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Bio

BIO
Dr Wheeler is a physician scientist with interests in cardiomyopathies, rare and undiagnosed diseases, therapeutics and genomics. He has experience

treating patients with hypertrophic cardiomyopathy, neuromuscular disease associated cardiomyopathies including adults with Duchenne and Becker

muscular dystrophies, myotonic dystrophy, limb girdle muscular dystrophies, inherited dilated cardiomyopathies, advanced heart failure, mechanical

circulatory support/LVADs, heart and multiorgan transplant, and competitive athletes with cardiac disease. He is Director of the Stanford Center for

Undiagnosed Diseases, a clinical site of the Undiagnosed Diseases Network..He has extensive translational science efforts, as site PI for clinical trials

for hypertrophic cardiomyopathy and dilated cardiomyopathy and for cardiomyopathy consortia including NONCOMPACT, PPCM and the Precision

Medicine Study/DCM Consortium. He is Co-PI of the GREGoR Stanford Site, a research center of the GREGoR Consortium, and Co-PI of the NIH-

funded Bioinformatics Center of the Molecular Transducers of Physical Activity Consortium. His laboratory efforts focus on advancing diagnostic

and therapeutic approaches in ultrarare diseases, with a focus on iPSC models, RNA-based diagnostics and therapeutics. He pursues projects and

collaborations at the intersection of rare disease genetics, genomics, therapeutics and clinical investigation.

CLINICAL FOCUS
• Cardiology

• Cardiomyopathy, Hypertrophic, Familial

• Cardiovascular Genetics

• Myotonic Dystrophy associated Cardiomyopathy

• Heart Failure

• Undiagnosed Diseases

• Mechanical Circulatory Support

• Cardiac Amyloid

• Heart Transplantation

• Muscular Dystrophy associated Cardiomyopathy
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• Arrhythmogenic Right Ventricular Cardiomyopathy

• Rare Diseases

• Dilated Cardiomyopathies

• Sports Cardiology

• Duchenne and Becker Muscular Dystrophy

• BAG3 associated cardiomyopathy

• Advanced Heart Failure and Transplant Cardiology

ACADEMIC APPOINTMENTS
• Associate Professor - University Medical Line, Medicine - Cardiovascular Medicine

• Member, Bio-X

• Member, Cardiovascular Institute

• Member, Wu Tsai Human Performance Alliance

• Member, Maternal & Child Health Research Institute (MCHRI)

• Member, Wu Tsai Neurosciences Institute

ADMINISTRATIVE APPOINTMENTS
• Director, Center for Undiagnosed Diseases at Stanford, (2014- present)

• Adult Medical Director, Center for Undiagnosed Diseases at Stanford, (2015- present)

BOARDS, ADVISORY COMMITTEES, PROFESSIONAL ORGANIZATIONS
• Member, American Heart Association (2012 - present)

• Member, American College of Cardiology (2017 - present)

• Member, American Society of Human Genetics (2016 - present)

PROFESSIONAL EDUCATION
• Fellowship: Stanford University Advanced Heart Failure and Transplant Fellowship (2013) CA

• Fellowship: Stanford University Cardiovascular Medicine Fellowship (2012) CA

• Residency: Stanford University Internal Medicine Residency (2007) CA

• Medical Education: Pritzker School of Medicine University of Chicago Registrar (2005) IL

• Board Certification: Advanced Heart Failure and Transplant Cardiology, American Board of Internal Medicine (2014)

• Board Certification: Cardiovascular Disease, American Board of Internal Medicine (2012)

• Bachelor of Arts, Williams College , History and Biology (1998)

COMMUNITY AND INTERNATIONAL WORK
• Undiagnosed Diseases - Latin America

LINKS
• Wheeler lab: https://med.stanford.edu/mattlab.html

• Center for Undiagnosed Diseases at Stanford: http://undiagnosed.stanford.edu

• GREGoR Stanford Site: https://gregor.stanford.edu/

• MoTrPAC Data Hub: http://motrpac-data.org/

• Get a Second Opinion: https://stanfordhealthcare.org/second-opinion/overview.html
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Research & Scholarship

CURRENT RESEARCH AND SCHOLARLY INTERESTS
Translational research in rare and undiagnosed diseases. Basic and clinical research in cardiomyopathy genetics, mechanisms, screening, and

treatment. Investigating novel agents for treatment of hypertrophic cardiomyopathy and new mechanisms in heart failure. Cardiovascular screening and

genetics in competitive athletes, disease gene discovery in cardiomyopathy and rare disease. Informatics approaches to rare disease and multiomics.

Molecular transducers of physical activity bioinformatics.

CLINICAL TRIALS
• Clinical and Genetic Evaluation of Individuals With Undiagnosed Disorders Through the Undiagnosed Diseases Network, Recruiting

• NONCOMPACT, Recruiting

• Study of JK07 in Patients With Chronic Heart Failure, Recruiting

• ARRY Lamin Gene Mutation, Not Recruiting

• CLCZ696I12201, Not Recruiting

• DCM Precision Medicine Study sIRB, Not Recruiting

• Discover-HCM, Not Recruiting

• EXPLORER, Not Recruiting

• JK07.1.02 HFpEF, Not Recruiting

• Manage HF+, Not Recruiting

• MAVERICK, Not Recruiting

• Salubris JK07.1.01, Not Recruiting

• Valor- MYK017, Not Recruiting

Teaching

STANFORD ADVISEES
Postdoctoral Faculty Sponsor

Allison Cheney, Eric Leslie, Hector Mendez, Samuel Montalvo, Laurens van de Wiel

Postdoctoral Research Mentor

Laurens van de Wiel

GRADUATE AND FELLOWSHIP PROGRAM AFFILIATIONS
• Biomedical Data Science (Phd Program)

• Cardiovascular Medicine (Fellowship Program)

• Genetics (Phd Program)

• Human Genetics and Genetic Counseling (Masters Program)

• Medical Genetics (Fellowship Program)

• Molecular and Genetic Medicine (Fellowship Program)

• Neurosciences (Phd Program)

• Stem Cell Biology and Regenerative Medicine (Phd Program)
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Publications

PUBLICATIONS

• Biallelic variants in the noncoding RNA gene RNU4-2 cause a recessive neurodevelopmental syndrome with distinct white matter
changes. Nature genetics
Rius, R., Blakes, A. J., Chen, Y., De Jonghe, J., Lecoquierre, F., Dawes, R., Cogne, B., Kim, H. C., Alvi, J. R., Amblard, F., Ansari, M., Arlt, A., Austin-
Tse, et al
2026

• Distinct Mechanistic Features of Atrial Fibrillation in Hypertrophic Cardiomyopathy. Heart rhythm
Liu, M., Huang, S., Kawana, M., Wheeler, M. T., Parikh, V., Perez, M. V.
2026

• Biallelic variants in RNU2-2 cause the most prevalent known recessive neurodevelopmental disorder. Nature genetics
Greene, D., Mendez, R., Lees, J., Barbosa, M., Bruselles, A., Chiriatti, L., Ferraro, F., Mancini, C., Schot, R., Sleutels, F., Bertini, E., Bonner, D. E.,
Bouman, et al
2026

• Biallelic Variants in RNU6ATAC Result in a Minor Spliceopathy Characterized by Transcriptome-Wide Minor Intron Retention Events and
Short Stature with Variable Multisystem Manifestations. HGG advances
Mendez, R., Arriaga, T. M., Ma, J., Bonner, D. E., Emami, S., Levy, R. J., Alsagheir, A., Alhaddad, B., Bakur, K., Ungar, R. A., Matalon, D. R., Miller,
A. M., Nguyen, et al
2026: 100588

• Biallelic LAMP3 Variants in Five Families with Interstitial Lung Disease: Evidence of a Disease-Gene Association. Genetics in medicine :
official journal of the American College of Medical Genetics
Keehan, L. A., Ono-Minagi, H., Hadhud, M., Rips, J., Hinds, D. M., Fischer, A. J., Bartlett, J. A., McCray, P. B., Qawasmi, N., Nathan, N., Louvrier, C.,
Desroziers, T., Damme, et al
2026: 102531

