increased cell motility.
Respir Res. 2022 Jun 23;23(1):167. doi: 10.1186/s12931-022-02083-w. PMID: 35739508.

Abudi-Sinreich S, Bodine SP, Yokoyama T, Tolman NJ, Tyrlik M, Testa LC, Han CG, Dorward HM, Wincovitch
SM, Anikster Y, Gahl WA, Cinar R, Gochuico BR, Malicdan MCV. Progressive pulmonary fibrosis in a murine
model of Hermansky-Pudlak syndrome. Respir Res. 2022 May 4;23(1):112. doi: 10.1186/s12931-022-02002-z.
PMID: 35509004.

Montano C, Cassini T, Ziegler SG, Boehm M, Nicoli ER, Mindell JA, Soldatos AG, Manoli |, Wolfe L,
Macnamara EF, Malicdan MCV, Adams DR, Tifft CJ, Toro C, Gahl WA. Diagnosis and discovery: Insights from
the NIH Undiagnosed Diseases Program. J Inherit Metab Dis. 2022 Apr 30. doi: 10.1002/jimd.12506. PMID
35490291.

Forsyth R, Parisi MA, Altintas B, Malicdan MC, Vilboux T, Knoll J, Brooks BP, Zein WM, Gahl WA, Toro C,
Gunay-Aygun M. Systematic analysis of physical examination characteristics of 94 individuals with Joubert
syndrome: Keys to suspecting the diagnosis. Am J Med Genet C Semin Med Genet. 2022 Mar;190(1):121-130.
doi: 10.1002/ajmg.c.31966. PMID 35312150.

Han ST, Kim AC, Garcia K, Schimmenti LA, Macnamara E, Network UD, Gahl WA, Malicdan MC, Tifft CJ.
PUS7 deficiency in human patients causes profound neurodevelopmental phenotype by dysregulating protein
translation. Mol Genet Metab. 2022 Mar;135(3):221-229. doi: 10.1016/j.ymgme.2022.01.103. Epub 2022 Feb 1.
PMID: 35144859.

Mota A, Waxman HK, Hong R, Lagani GD, Niu SY, Bertherat FL, Wolfe L, Malicdan CM, Markello TC, Adams
DR, Gahl WA, Cheng CS, Beffert U, Ho A. FOXRL1 regulates stress response pathways and is necessary for proper
brain development. PLoS Genet. 2021 Nov 1;17(11):1009854. doi: 10.1371/journal.pgen.1009854. eCollection
2021 Nov. PMID: 34723967.

Cinar R, Park JK, Zawatsky CN, Coffey NJ, Bodine SP, Abdalla J, Yokoyama T, Jourdan T, Jay L, Zuo MXG,
O'Brien KJ, Huang J, Mackie K, Alimardanov A, lyer MR, Gahl WA, Kunos G, Gochuico BR, Malicdan MCV.
CB1 R and iNOS are distinct players promoting pulmonary fibrosis in Hermansky-Pudlak syndrome. Clin Transl

Med. 2021 Jul;11(7):e471. doi: 10.1002/ctm2.471. PMID: 34323400

Boulin T, Itani O, El Mouridi S, Leclercg-Blondel A, Gendrel M, Macnamara E, Soldatos A, Murphy JL, Gorman
MP, Lindsey A, Shimada S, Turner D, Silverman GA, Baldridge D; Undiagnosed Diseases Network, Malicdan
MC, Schedl T, Pak SC. Functional analysis of a de novo variant in the neurodevelopment and generalized epilepsy
disease gene NBEA. Mol Genet Metab. 2021 Sep-Oct;134(1-2):195-202. doi: 10.1016/j.ymgme.2021.07.013.
Epub 2021 Aug 9. PMID: 34412939.

Carrillo N, Malicdan MC, Leoyklang P, Shrader JA, Joe G, Slota C, Perreault J, Heiss JD, Class B, Liu CY,
Bradley K, Jodarski C, Ciccone C, Driscoll C, Parks R, Van Wart S, Bayman L, Coffey CS, Quintana M, Berry
SM, Huizing M, Gahl WA. Genet Med. 2021 Nov;23(11):2067-2075. doi: 10.1038/s41436-021-01259-x. Epub
2021 Jul 13. PMID: 34257421

Testa LC, Jule Y, Lundh L, Bertotti K, Merideth MA, O'Brien KJ, Nathan SD, Venuto DC, EI-Chemaly S,
Malicdan MCV, Gochuico BR. Automated Digital Quantification of Pulmonary Fibrosis in Human Histopathology
Specimens. Front Med (Lausanne). 2021 Jun 15;8:607720. doi: 10.3389/fmed.2021.607720. eCollection 2021.
PMID: 34211981.