• GREGoR: accelerating genomics for rare diseases. Nature
Dawood, M., Heavner, B., Wheeler, M. M., Ungar, R. A., LoTempio, J., Wiel, L., Berger, S., Bernstein, J. A., Chong, J. X., Délot, E. C., Eichler, E. E.,
Lupski, J. R., Shojaie, et al
2025; 647 (8089): 331-342

• An optimized variant prioritization process for rare disease diagnostics: recommendations for Exomiser and Genomiser. Genome medicine
Cooperstein, I. B., Marwaha, S., Ward, A., Kobren, S. N., Carter, J. N., Wheeler, M. T., Marth, G. T.
2025; 17 (1): 127

• Transcriptome-wide outlier approach identifies individuals with minor spliceopathies. American journal of human genetics
Arriaga, T. M., Mendez, R., Ungar, R. A., Bonner, D. E., Matalon, D. R., Lemire, G., Goddard, P. C., Padhi, E. M., Miller, A. M., Nguyen, J. V., Ma, J.,
Smith, K. S., Scott, et al
2025

• Endurance Training Enhances Sex-Specific Cardioprotective Metabolism. Circulation research
Brochet, P., Montalvo, S., Lindholm, M. E., Jimenez-Morales, D., Jin, C. A., Rasmussen, B. B., Kraus, W. E., Yan, Z., Wheeler, M. T., Katz, D. H.
2025

• Cardiac CT fractal analysis of LV noncompaction and common cardiomyopathies. Journal of cardiovascular computed tomography
Manohar, A., Wong, A., Castillo, E., Gunderson, A., Mistelbauer, G., Bagherzadeh, S. P., Haddad, F., Caliskan, K., Budde, R. P., Hirsch, A., Lee, S.
P., Lee, W., Owens, et al
2025

• Single Ascending-Dose Study of Selective ErbB4 Agonist JK07 in Heart Failure With Reduced Ejection Fraction. JACC. Basic to translational
science
Tang, W. H., Steiner, J., Kassi, M., Wheeler, M. T., Spahillari, A., Sweitzer, N. K., Grodin, J. L., Solomon, N., Singhal, S., McEwen, A. M., Murphy, S.
L.
2025; 10 (9): 101352
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• Identification of candidate cardiomyopathy modifier genes through genome sequencing and RNA profiling. Frontiers in cardiovascular
medicine
Lindholm, M. E., Abramowitz, S., Waggott, D. M., Grove, M. E., Dewey, F. E., Pan, C., Pavlovic, A., Shang, C., Huang, Y., Bensabath, L., Goldfeder,
R. L., Cordero, P., Erbilgin, et al
2025; 12: 1546493

• Integration of transcriptomics and long-read genomics prioritizes structural variants in rare disease. Genome research
Jensen, T. D., Ni, B., Reuter, C. M., Gorzynski, J. E., Fazal, S., Bonner, D., Ungar, R. A., Goddard, P. C., Raja, A., Ashley, E. A., Bernstein, J. A.,
Zuchner, S., Greicius, et al
2025

• Researcher views on returning results from multi-omics data to research participants: insights from The Molecular Transducers of
Physical Activity Consortium (MoTrPAC) Study. BMC medical ethics
Ormond, K. E., Stanclift, C., Reuter, C. M., Carter, J. N., Murphy, K. E., Lindholm, M. E., Wheeler, M. T.
2025; 26 (1): 22

• The current landscape of clinical exome and genome reanalysis in the U.S. Journal of genetic counseling
Frees, M., Carter, J. N., Wheeler, M. T., Reuter, C.
2024

• De novo variants in the RNU4-2 snRNA cause a frequent neurodevelopmental syndrome. Nature
Chen, Y., Dawes, R., Kim, H. C., Ljungdahl, A., Stenton, S. L., Walker, S., Lord, J., Lemire, G., Martin-Geary, A. C., Ganesh, V. S., Ma, J., Ellingford,
J. M., Delage, et al
2024

• Loss of function of FAM177A1, a Golgi complex localized protein, causes a novel neurodevelopmental disorder. Genetics in medicine :
official journal of the American College of Medical Genetics
Kohler, J. N., Legro, N. R., Baldridge, D., Shin, J., Bowman, A., Ugur, B., Jackstadt, M. M., Shriver, L. P., Patti, G. J., Zhang, B., Feng, W., McAdow,
A. R., Goddard, et al
2024: 101166

• Temporal dynamics of the multi-omic response to endurance exercise training. Nature

2024; 629 (8010): 174-183

• The mitochondrial multi-omic response to exercise training across rat tissues. Cell metabolism
Amar, D., Gay, N. R., Jimenez-Morales, D., Jean Beltran, P. M., Ramaker, M. E., Raja, A. N., Zhao, B., Sun, Y., Marwaha, S., Gaul, D. A., Hershman,
S. G., Ferrasse, A., Xia, et al
2024

• Effects of Mavacamten on Measures of Cardiopulmonary Exercise Testing Beyond Peak Oxygen Consumption: A Secondary Analysis of
the EXPLORER-HCM Randomized Trial. JAMA cardiology
Wheeler, M. T., Olivotto, I., Elliott, P. M., Saberi, S., Owens, A. T., Maurer, M. S., Masri, A., Sehnert, A. J., Edelberg, J. M., Chen, Y., Florea, V.,
Malhotra, R., Wang, et al
2023

• Effect of beta-blocker therapy on the response to mavacamten in patients with symptomatic obstructive hypertrophic
cardiomyopathy. European journal of heart failure
Wheeler, M. T., Jacoby, D., Elliott, P. M., Saberi, S., Hegde, S. M., Lakdawala, N. K., Myers, J., Sehnert, A. J., Edelberg, J. M., Li, W., Olivotto, I.
2022

• Guide to the female student athlete ECG: A comprehensive study of 3466 young, racially diverse athletes. The American journal of medicine
Harris, C. S., Froelicher, V. F., Wheeler, M. T.
2022

• 2022 HRS expert consensus statement on evaluation and management of arrhythmic risk in neuromuscular disorders. Heart rhythm
Groh, W. J., Bhakta, D., Tomaselli, G. F., Aleong, R. G., Teixeira, R. A., Amato, A., Asirvatham, S. J., Cha, Y., Corrado, D., Duboc, D., Goldberger, Z.
D., Horie, M., Hornyak, et al
2022

• Prevalence and Cumulative Risk of Familial Idiopathic Dilated Cardiomyopathy. JAMA
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Huggins, G. S., Kinnamon, D. D., Haas, G. J., Jordan, E., Hofmeyer, M., Kransdorf, E., Ewald, G. A., Morris, A. A., Owens, A., Lowes, B., Stoller, D.,
Tang, W. H., Garg, et al
1800; 327 (5): 454-463

• Mono- and Biallelic Protein-Truncating Variants in Alpha-Actinin 2 Cause Cardiomyopathy Through Distinct Mechanisms. Circulation.
Genomic and precision medicine
Lindholm, M. E., Jimenez-Morales, D., Zhu, H., Seo, K., Amar, D., Zhao, C., Raja, A., Madhvani, R., Abramowitz, S., Espenel, C., Sutton, S.,
Caleshu, C., Berry, et al
2021: CIRCGEN121003419

• The genetics of human performance. Nature reviews. Genetics
Kim, D. S., Wheeler, M. T., Ashley, E. A.
2021

• Identification of rare-disease genes using blood transcriptome sequencing and large control cohorts. Nature medicine
Frésard, L. n., Smail, C. n., Ferraro, N. M., Teran, N. A., Li, X. n., Smith, K. S., Bonner, D. n., Kernohan, K. D., Marwaha, S. n., Zappala, Z. n., Balliu,
B. n., Davis, J. R., Liu, et al
2019