Schoch K, Esteves C, Bican A, Spillmann R, Cope H, McConkie-Rosell A, Walley N, Fernandez L, Kohler JN,
Bonner D, Reuter C, Stong N, Mulvihill JJ, Novacic D, Wolfe L, Abdelbaki A, Toro C, Tifft C, Malicdan M, Gahl
W, Liu P, Newman J, Goldstein DB, Hom J, Sampson J, Wheeler MT, Undiagnosed Diseases N, Cogan J,
Barnstein JA, Adams DA, McCray AT, Shashi V. Clinical sites of the Undiagnosed Diseases Network: unique
contributions to genomic medicine and science. Genetics in medicine : official journal of the American College
of Medical Genetics 2021;23(2):259-71.

O'Brien KJ, Parisi X, Shelman NR, Merideth MA, Introne WJ, Heller T, Gahl WA, Malicdan MCV, Gochuico BR.
Inflammatory bowel disease in Hermansky-Pudlak syndrome: a retrospective single-centre cohort study. J Intern
Med 2021.
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Burke EA, Sturgeon M, Zastrow DB, Fernandez L, Prybol C, Marwaha S, Frothingham EP, Ward PA, Eng CM,
Fresard L, Montgomery SB, Enns GM, Fisher PG, Wolfe LA, Harding B, Carrington B, Bishop K, Sood R, Huang
Y, Elkahloun A, Toro C, Bassuk AG, Wheeler MT, Markello TC, Gahl WA, Malicdan MCV. Compound
heterozygous KCTD7 variants in progressive myoclonus epilepsy. J Neurogenet 2021:1-10.

Huizing M, Hackbarth ME, Adams DR, Wasserstein M, Patterson MC, Walkley SU, Gahl WA, Consortium F,
Adams DR, Dobrenis K, Foglio J, Gahl WA, Gasnier B, Hackbarth M, Huizing M, Lek M, Malicdan MCV,
Paavola LE, Patterson MC, Reimer R, Walkley SU, Wasserstein M, Wang RY, Zoncu R. Free sialic acid storage
disorder: Progress and promise. Neurosci Lett 2021;755:135896.

Nistala H, Dronzek J, Gonzaga-Jauregui C, Chim SM, Rajamani S, Nuwayhid S, Delgado D, Burke E, Karaca E,
Franklin MC, Sarangapani P, Podgorski M, Tang Y, Dominguez MG, Withers M, Deckelbaum RA, Scheonherr
CJ, Gahl WA, Malicdan MC, Zambrowicz B, Gale NW, Gibbs RA, Chung WK, Lupski JR, Economides AN.
NMIHBA results from hypomorphic PRUNEL variants that lack short-chain exopolyphosphatase activity. Hum
Mol Genet 2021;29(21):3516-31

Beck DB, Ferrada MA, Sikora KA, Ombrello AK, Collins JC, Pei W, Balanda N, Ross DL, Ospina Cardona D, Wu
Z, Patel B, Manthiram K, Groarke EM, Gutierrez-Rodrigues F, Hoffmann P, Rosenzweig S, Nakabo S, Dillon LW,
Hourigan CS, Tsai WL, Gupta S, Carmona-Rivera C, Asmar AJ, Xu L, Oda H, Goodspeed W, Barron KS,
Nehrebecky M, Jones A, Laird RS, Deuitch N, Rowczenio D, Rominger E, Wells KV, Lee C-CR, Wang W, Trick
M, Mullikin J, Wigerblad G, Brooks S, Dell'Orso S, Deng Z, Chae JJ, Dulau-Florea A, Malicdan MCV, Novacic
D, Colbert RA, Kaplan MJ, Gadina M, Savic S, Lachmann HJ, Abu-Asab M, Solomon BD, Retterer K, Gahl WA,
Burgess SM, Aksentijevich I, Young NS, Calvo KR, Werner A, Kastner DL, Grayson PC. Somatic Mutations in
UBAL and Severe Adult-Onset Autoinflammatory Disease. N Engl J Med 2020;383(27):2628-38.