• Biallelic Mutations in ATP5F1D, which Encodes a Subunit of ATP Synthase, Cause a Metabolic Disorder AMERICAN JOURNAL OF HUMAN
GENETICS
Olahova, M., Yoon, W., Thompson, K., Jangam, S., Fernandez, L., Davidson, J. M., Kyle, J. E., Grove, M. E., Fisk, D. G., Kohler, J. N., Holmes, M.,
Dries, A. M., Huang, et al
2018; 102 (3): 494–504

• Effect of Genetic Diagnosis on Patients with Previously Undiagnosed Disease. The New England journal of medicine
Splinter, K. n., Adams, D. R., Bacino, C. A., Bellen, H. J., Bernstein, J. A., Cheatle-Jarvela, A. M., Eng, C. M., Esteves, C. n., Gahl, W. A., Hamid, R.
n., Jacob, H. J., Kikani, B. n., Koeller, et al
2018

• Effect of Moderate-Intensity Exercise Training on Peak Oxygen Consumption in Patients With Hypertrophic Cardiomyopathy A
Randomized Clinical Trial JAMA-JOURNAL OF THE AMERICAN MEDICAL ASSOCIATION
Saberi, S., Wheeler, M., Bragg-Gresham, J., Hornsby, W., Agarwal, P. P., Attili, A., Concannon, M., Dries, A. M., Shmargad, Y., Salisbury, H., Kumar,
S., Herrera, J., Myers, et al
2017; 317 (13): 1349-1357

• Sex and Age Specific Genetic Risk Across the Dilated and Arrhythmogenic Cardiomyopathy Spectrum: Insights From the SHaRe
Registry. Journal of the American College of Cardiology
Stroeks, S. L., Bart, N. K., Rossano, J., Claggett, B., Beelen, N. J., Buchan, R. J., Day, S., Fornaro, A., Halliday, B. P., Wheeler, M. T., Hammersley,
D. J., Helms, A., Heymans, et al
2026

• Author Correction: Biallelic variants in the noncoding RNA gene RNU4-2 cause a recessive neurodevelopmental syndrome with distinct
white matter changes. Nature genetics
Rius, R., Blakes, A. J., Chen, Y., De Jonghe, J., Lecoquierre, F., Dawes, R., Cogne, B., Kim, H. C., Alvi, J. R., Amblard, F., Ansari, M., Arlt, A., Austin-
Tse, et al
2026

• Women's Health Initiative Strong and Healthy Silent Atrial Fibrillation Recording Study: Rationale, Study Design and Baseline
Data. American heart journal
Gomez, S. E., Larson, J., Hlatky, M. A., Kooperberg, C., LaMonte, M., Tinker, L., Greenland, P., Albert, C., Froelicher, V., Wheeler, M., Stefanick, M.
L., Perez, M. V.
2026: 107478

• Defining baseline high-sensitivity cardiac troponin levels in healthy collegiate athletes. American journal of clinical pathology
Jamal, Y. A., Montiel, A., Jones, S., Nair, P., Parikh, V., Haddad, F., Wheeler, M. T., Hwang, C., Tso, J. V., Bowen, R. A.
2026; 165 (5)

• Publisher Correction: The impact of exercise on gene regulation in association with complex trait genetics. Nature communications
Vetr, N. G., Gay, N. R., Montgomery, S. B.
2026; 17 (1)
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• The Long Non-coding RNA Landscape of Endurance Exercise Training. Molecular metabolism
Bonilauri, B., Smith, G. R., Raja, A. N., Jimenez-Morales, D., Ahmed, A., Jin, C., Sparks, L. M., Walsh, M. J., Montgomery, S. B., Bodine, S. C.,
Ashley, E. A., Lindholm, M. E.
2026: 102358

• De Novo Variants Associated With Autosomal Recessive Conditions: Case Series and Implications for Genetic Testing and
Counseling. American journal of medical genetics. Part A
Niehaus, A. D., Bonner, D. E., Carter, J., Avello, K., Jacob, N., Neu, M. B., Mendez, R., Qiao, W., Scott, S. A., Levy, R. J., Mattas, L., Schymick, J.,
Van Andel, et al
2026

• The Common Fund Data Ecosystem (CFDE). bioRxiv : the preprint server for biology
Jurgens, J. A., Bueckle, A., Vora, J., Maurya, M. R., Ahooyi, T. M., Zheng, E., Stear, B., Wang, D., Ree, C., Ramachandran, S., Nekrutenko, A.,
Brandes, M., Thaker, et al
2026

• EVALUATION OF VENTILATORY THRESHOLDS DURING EXERCISE THROUGH THE PERCUTANEOUS OXYGEN SATURATION METHOD
Parsa, S., Abe, M., Christle, J., Myers, J. N., Wheeler, M., Kawana, M.
ELSEVIER SCIENCE INC.2026: A1242

• Generation and characterization of two human induced pluripotent stem cell lines from myotonic dystrophy type 1 patients. Stem cell
research
Darji, P., Liu, W., Zeng, W., Chao, J. T., Pang, P. D., Wheeler, M. T., Perez, M., Wu, J. C.
2026; 94: 103977

• Generation of two induced pluripotent stem cell lines from hypertrophic cardiomyopathy patients carrying MYBPC3 mutations. Stem cell
research
Wu, C. A., Wu, M. A., Zhao, S. R., Sun, J., Flores-Banuelos, A. G., Walther, P., Wheeler, M., Sayed, N.
2026; 94: 103982

• Multi-omic identification of key transcriptional regulatory programs during endurance exercise training in rats. Nature communications
Smith, G. R., Zhao, B., Lindholm, M. E., Raja, A., Viggars, M., Pincas, H., Gay, N. R., Sun, Y., Vangeti, S., Ge, Y., Nair, V. D., Sanford, J. A., Amper,
et al
2026

• DNASE1L3 Deficiency With Novel Missense Variant: Enzymatic and Plasma Fragmentomic Evidence of Pathogenicity and Partial
Response to JAK Blockade ACR OPEN RHEUMATOLOGY
Tenorio, A., Sugio, T., Cheng, J., Bonner, D. E., Esfahani, M., Kasinathan, S., Hsu, J. J., Moyer, A., Vera, L., Carter, J., Reuter, C. M., Marwaha, S.,
Balboni, et al
2026; 8 (2)

• Genetic Diagnosis and Discovery Enabled by Large Language Models. Advanced science (Weinheim, Baden-Wurttemberg, Germany)
Tu, T., Saab, K., Liu, W., Fang, Z., Cheng, Z., Spasic, S., Djurisic, M., Mohri, H., Ren, W., Palepu, A., Gottweis, J., Karthikesalingam, A., Kulkarni, et
al
2026: e18656

• Generation of induced pluripotent stem cell lines from patients with Emery-Dreifuss muscular dystrophy. Stem cell research
Chorsi, M. S., Mui, B. J., Tan, R., Fernandez, H. M., Xu, L., Chao, J. T., Sampson, J. B., Wheeler, M. T., Wu, J. C.
2026; 91: 103926

• Assessment Of Ventilatory Thresholds During Exercise Using Percutaneous Oxygen Saturation Method
Parsa, S., Abe, M., Christle, J., Myers, J., Wheeler, M., Kawana, M.
CHURCHILL LIVINGSTONE INC MEDICAL PUBLISHERS.2026

• Spatial T1-Mapping of Cardiac Fibrosis Identifies Causal Protein Drivers through Deep Learning and Mendelian Randomization
Reddy, S., Loong, S., Xia, R., Chen, E., Cao, F., Steffner, K., Wheeler, M., Ashley, E., Gomes Botelho Quintas, B.
LIPPINCOTT WILLIAMS & WILKINS.2025

• "Nobody listened to us for years": Parents' experiences of provider communication in the diagnostic odyssey. Molecular genetics and
metabolism
Nguyen, M. M., Mahfoozi, S., Bonner, D., Martschenko, D. O., Giri, A., Tang, C., Bernstein, J. A., Wheeler, M. T., Halley, M. C.
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2025; 146 (4): 109283

• RAPSN-Associated Congenital Myasthenic Syndrome due to Biallelic Single Nucleotide Variants at the Same Position. Case reports in
genetics
Keehan, L., Carter, J. N., Kravets, E., Wheeler, M. T., Bernstein, J. A., Maselli, R. A., Sampson, J. B., Bachir, S.
2025; 2025: 1882021

• Sequentially constrained randomization in preclinical animal studies. Function (Oxford, England)
Rigdon, J., Walkup, M., Amar, D., Wheeler, M. T., Goodyear, L. J., Bodine, S., Esser, K., Esserman, D., Miller, M. E.
2025

• Assessing function and metabolic cost: development of the neuromuscular disease specific activity questionnaire (NAQ)
Duong, T., Wilcox, R., de Monts, C., Christle, J., Tang, W., Khonde, S., Wheeler, M., Ashley, E., Birkmeier, M., Meyer, J.
PERGAMON-ELSEVIER SCIENCE LTD.2025

• Prediction of VO2max and cardiopulmonary responses from ventilatory threshold VO2 in neuromuscular disease patients using machine
learning
Duong, T., Montalvo, S., de Monts, C., Blumberg, Y., Vogt-Domke, S., Salvatore, S., Tang, W., Meyer, J., Wheeler, M., Day, J. W., Hageman, N.,
Christle, J.
PERGAMON-ELSEVIER SCIENCE LTD.2025

• Delayed exercise recovery ventilatory responses between individuals with neuromuscular disease
Duong, T., Montalvo, S., de Monts, C., Blumberg, Y., Vogt-Domke, S., Salvatore, S., Tang, W., Young, S., Wheeler, M., Day, J., Hageman, N.,
Taivassalo, T., Christle, et al
PERGAMON-ELSEVIER SCIENCE LTD.2025

• Biallelic variants in RNU2-2 cause the most prevalent known recessive neurodevelopmental disorder. medRxiv : the preprint server for health
sciences
Greene, D., Mendez, R., Lees, J., Barbosa, M., Bruselles, A., Chiriatti, L., Mancini, C., Bertini, E. S., Bonner, D. E., Cassini, T. A., Ezell, K. M.,
Gomez-Ospina, N., Rives, et al
2025

• Implementing Precision Medicine for Dilated Cardiomyopathy: Insights From the DCM Consortium. Circulation. Genomic and precision
medicine
Jordan, E., Ni, H., Parker, P., Kinnamon, D. D., Owens, A., Lowes, B., Shenoy, C., Martin, C. M., Judge, D. P., Fishbein, D. P., Stoller, D., Minami, E.,
Kransdorf, et al
2025: e005078

• Cardiopulmonary Recovery After Maximal Exercise in Individuals with Neuromuscular Disease and Limited Mobility. Journal of clinical
medicine
Blumberg, Y., de Monts, C., Montalvo, S., Tang, W. J., Dunaway Young, S., Hageman, N., Sanchis-Gomar, F., Ashley, E. A., Amar, D., Myers, J.,
Wheeler, M. T., Day, J. W., Duong, et al
2025; 14 (12)

• Biomni: A General-Purpose Biomedical AI Agent. bioRxiv : the preprint server for biology
Huang, K., Zhang, S., Wang, H., Qu, Y., Lu, Y., Roohani, Y., Li, R., Qiu, L., Li, G., Zhang, J., Yin, D., Marwaha, S., Carter, et al
2025

• Scaled multidimensional assays of variant effect identify sequence-function relationships in hypertrophic cardiomyopathy. bioRxiv : the
preprint server for biology
Yamamoto, Y., Chua, K., Ferrasse, A., Kirilova, A., De Jong, H. N., Floyd, B. J., Cadisch, C., Wiel, L., Wang, Q., O'Neill, M. J., Tabet, D., Staudt, D.,
Goryznski, et al
2025

• Proteomic Analysis of Valsartan for Attenuating Disease Evolution in Early Sarcomeric Hypertrophic Cardiomyopathy (VANISH) Clinical
Trial. Circulation. Heart failure
Topriceanu, C. C., Vissing, C. R., Axelsson Raja, A., Day, S. M., Russell, M. W., Zahka, K., Pereira, A. C., Colan, S. D., Murphy, A. M., Canter, C.,
Bach, R. G., Wheeler, M. T., Rossano, et al
2025: e012393

• Prognostic Value of Compact Myocardial Thinning in Patients with Left Ventricular Non-compaction. The American journal of cardiology
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Gegenava, T., Tukker, M., Caliskan, K., Hirsch, A., Manohar, A., Lee, S. P., Owens, A., Kwon, D. H., Ramchand, J., Wheeler, M. T., Tang, W. H.,
Nieman, K.
2025

• Sex-specific electrocardiographic criteria for left ventricular hypertrophy in young athletes. Heart rhythm
Montalvo, S., Tso, J. V., Christle, J. W., Hadley, D., Wheeler, M., Perez, M., Myers, J., Ashley, E., Froelicher, V.
2025

• Proposed enhanced recommendations for interpretation of electrocardiographic screening of athletes. Progress in cardiovascular diseases
Froelicher, V., Husaini, M., Tso, J. V., Montalvo, S., Christle, J., Perez, M. V., Hadley, D., Wheeler, M., Stein, R., Vetter, V., Hsu, J. J., Asif, I. M.,
Hedman, et al
2025

• Valsartan and Cardiac Remodeling in Early-Stage Hypertrophic Cardiomyopathy: The VANISH Randomized Clinical Trial Cardiac Magnetic
Resonance Substudy. JAMA cardiology
Ostrominski, J. W., Claggett, B. L., Jerosch-Herold, M., Raja, A. A., Day, S. M., Russell, M. W., Zahka, K., Pereira, A. C., Colan, S. D., Murphy, A. M.,
Canter, C., Bach, R. G., Wheeler, et al
2025

• Reference equations for peak oxygen uptake for treadmill cardiopulmonary exercise tests based on the NHANES lean body mass
equations, a FRIEND registry study. European journal of preventive cardiology
Santana, E. J., Kim, D. S., Christle, J. W., Cauwenberghs, N., Celestin, B. E., Tso, J. V., Wheeler, M. T., Ashley, E. A., Peterman, J. E., Gardner, C.,
Arena, R., Harber, M., Kaminsky, et al
2025

• Unlocking insights: Clinical associations from the largest 6-minute walk test collection via the my Heart Counts Cardiovascular Health
Study, a fully digital smartphone platform. Progress in cardiovascular diseases
Kim, D. S., Schuetz, N., Johnson, A., Tolas, A., Mantena, S., O'Sullivan, J. W., Hershman, S. G., Myers, J. N., Christle, J. W., Oppezzo, M., Linos, E.,
Rodriguez, F., Mattsson, et al
2025

• Detailed tandem repeat allele profiling in 1,027 long-read genomes reveals genome-wide patterns of pathogenicity. bioRxiv : the preprint
server for biology
Danzi, M. C., Xu, I. R., Fazal, S., Dolzhenko, E., Pellerin, D., Weisburd, B., Reuter, C., Sampson, J., Folland, C., Wheeler, M., O'Donnell-Luria, A.,
Wuchty, S., Ravenscroft, et al
2025

• Transcriptome-wide outlier approach identifies individuals with minor spliceopathies. medRxiv : the preprint server for health sciences
Arriaga, M. T., Mendez, R., Ungar, R. A., Bonner, D. E., Matalon, D. R., Lemire, G., Goddard, P. C., Padhi, E. M., Miller, A. M., Nguyen, J. V., Ma, J.,
Smith, K. S., Scott, et al
2025

• A multi-omic approach characterizes a rare repeat expansion in RFC1 in an Asian-Pacific family with motor neuronopathy
Bonner, D., Sampson, J., Anguiano, B., Kravets, E., Marwaha, S., Montgomery, S., Wheeler, M., Bernstein, J.
SAGE PUBLICATIONS LTD.2025: 607