Johnstone T, Wang J, Ross D, Balanda N, Huang Y, Godfrey R, Groden C, Barton BR, Gahl W, Toro C, Malicdan
MCV. Biallelic variants in two complex I genes cause abnormal splicing defects in probands with mild Leigh
syndrome. Mol Genet Metab 2020;131(1-2):98-106.

Sharma P, Nicoli E-R, Serra-Vinardell J, Morimoto M, Toro C, Malicdan MCV, Introne WJ. Chediak-Higashi
syndrome: a review of the past, present, and future. Drug Discov Today Dis Models 2020;31:31-36.

Yarnell DS, Roney JC, Teixeira C, Freitas Ml, Cipriano A, Leuschner P, Krzewski K, Stephen J, Dorward H, Gahl
WA, Gochuico BR, Toro C, Malicdan MC, Introne WJ. Diagnosis of Chediak Higashi disease in a 67-year old
woman. Am J Med Genet A 2020;182(12):3007-13.

Tambe MA, Ng BG, Shimada S, Wolfe LA, Adams DR, Undiagnosed Diseases N, Gahl WA, Bamshad MJ,
Nickerson DA, Malicdan MCV, Freeze HH. Mutations in GET4 disrupt the transmembrane domain recognition
complex pathway. J Inherit Metab Dis 2020.

Serra-Vinardell J, Sandler MB, Pak E, Zheng W, Dutra A, Introne W, Gahl WA, Malicdan MC. Generation and
characterization of four Chediak-Higashi Syndrome (CHS) induced pluripotent stem cell (iPSC) lines. Stem Cell
Res 2020;47:101883.

Park JK, Coffey NJ, Bodine SP, Zawatsky CN, Jay L, Gahl WA, Kunos G, Gochuico BR, Malicdan MCV, Cinar
R. Bleomycin Induces Drug Efflux in Lungs. A Pitfall for Pharmacological Studies of Pulmonary Fibrosis. Am J
Respir Cell Mol Biol 2020;62(2):178-90. PMCID: PMC6993545.

Huizing M, Malicdan MCV, Wang JA, Pri-Chen H, Hess RA, Fischer R, O'Brien KJ, Merideth MA, Gahl WA,
Gochuico BR. Hermansky-Pudlak syndrome: Mutation update. Hum Mutat 2020;41(3):543-80.

Gochuico BR, Ziegler SG, Ten NS, Balanda NJ, Mason CE, Zumbo P, Evans CA, Van Waes C, Gahl WA,
Malicdan MCV. A comprehensive, multidisciplinary, precision medicine approach to discover effective therapy for
an undiagnosed, progressive, fibroinflammatory disease. Transl Res 2020;215:31-40. PMCID: PMC6939610.
Davids M, Menezes M, Guo Y, McLean SD, Hakonarson H, Collins F, Worgan L, Billington CJ, Jr., Maric I,
Littlejohn RO, Onyekweli T, Members Of The U, Adams DR, Tifft CJ, Gahl WA, Wolfe LA, Christodoulou J,
Malicdan MCV. Homozygous splice-variants in human ARV1 cause GPl-anchor synthesis deficiency. Mol Genet
Metab 2020;130(1):49-57. PMCID: PMC7303973.

Blanco-Sanchez B, Clement A, Stednitz SJ, Kyle J, Peirce JL, McFadden M, Wegner J, Phillips JB, Macnamara E,
Huang Y, Adams DR, Toro C, Gahl WA, Malicdan MCV, Tifft CJ, Zink EM, Bloodsworth KJ, Stratton KG,
Undiagnosed Diseases N, Koeller DM, Metz TO, Washbourne P, Westerfield M. yippee like 3 (ypel3) is a novel
gene required for myelinating and perineurial glia development. PL0oS Genet 2020;16(6):¢1008841. PMCID:
PMC7319359.