• GREGoR: Accelerating Genomics for Rare Diseases. ArXiv
Dawood, M., Heavner, B., Wheeler, M. M., Ungar, R. A., LoTempio, J., Wiel, L., Berger, S., Bernstein, J. A., Chong, J. X., Délot, E. C., Eichler, E. E.,
Gibbs, R. A., Lupski, et al
2024

• Low Penetrance Sarcomere Variants Contribute to Additive Risk in Hypertrophic Cardiomyopathy. Circulation
Meisner, J. K., Renberg, A., Smith, E. D., Tsan, Y., Elder, B., Bullard, A., Merritt, O., Zheng, S. L., Lakdawala, N., Owens, A., Ryan, T. D., Miller, E. M.,
Rossano, et al
2024

• Telehealth Is Effective in the Evaluation of Individuals With Undiagnosed Rare Disorders: An Undiagnosed Diseases Network
Study. American journal of medical genetics. Part A
Tan, Q. K., McConkie-Rosell, A., Mahoney, R., Spillmann, R. C., Schoch, K., Chanprasert, S., Acosta, M. T., Toro, C., Rosenfeld, J. A., Orengo, J. P.,
Scott, D. A., Granadillo, J. L., Sisco, et al
2024: e63956
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• Implementing Precision Medicine for Dilated Cardiomyopathy: Insights from The DCM Consortium. medRxiv : the preprint server for health
sciences
Jordan, E., Ni, H., Parker, P., Kinnamon, D. D., Owens, A., Lowes, B., Shenoy, C., Martin, C. M., Judge, D. P., Fishbein, D. P., Stoller, D., Minami, E.,
Kransdorf, et al
2024

• Long-Term Outcomes After Septal Reduction Therapies in Obstructive Hypertrophic Cardiomyopathy: Insights From the SHARE
Registry. Circulation
Maurizi, N., Anthiochos, P., Owens, A., Lakdwala, N., Saberi, S., Russell, M. W., Fumagalli, C., Skalidis, I., Lin, K. Y., Nathan, A. S., De Feria Alsina,
A., Reza, N., Stendahl, et al
2024

• Exercise And Recovery Ventilatory Responses Between Individuals With Neuromuscular Disease And Healthy Adults
Montalvo, S., Blumberg, Y., de Monts, C., Tang, W. J., Ataide, P., Young, S., Ghiollagain, N., Parker, D. M., Day, J. W., Myers, J. N., Wheeler, M. T.,
Duong, T., Christle, et al
LIPPINCOTT WILLIAMS & WILKINS.2024: 925-926

• Exploring muscle endurance in a neuromuscular population: insights from the assisted 6-minute cycling test combined with
cardiopulmonary exercise testing and near-infrared spectroscopy
Tang, W., de Monts, C., Montalvo, S., Young, S., Salvatore, S., Khonde, S., Smith, S., Hageman, N., Blumberg, Y., Ataide, P., Ghiollagain, N., Parker,
D., Wheeler, et al
PERGAMON-ELSEVIER SCIENCE LTD.2024

• Feasibility of assessing muscle oxygenation in patients with neuromuscular disease using near-infrared spectroscopy
Tang, W., Salvatore, S., Khonde, S., Montalvo, S., de Monts, C., Smith, S., Hageman, N., Blumberg, Y., Ataide, P., Ghiollagain, N., Parker, D.,
Wheeler, M., Day, et al
PERGAMON-ELSEVIER SCIENCE LTD.2024

• Investigating Recovery From Maximal Exercise In Patients With Neuromuscular Disease
Blumberg, Y., Patti, A., De Monts, C., Montalvo, S., Ataide, P., Tang, W., Young, S., Myers, J., Wheeler, M. T., Duong, T., Christle, J. W., Day, J. W.
LIPPINCOTT WILLIAMS & WILKINS.2024: 657

• Long-term effect of mavacamten in obstructive hypertrophic cardiomyopathy. European heart journal
Garcia-Pavia, P., Oręziak, A., Masri, A., Barriales-Villa, R., Abraham, T. P., Owens, A. T., Jensen, M. K., Wojakowski, W., Seidler, T., Hagege, A.,
Lakdawala, N. K., Wang, A., Wheeler, et al
2024

• Vutrisiran in Patients with Transthyretin Amyloidosis with Cardiomyopathy. The New England journal of medicine
Fontana, M., Berk, J. L., Gillmore, J. D., Witteles, R. M., Grogan, M., Drachman, B., Damy, T., Garcia-Pavia, P., Taubel, J., Solomon, S. D., Sheikh, F.
H., Tahara, N., González-Costello, et al
2024

• One-year real-world experience with mavacamten and its physiologic effects on obstructive hypertrophic cardiomyopathy. Frontiers in
cardiovascular medicine
Kim, D. S., Chu, E. L., Keamy-Minor, E. E., Paranjpe, I. D., Tang, W. L., O'Sullivan, J. W., Desai, Y. B., Liu, M. B., Munsey, E., Hecker, K., Cuenco, I.,
Kao, B., Bacolor, et al
2024; 11: 1429230

• One-year real-world experience with mavacamten and its physiologic effects on obstructive hypertrophic cardiomyopathy FRONTIERS IN
CARDIOVASCULAR MEDICINE
Kim, D., Chu, E. L., Keamy-Minor, E. E., Paranjpe, I., Tang, W. L., O'Sullivan, J. W., Desai, Y. B., Liu, M. B., Munsey, E., Hecker, K., Cuenco, I., Kao,
B., Bacolor, et al
2024; 11

• Mavacamten for Obstructive Hypertrophic Cardiomyopathy: Rationale for Clinically Guided Dose Titration to Optimize Individual
Response. Journal of the American Heart Association
Owens, A. T., Desai, M., Wheeler, M. T., Rodonski, A., Merali, S., Sehnert, A. J., Saberi, S.
2024: e033767

• Classification of Premature Ventricular Contractions in Athletes During Routine Preparticipation Exams. Circulation. Arrhythmia and
electrophysiology
Gomez, S. E., Perez, M. V., Wheeler, M. T., Hadley, D., Hwang, C. E., Kussman, A., Kim, D. S., Froelicher, V.
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2024: e012835

• Large-scale mutational analysis identifies UNC93B1 variants that drive TLR-mediated autoimmunity in mice and humans. The Journal of
experimental medicine
Rael, V. E., Yano, J. A., Huizar, J. P., Slayden, L. C., Weiss, M. A., Turcotte, E. A., Terry, J. M., Zuo, W., Thiffault, I., Pastinen, T., Farrow, E. G.,
Jenkins, J. L., Becker, et al
2024; 221 (8)

• Quality of Life and Exercise Capacity in Early Stage and Subclinical Hypertrophic Cardiomyopathy: A Secondary Analysis of the VANISH
Trial. Circulation. Heart failure
Ireland, C. G., Burstein, D. S., Day, S. M., Axelsson Raja, A., Russell, M. W., Zahka, K. G., Pereira, A., Canter, C. E., Bach, R. G., Wheeler, M. T.,
Rossano, J. W., Owens, A. T., Bundgaard, et al
2024: e011663

• The Undiagnosed Diseases Network: Characteristics of solvable applicants and diagnostic suggestions for non-accepted ones. Genetics in
medicine : official journal of the American College of Medical Genetics
Mulvihill, J. J., Findley, L., Ni, W., Sinsheimer, J. S., Cole, F. S., Esteves, C., Bernstein, J. A., Newman, J. H., Wheeler, M. T., Mokry, J. R.
2024: 101203

• Impact of genome build on RNA-seq interpretation and diagnostics. American journal of human genetics
Ungar, R. A., Goddard, P. C., Jensen, T. D., Degalez, F., Smith, K. S., Jin, C. A., Bonner, D. E., Bernstein, J. A., Wheeler, M. T., Montgomery, S. B.
2024

• The impact of exercise on gene regulation in association with complex trait genetics. Nature communications
Vetr, N. G., Gay, N. R., MoTrPAC Study Group, Montgomery, S. B., Adkins, J. N., Albertson, B. G., Amar, D., Amper, M. A., Armenteros, J. J., Ashley,
E., Avila-Pacheco, J., Bae, D., Balci, A. T., et al
2024; 15 (1): 3346

• Bi-allelic LAMP3 Variants in Three Children With Interstitial Lung Disease: Evidence of a Novel Disease-gene Association
Hinds, D., Keehan, L., Fischer, A. J., Bonner, D., Bernstein, J., Wheeler, M., Wegner, D. J., Cole, F. S., Wambach, J. A., Milla, C. E., Undiagnosed
Dis Network
AMER THORACIC SOC.2024

• Sexual dimorphism and the multi-omic response to exercise training in rat subcutaneous white adipose tissue. Nature metabolism
Many, G. M., Sanford, J. A., Sagendorf, T. J., Hou, Z., Nigro, P., Whytock, K. L., Amar, D., Caputo, T., Gay, N. R., Gaul, D. A., Hirshman, M. F.,
Jimenez-Morales, D., Lindholm, et al
2024

• Molecular Transducers of Physical Activity Consortium (MoTrPAC): Human Studies Design and Protocol. Journal of applied physiology
(Bethesda, Md. : 1985)
Group, M. R., Jakicic, J. M., Kohrt, W. M., Houmard, J. A., Miller, M. E., Radom-Aizik, S., Rasmussen, B. B., Ravussin, E., Serra, M., Stowe, C. L.,
Trappe, S., AbouAssi, H., Adkins, et al
2024

• Immunological and hematological findings as major features in a patient with a new germline pathogenic CBL variant. American journal of
medical genetics. Part A
Stellacci, E., Carter, J. N., Pannone, L., Stevenson, D., Moslehi, D., Venanzi, S., Bernstein, J. A., Tartaglia, M., Martinelli, S.
2024: e63627

• De novo variants in the non-coding spliceosomal snRNA gene RNU4-2 are a frequent cause of syndromic neurodevelopmental
disorders. medRxiv : the preprint server for health sciences
Chen, Y., Dawes, R., Kim, H. C., Stenton, S. L., Walker, S., Ljungdahl, A., Lord, J., Ganesh, V. S., Ma, J., Martin-Geary, A. C., Lemire, G., D'Souza,
E. N., Dong, et al
2024

• Integration of transcriptomics and long-read genomics prioritizes structural variants in rare disease. medRxiv : the preprint server for health
sciences
Jensen, T. D., Ni, B., Reuter, C. M., Gorzynski, J. E., Fazal, S., Bonner, D., Ungar, R. A., Goddard, P. C., Raja, A., Ashley, E. A., Bernstein, J. A.,
Zuchner, S., Greicius, et al
2024

• Regional Variation in Cardiovascular Genes Enables a Tractable Genome Editing Strategy. Circulation. Genomic and precision medicine
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Krysov, V. A., Wilson, R. H., Ten, N. S., Youlton, N., De Jong, H. N., Sutton, S., Huang, Y., Reuter, C. M., Grove, M. E., Wheeler, M. T., Ashley, E. A.,
Parikh, V. N.
2024: e004370

• Quantifying assumptions underlying peak oxygen consumption equations across the body mass spectrum. Clinical obesity
Busque, V., Christle, J. W., Moneghetti, K. J., Cauwenberghs, N., Kouznetsova, T., Blumberg, Y., Wheeler, M. T., Ashley, E., Haddad, F., Myers, J.
2024: e12653

• Knowledge and attitudes on implementing cardiovascular pharmacogenomic testing. Clinical and translational science
Russell, C., Campion, M., Grove, M. E., Matsuda, K., Klein, T. E., Ashley, E., Naik, H., Wheeler, M. T., Scott, S. A.
2024; 17 (3): e13737

• Prevalence of frequent premature ventricular contractions and nonsustained ventricular tachycardia in older women screened for atrial
fibrillation in the Women's Health Initiative. Heart rhythm
Gomez, S. E., Larson, J., Hlatky, M. A., Rodriguez, F., Wheeler, M., Greenland, P., LaMonte, M., Froelicher, V., Stefanick, M. L., Wallace, R.,
Kooperberg, C., Tinker, L. F., Schoenberg, et al
2024

• Digitized Electrocardiography Measurements Support the Biological Plausibility of the Pathological Significance of ST Segments in
Athletes. Clinical journal of sport medicine : official journal of the Canadian Academy of Sport Medicine
Montalvo, S., Froelicher, V. F., Hadley, D., Wheeler, M. T.
2024

• Recurring homozygous ACTN2 variant (p.Arg506Gly) causes a recessive myopathy. Annals of clinical and translational neurology
Donkervoort, S., Mohassel, P., O'Leary, M., Bonner, D. E., Hartley, T., Acquaye, N., Brull, A., Mozaffar, T., Saporta, M. A., Dyment, D. A., Sampson, J.
B., Pajusalu, S., Austin-Tse, et al
2024

• RExPRT: a machine learning tool to predict pathogenicity of tandem repeat loci. Genome biology
Fazal, S., Danzi, M. C., Xu, I., Kobren, S. N., Sunyaev, S., Reuter, C., Marwaha, S., Wheeler, M., Dolzhenko, E., Lucas, F., Wuchty, S., Tekin, M.,
Züchner, et al
2024; 25 (1): 39

• Improving Reporting of Exercise Capacity Across Age Ranges Using Novel Workload Reference Equations. The American journal of
cardiology
Santana, E. J., Christle, J. W., Cauwenberghs, N., Peterman, J. E., Busque, V., Gomes, B., Bagherzadeh, S. P., Moneghetti, K., Kuznetsova, T.,
Wheeler, M., Ashley, E., Harber, M. P., Arena, et al
2024

• Impact of genome build on RNA-seq interpretation and diagnostics. medRxiv : the preprint server for health sciences
Ungar, R. A., Goddard, P. C., Jensen, T. D., Degalez, F., Smith, K. S., Jin, C. A., Bonner, D. E., Bernstein, J. A., Wheeler, M. T., Montgomery, S. B.
2024

• Arrhythmias including Atrial Fibrillation and Congenital Heart Disease in Kleefstra Syndrome: a possible epigenetic link. Europace :
European pacing, arrhythmias, and cardiac electrophysiology : journal of the working groups on cardiac pacing, arrhythmias, and cardiac cellular
electrophysiology of the European Society of Cardiology
Vasireddi, S. K., Draksler, T. Z., Bouman, A., Kummeling, J., Wheeler, M., Reuter, C., Srivastava, S., Harris, J., Fisher, P. G., Narayan, S. M., Wang,
P. J., Badhwar, N., Kleefstra, et al
2024

• Mavacamten Treatment for Symptomatic Obstructive Hypertrophic Cardiomyopathy: Interim Results From the MAVA-LTE Study,
EXPLORER-LTE Cohort. JACC. Heart failure
Rader, F., Oręziak, A., Choudhury, L., Saberi, S., Fermin, D., Wheeler, M. T., Abraham, T. P., Garcia-Pavia, P., Zwas, D. R., Masri, A., Owens, A.,
Hegde, S. M., Seidler, et al
2024; 12 (1): 164-177

• A novel non-coding deletion at Xq28 in a patient with X-linked primary immunodeficiency
Bonner, D., Ungar, R., Goddard, P., Marwaha, S., Kohler, J., Reuter, C., Montgomery, S., Wheeler, M., Bernstein, J.
SAGE PUBLICATIONS LTD.2024: 582-583

• A multi-omics approach to the characterization of a novel repeat expansion in FAM193B in a family with oculopharyngodistal myopathy
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Reuter, C., Fazal, S., Jensen, T., Gorzynski, J., Marwaha, S., Bonner, D., Kohler, J., Mendez, R., Voutos, Emami, S., Kravets, E., Smith, K., Goddard,
P., et al
SAGE PUBLICATIONS LTD.2024: 400-401

• Biallelic variants in POLR3A encoding catalytic subunit of human RNA polymerase III cause primary microcephaly through perturbation of
the mTOR signaling pathway
Makhdoom, E., Asif, M., Abu Bakar, M., Sheraz, K., Alawbethani, S., Hoehne, W., Anjum, I., Fatima, A., Baig, J., Georgomanolis, T., Budde, B.,
Irshad, S., Zastrow, et al
SPRINGERNATURE.2024: 504-505