Ates KM, Wang T, Moreland T, Veeranan-Karmegam R, Ma M, Jeter C, Anand P, Wenzel W, Kim HG, Wolfe
LA, Stephen J, Adams DR, Markello T, Tifft CJ, Settlage R, Gahl WA, Gonsalvez GB, Malicdan MC, Flanagan-
Steet H, Pan YA. Deficiency in the endocytic adaptor proteins PHETAZL/2 impairs renal and craniofacial
development. Dis Model Mech 2020;13(5). PMCID: PMC7272357.

Carrillo N, Malicdan MC, Huizing M. GNE Myopathy. In: Adam MP, Ardinger HH, Pagon RA, et al., eds.
GeneReviews((R)). Seattle (WA), 1993.

M. Malicdan, MD, PhD — 08192022



30.

31.

32.

33.

34.

35.

36.

37.

38.

39.

40.

41.

42.

43.

Tian E, Wang S, Zhang L, Zhang Y, Malicdan MC, Mao Y, Christoffersen C, Tabak LA, Schjoldager KT, Ten
Hagen KG. Galnt11 regulates kidney function by glycosylating the endocytosis receptor megalin to modulate
ligand binding. Proc Natl Acad Sci U S A 2019;116(50):25196-202. PMCID: PMC6911204.

Sharma P, Reichert M, Lu Y, Markello TC, Adams DR, Steinbach PJ, Fugua BK, Parisi X, Kaler SG, Vulpe CD,
Anderson GJ, Gahl WA, Malicdan MCV. Biallelic HEPHL1 variants impair ferroxidase activity and cause an
abnormal hair phenotype. PL0oS Genet 2019;15(5):e1008143. PMCID: PMC6534290.

Rodriguez-Gil JL, Watkins-Chow DE, Baxter LL, Yokoyama T, Zerfas PM, Starost MF, Gahl WA, Malicdan
MCV, Porter FD, Platt FM, Pavan WJ. NPC1 Deficiency in Mice is Associated with Fetal Growth Restriction,
Neonatal Lethality and Abnormal Lung Pathology. J Clin Med 2019;9(1). PMCID: PMC7019814.

Power B, Ferreira CR, Chen D, Zein WM, O'Brien KJ, Introne WJ, Stephen J, Gahl WA, Huizing M, Malicdan
MCV, Adams DR, Gochuico BR. Hermansky-Pudlak syndrome and oculocutaneous albinism in Chinese children
with pigmentation defects and easy bruising. Orphanet J Rare Dis 2019;14(1):52. PMCID: PMC6385472.
Pode-Shakked B, Heimer G, Vilboux T, Marek-Yagel D, Ben-Zeev B, Davids M, Ferreira CR, Philosoph AM,
Veber A, Pode-Shakked N, Kenet G, Soudack M, Hoffmann C, Vernitsky H, Safaniev M, Lodzki M, Lahad A,
Shouval DS, Levinkopf D, Weiss B, Barg AA, Daka A, Amariglio N, Malicdan MCV, Gahl WA, Anikster Y.
Cerebral and portal vein thrombosis, macrocephaly and atypical absence seizures in Glycosylphosphatidyl inositol
deficiency due to a PIGM promoter mutation. Mol Genet Metab 2019;128(1-2):151-61.

Nicoli ER, Weston MR, Hackbarth M, Becerril A, Larson A, Zein WM, Baker PR, 2nd, Burke JD, Dorward H,
Davids M, Huang Y, Adams DR, Zerfas PM, Chen D, Markello TC, Toro C, Wood T, Elliott G, Vu M,
Undiagnosed Diseases N, Zheng W, Garrett LJ, Tifft CJ, Gahl WA, Day-Salvatore DL, Mindell JA, Malicdan
MCV. Lysosomal Storage and Albinism Due to Effects of a De Novo CLCN7 Variant on Lysosomal Acidification.
Am J Hum Genet 2019;104(6):1127-38. PMCID: PMC6562152.

Macnamara EF, Koehler AE, D'Souza P, Estwick T, Lee P, Vezina G, Undiagnosed Diseases N, Fauni H,
Braddock SR, Torti E, Holt JM, Sharma P, Malicdan MCV, Tifft CJ. Kilquist syndrome: A novel syndromic
hearing loss disorder caused by homozygous deletion of SLC12A2. Hum Mutat 2019;40(5):532-38. PMCID:
PMC6693334.