• Quantitative metrics of the LV trabeculated layer by cardiac CT and cardiac MRI in patients with suspected noncompaction
cardiomyopathy. European radiology
Manohar, A., Vigneault, D. M., Kwon, D. H., Caliskan, K., Budde, R. P., Hirsch, A., Lee, S. P., Lee, W., Owens, A., Litt, H., Haddad, F., Mistelbauer,
G., Wheeler, et al
2023

• Assessing the Assisted Six-Minute Cycling Test as a Measure of Endurance in Non-Ambulatory Patients with Spinal Muscular Atrophy
(SMA). Journal of clinical medicine
Tang, W. J., Gu, B., Montalvo, S., Dunaway Young, S., Parker, D. M., de Monts, C., Ataide, P., Ni Ghiollagain, N., Wheeler, M. T., Tesi Rocha, C.,
Christle, J. W., He, Z., Day, et al
2023; 12 (24)

• Long-term effects of mavacamten treatment in obstructive hypertrophic cardiomyopathy (HCM): updated cumulative analysis of the
EXPLORER cohort of MAVA-long-term extension (LTE) study up to 120 weeks
Garcia-Pavia, P., Oreziak, A., Masri, A., Barriales-Villa, R., Abraham, T. P., Owens, A. T., Lakdawala, N. K., Saberi, S., Wang, A., Wheeler, M. T.,
Choudhury, L., Balaratnam, G., Fox, et al
OXFORD UNIV PRESS.2023

• Changes in standard of care (SOC) medication during long-term mavacamten treatment for obstructive hypertrophic cardiomyopathy
(HCM): results from the EXPLORER cohort of MAVA-Long-Term Extension (LTE)
Lakdawala, N., Afshar, K., Barriales-Villa, R., Gimeno-Blanes, J., Michels, M., Saberi, S., Wheeler, M. T., Balaratnam, G., Shah, A., Chen, Y. M.,
Sehnert, A. J., Abraham, T. P.
OXFORD UNIV PRESS.2023

• Improved Cardiac Performance and Decreased Arrhythmia in Hypertrophic Cardiomyopathy With Non-β-Blocking R-Enantiomer
Carvedilol. Circulation
Seo, K., Yamamoto, Y., Kirillova, A., Kawana, M., Yadav, S., Huang, Y., Wang, Q., Lane, K. V., Pruitt, B. L., Perez, M. V., Bernstein, D., Wu, J. C.,
Wheeler, et al
2023

• The functional impact of rare variation across the regulatory cascade. Cell genomics
Li, T., Ferraro, N., Strober, B. J., Aguet, F., Kasela, S., Arvanitis, M., Ni, B., Wiel, L., Hershberg, E., Ardlie, K., Arking, D. E., Beer, R. L., Brody, et al
2023; 3 (10): 100401

• Assessment of maximal effort for weaker individuals with NMD during the assisted six-minute cycling test
Blumberg, Y., De Monts, C., Tang, W., Montalvo, S., Ataide, P., Young, S., Wheeler, M., Ashley, E., Myers, J., Day, J., Christle, J., Duong, T.
PERGAMON-ELSEVIER SCIENCE LTD.2023: S187

• Genomics Research with Undiagnosed Children: Ethical Challenges at the Boundaries of Research and Clinical Care JOURNAL OF
PEDIATRICS
Halley, M. C., Young, J. L., Tang, C., Mintz, K. T., Lucas-Griffin, S., Maghiro, A., Ashley, E. A., Tabor, H. K., Undiagnosed Diseases Network
2023; 261

• Personalized digital behaviour interventions increase short-term physical activity: a randomized control crossover trial substudy of the
MyHeart Counts Cardiovascular Health Study. European heart journal. Digital health
Javed, A., Kim, D. S., Hershman, S. G., Shcherbina, A., Johnson, A., Tolas, A., O'Sullivan, J. W., McConnell, M. V., Lazzeroni, L., King, A. C.,
Christle, J. W., Oppezzo, M., Mattsson, et al
2023; 4 (5): 411-419

• Generation of two induced pluripotent stem cell lines from Duchenne muscular dystrophy patients. Stem cell research
Liu, W., Zeng, W., Kong, X., Htet, M., Yu, R., Wheeler, M., Day, J. W., Wu, J. C.
2023; 72: 103207
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• Cardiac Remodeling in Subclinical Hypertrophic Cardiomyopathy: The VANISH Randomized Clinical Trial. JAMA cardiology
Vissing, C. R., Axelsson Raja, A., Day, S. M., Russell, M. W., Zahka, K., Lever, H. M., Pereira, A. C., Colan, S. D., Margossian, R., Murphy, A. M.,
Canter, C., Bach, R. G., Wheeler, et al
2023

• A defect in mitochondrial fatty acid synthesis impairs iron metabolism and causes elevated ceramide levels. Nature metabolism
Dutta, D., Kanca, O., Byeon, S. K., Marcogliese, P. C., Zuo, Z., Shridharan, R. V., Park, J. H., Lin, G., Ge, M., Heimer, G., Kohler, J. N., Wheeler, M.
T., Kaipparettu, et al
2023

• Rare Variant Genetics and Dilated Cardiomyopathy Severity: The DCM Precision Medicine Study. Circulation
Hofmeyer, M., Haas, G. J., Jordan, E., Cao, J., Kransdorf, E., Ewald, G. A., Morris, A. A., Owens, A., Lowes, B., Stoller, D., Wilson Tang, W. H., Garg,
S., Trachtenberg, et al
2023

• Beyond the exome: What's next in diagnostic testing for Mendelian conditions. American journal of human genetics
Wojcik, M. H., Reuter, C. M., Marwaha, S., Mahmoud, M., Duyzend, M. H., Barseghyan, H., Yuan, B., Boone, P. M., Groopman, E. E., Délot, E. C.,
Jain, D., Sanchis-Juan, A., Starita, et al
2023; 110 (8): 1229-1248

• Genetic Architecture of Dilated Cardiomyopathy in Individuals of African and European Ancestry. JAMA
Jordan, E., Kinnamon, D. D., Haas, G. J., Hofmeyer, M., Kransdorf, E., Ewald, G. A., Morris, A. A., Owens, A., Lowes, B., Stoller, D., Tang, W. H.,
Garg, S., Trachtenberg, et al
2023; 330 (5): 432-441

• Assessment of Oxygen Pulse in Hypertrophic Cardiomyopathy-Reply. JAMA cardiology
Wheeler, M. T., Chen, Y. M., Myers, J.
2023

• Respiratory gas kinetics in patients with congestive heart failure during recovery from peak exercise. Clinics (Sao Paulo, Brazil)
Patti, A., Blumberg, Y., Hedman, K., Neunhäuserer, D., Haddad, F., Wheeler, M., Ashley, E., Moneghetti, K. J., Myers, J., Christle, J. W.
2023; 78: 100225

• Genomics Research with Undiagnosed Children: Ethical Challenges at the Boundaries of Research and Clinical Care. The Journal of
pediatrics
Halley, M. C., Young, J. L., Tang, C., Mintz, K. T., Lucas-Griffin, S., Maghiro, A. S., Ashley, E. A., Tabor, H. K.
2023: 113537

• Screening for Dilated Cardiomyopathy in At-Risk First-Degree Relatives. Journal of the American College of Cardiology
Ni, H., Jordan, E., Kinnamon, D. D., Cao, J., Haas, G. J., Hofmeyer, M., Kransdorf, E., Ewald, G. A., Morris, A. A., Owens, A., Lowes, B., Stoller, D.,
Tang, et al
2023; 81 (21): 2059-2071

• The Reply. The American journal of medicine
Harris, C. S., Froelicher, V. F., Wheeler, M. T.
2023; 136 (5): e106