Kuo ME, Theil AF, Kievit A, Malicdan MC, Introne WJ, Christian T, Verheijen FW, Smith DEC, Mendes M,
Hussaarts-Odijk L, van der Meijden E, van Slegtenhorst M, Wilke M, Vermeulen W, Raams A, Groden C,
Shimada S, Meyer-Schuman R, Hou YM, Gahl WA, Antonellis A, Salomons GS, Mancini GMS. Cysteinyl-tRNA
Synthetase Mutations Cause a Multi-System, Recessive Disease That Includes Microcephaly, Developmental
Delay, and Brittle Hair and Nails. Am J Hum Genet 2019;104(3):520-29. PMCID: PMC6407526.

Kanca O, Andrews JC, Lee PT, Patel C, Braddock SR, Slavotinek AM, Cohen JS, Gubbels CS, Aldinger KA,
Williams J, Indaram M, Fatemi A, Yu TW, Agrawal PB, Vezina G, Simons C, Crawford J, Lau CC, Undiagnosed
Diseases N, Chung WK, Markello TC, Dobyns WB, Adams DR, Gahl WA, Wangler MF, Yamamoto S, Bellen HJ,
Malicdan MCV. De Novo Variants in WDR37 Are Associated with Epilepsy, Colobomas, Dysmorphism,
Developmental Delay, Intellectual Disability, and Cerebellar Hypoplasia. Am J Hum Genet 2019;105(2):413-24.
PMCID: PMC6699142.

Kanca O, Andrews JC, Lee PT, Patel C, Braddock SR, Slavotinek AM, Cohen JS, Gubbels CS, Aldinger KA,
Williams J, Indaram M, Fatemi A, Yu TW, Agrawal PB, Vezina G, Simons C, Crawford J, Lau CC, Undiagnosed
Diseases N, Chung WK, Markello TC, Dobyns WB, Adams DR, Gahl WA, Wangler MF, Yamamoto S, Bellen HJ,
Malicdan MCV. De Novo Variants in WDR37 Are Associated with Epilepsy, Colobomas, Dysmorphism,
Developmental Delay, Intellectual Disability, and Cerebellar Hypoplasia. Am J Hum Genet 2019;105(3):672-74.
PMCID: PMC6732524.

Huizing M, Yardeni T, Fuentes F, Malicdan MCV, Leoyklang P, Volkov A, Dekel B, Brede E, Blake J, Powell A,
Chatrathi H, Anikster Y, Carrillo N, Gahl WA, Kopp JB. Rationale and Design for a Phase 1 Study of N-
Acetylmannosamine for Primary Glomerular Diseases. Kidney Int Rep 2019;4(10):1454-62. PMCID:
PMC6829193.

Gu F, Wu A, Gordon MG, Vlahos L, Macnamara S, Burke E, Malicdan MC, Adams DR, Tifft CJ, Toro C, Gahl
WA, Markello TC. A suite of automated sequence analyses reduces the number of candidate deleterious variants
and reveals a difference between probands and unaffected siblings. Genet Med 2019;21(8):1772-80. PMCID:
PMC6669106.

Davids M, Markello T, Wolfe LA, Chepa-Lotrea X, Tifft CJ, Gahl WA, Malicdan MCV. Early infantile-onset
epileptic encephalopathy 28 due to a homozygous microdeletion involving the WWOX gene in a region of
uniparental disomy. Hum Mutat 2019;40(1):42-47. PMCID: PMC6296882.

Davids M, Kane MS, Wolfe LA, Toro C, Tifft CJ, Adams D, Li X, Raihan MA, He M, Gahl WA, Boerkoel CF,
Malicdan MCV. Glycomics in rare diseases: from diagnosis tomechanism. Transl Res 2019;206:5-17.
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Chin JJ, Behnam B, Davids M, Sharma P, Zein WM, Wang C, Chepa-Lotrea X, Gallantine WB, Toro C, Adams
DR, Tifft CJ, Gahl WA, Malicdan MCV. Novel mutations in CLN6 cause late-infantile neuronal ceroid
lipofuscinosis without visual impairment in two unrelated patients. Mol Genet Metab 2019;126(2):188-95.
Toro C, Hori RT, Malicdan MCV, Tifft CJ, Goldstein A, Gahl WA, Adams DR, Fauni HB, Wolfe LA, Xiao J,

Khan MM, Tian J, Hope KA, Reiter LT, Tremblay MG, Moss T, Franks AL, Balak C, Group CRR, LeDoux MS. A
recurrent de novo missense mutation in UBTF causes developmental neuroregression. Hum Mol Genet.
2018;27(4):691-705. PubMed PMID: Medline:29300972. English.

Toro C, Hori RT, Malicdan MCV, Tifft CJ, Goldstein A, Gahl WA, Adams DR, Fauni HB, Wolfe LA, Xiao J,
Khan MM, Tian J, Hope KA, Reiter LT, Tremblay MG, Moss T, Franks AL, Balak C, Group CRR, LeDoux MS. A
recurrent de novo missense mutation in UBTF causes developmental neuroregression. Hum Mol Genet.
2018;27(7):1310. PubMed PMID: Medline:29447355. English.

Strongin A, Heller T, Doherty D, Glass IA, Parisi MA, Bryant J, Choyke P, Turkbey B, Daryanani K, Yildirimli D,
Vemulapalli M, Mullikin JC, Malicdan MC, Vilboux T, Gahl WA, Gunay-Aygun M, Program NCS.
Characteristics of Liver Disease in 100 Individuals With Joubert Syndrome Prospectively Evaluated at a Single
Center. Journal of pediatric gastroenterology and nutrition. 2018;66(3):428-35. PubMed PMID:
Medline:29112083. English.

Stephen J, Nampoothiri S, Vinayan KP, Yesodharan D, Remesh P, Gahl WA, Malicdan MCV. Cortical atrophy
and hypofibrinogenemia due to FGG and TBCD mutations in a single family: a case report. BMC medical
genetics. 2018;19(1):80. PubMed PMID: Medline:29769041. English.

Stephen J, Nampoothiri S, Kuppa S, Yesodharan D, Radhakrishnan N, Gahl WA, Malicdan MCV. Novel
truncating mutation in TENM3 in siblings with motor developmental delay, ocular coloboma, oval cornea, without
microphthalmia. Am J Med Genet A. 2018. PubMed PMID: Medline:30513139. English.

Stephen J, Nampoothiri S, Banerjee A, Tolman NJ, Penninger JM, Elling U, Agu CA, Burke JD, Devadathan K,
Kannan R, Huang Y, Steinbach PJ, Martinis SA, Gahl WA, Malicdan MCV. Loss of function mutations in VARS
encoding cytoplasmic valyl-tRNA synthetase cause microcephaly, seizures, and progressive cerebral atrophy.
Human genetics. 2018;137(4):293-303. PubMed PMID: Medline:29691655. English.

Stephen J, Maddirevula S, Nampoothiri S, Burke JD, Herzog M, Shukla A, Steindl K, Eskin A, Patil SJ, Joset P,
Lee H, Garrett LJ, Yokoyama T, Balanda N, Bodine SP, Tolman NJ, Zerfas PM, Zheng A, Ramantani G, Girisha
KM, Rivas C, Suresh PV, Elkahloun A, Alsaif HS, Wakil SM, Mahmoud L, Ali R, Prochazkova M, Undiagnosed
Diseases Network m, Kulkarni AB, Ben-Omran T, Colak D, Morris HD, Rauch A, Martinez-Agosto JA, Nelson
SF, Alkuraya FS, Gahl WA, Malicdan MCV. Bi-allelic TMEM94 Truncating Variants Are Associated with
Neurodevelopmental Delay, Congenital Heart Defects, and Distinct Facial Dysmorphism. Am J Hum Genet.
2018;103(6):948-67. PubMed PMID: Medline:30526868. English.

Shanbhag NM, Geschwind MD, DiGiovanna JJ, Groden C, Godfrey R, Yousefzadeh MJ, Wade EA, Niedernhofer
LJ, Malicdan MCV, Kraemer KH, Gahl WA, Toro C. Neurodegeneration as the presenting symptom in 2 adults
with xeroderma pigmentosum complementation group F. Neurology Genetics. 2018;4(3):e240. PubMed PMID:
Medline:29892709. English.
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