• The genetic determinants of recurrent somatic mutations in 43,693 blood genomes. Science advances
Weinstock, J. S., Laurie, C. A., Broome, J. G., Taylor, K. D., Guo, X., Shuldiner, A. R., O'Connell, J. R., Lewis, J. P., Boerwinkle, E., Barnes, K. C.,
Chami, N., Kenny, E. E., Loos, et al
2023; 9 (17): eabm4945

• Aberrant activation of TCL1A promotes stem cell expansion in clonal haematopoiesis. Nature
Weinstock, J. S., Gopakumar, J., Burugula, B. B., Uddin, M. M., Jahn, N., Belk, J. A., Bouzid, H., Daniel, B., Miao, Z., Ly, N., Mack, T. M., Luna, S. E.,
Prothro, et al
2023

• Participation in a national diagnostic research study: assessing the patient experience. Orphanet journal of rare diseases
Rosenfeld, L. E., LeBlanc, K., Nagy, A., Ego, B. K., Undiagnosed Diseases Network, McCray, A. T., Acosta, M. T., Adam, M., Adams, D. R., Alvarez,
R. L., Alvey, J., Amendola, L., Andrews, A., et al
2023; 18 (1): 73
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• Genetic Signature of Dilated Cardiomyopathy Severity: The DCM Precision Medicine Study
Hofmeyer, M., Haas, G., Kransdorf, E., Ewald, G., Morris, A., Owens, A., Lowes, B., Stoller, D., Tang, W., Garg, S., Trachtenberg, B., Shah, P.,
Pamboukian, et al
ELSEVIER SCIENCE INC.2023: S176

• Transforming Growth Factor-β Analysis of the VANISH Trial Cohort. Circulation. Heart failure
Kim, Y., Mastali, M., Van Eyk, J. E., Orav, E. J., Vissing, C. R., Day, S. M., Axelsson Raja, A., Russell, M. W., Zahka, K., Lever, H. M., Pereira, A. C.,
Murphy, A. M., Canter, et al
2023: e010314

• Effectiveness of the Family Heart Talk Communication Tool in Improving Family Member Screening for Dilated Cardiomyopathy: Results of
a Randomized Trial. Circulation
Kinnamon, D. D., Jordan, E., Haas, G. J., Hofmeyer, M., Kransdorf, E., Ewald, G. A., Morris, A. A., Owens, A., Lowes, B., Stoller, D., Wilson Tang, W.
H., Garg, S., Trachtenberg, et al
2023

• Beyond the exome: what's next in diagnostic testing for Mendelian conditions. ArXiv
Wojcik, M. H., Reuter, C. M., Marwaha, S., Mahmoud, M., Duyzend, M. H., Barseghyan, H., Yuan, B., Boone, P. M., Groopman, E. E., Délot, E. C.,
Jain, D., Sanchis-Juan, A., Starita, et al
2023

• The mitochondrial multi-omic response to exercise training across tissues. bioRxiv : the preprint server for biology
Amar, D., Gay, N. R., Jimenez-Morales, D., Beltran, P. M., Ramaker, M. E., Raja, A. N., Zhao, B., Sun, Y., Marwaha, S., Gaul, D., Hershman, S. G.,
Xia, A., Lanza, et al
2023

• Generation of two human iPSC lines with Exon 3 mutations in BCL2-Associated Athanogene 3 (BAG3) from dilated cardiomyopathy
patients. Stem cell research
Zushin, P. H., Zhou, Y., Li, A., Ashley, E. A., Wheeler, M. T., Wu, J. C.
2023; 67: 103019

• Plain Language Summary of Publication of the safety and efficacy of ARRY-371797 in people with dilated cardiomyopathy and a faulty
LMNA gene. Future cardiology
MacRae, C. A., Taylor, M. R., Mestroni, L., Moses, J., Ashley, E. A., Wheeler, M. T., Lakdawala, N. K., Hershberger, R. E., Sandor, V., Saunders, M.
E., Oliver, C., Lee, P. A., Judge, et al
2023

• HOMOZYGOUS FRAMESHIFT VARIANT IN LYSOSOME-ASSOCIATED MEMBRANE GLYCOPROTEIN 3 IN A PATIENT WITH INTERSTITIAL
LUNG DISEASE DUE TO POSSIBLE SURFACTANT PROTEIN DYSFUNCTION
Keehan, L., Bonner, D., Kravets, E., Kohler, J., Reuter, C., Marwaha, S., Network, U., Fisher, P., Ashley, E., Wheeler, M., Bernstein, J. A.
SAGE PUBLICATIONS LTD.2023: NP389

• CHARACTERIZATION OF TWO NOVEL DNASE1L3 VARIANTS IN A PATIENT WITH A MONOGENIC FORM OF SYSTEMIC LUPUS
ERYTHEMATOSUS
Leon, A., Vera, P. L., Bonner, D., Kohler, J., Reuter, C., Zastrow, D., Majcherska, M., Fernandez, L., McCormack, C., Marwaha, S., Fisher, P., Ashley,
E., Maller, et al
SAGE PUBLICATIONS LTD.2023: NP391-NP392

• Variant Location Is a Novel Risk Factor for Individuals With Arrhythmogenic Cardiomyopathy Due to a Desmoplakin (DSP) Truncating
Variant. Circulation. Genomic and precision medicine
Hoorntje, E. T., Burns, C., Marsili, L., Corden, B., Parikh, V. N., Te Meerman, G. J., Gray, B., Adiyaman, A., Bagnall, R. D., Barge-Schaapveld, D. Q.,
van den Berg, M. P., Bootsma, M., Bosman, et al
2022: e003672

• Intrinsic Atrial Myopathy Precedes Left Ventricular Dysfunction and Predicts Atrial Fibrillation in Lamin A/C Cardiomyopathy. Circulation.
Genomic and precision medicine
Tremblay-Gravel, M., Ichimura, K., Picard, K., Kawano, Y., Dries, A. M., Haddad, F., Lakdawala, N. K., Wheeler, M. T., Parikh, V. N.
2022: e003480

• Efficacy and Safety of ARRY-371797 in LMNA-Related Dilated Cardiomyopathy: A Phase 2 Study. Circulation. Genomic and precision medicine
MacRae, C. A., Taylor, M. R., Mestroni, L., Moses, J., Ashley, E. A., Wheeler, M. T., Lakdawala, N. K., Hershberger, R. E., Sandor, V., Saunders, M.
E., Oliver, C., Lee, P. A., Judge, et al
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2022: e003730

• A concurrent dual analysis of genomic data augments diagnoses: experiences of two clinical sites in the Undiagnosed Diseases
Network. Genetics in medicine : official journal of the American College of Medical Genetics
Spillmann, R. C., Tan, Q. K., Reuter, C., Schoch, K., Kohler, J., Bonner, D., Zastrow, D., Alkelai, A., Baugh, E., Cope, H., Marwaha, S., Wheeler, M.
T., Bernstein, et al
2022

• Serial 7-Day Electrocardiogram PatchScreening for AF inHigh-Risk Older Women by the CHARGE-AF Score. JACC. Clinical
electrophysiology
Lin, J. Y., Larson, J., Schoenberg, J., Sepulveda, A., Tinker, L., Wheeler, M., Albert, C., Manson, J. E., Wells, G., Martin, L. W., Froelicher, V.,
LaMonte, M., Kooperberg, et al
2022; 8 (12): 1523-1534

• Premature ventricular contractions (PVCs) in young athletes. Progress in cardiovascular diseases
Gomez, S. E., Hwang, C. E., Kim, D. S., Froelicher, V. F., Wheeler, M. T., Perez, M. V.
2022

• Generation of two induced pluripotent stem cell lines from dilated cardiomyopathy patients carrying TTN mutations. Stem cell research
Zhang, T. T., Zhao, S. R., Alamana, C., Shen, M., Parikh, V., Wheeler, M. T., Wu, J. C.
2022; 65: 102941

• Case-Control cardiopulmonary exercise testing for patients with neuromuscular disease
Duong, T., Parker, D., Stevens, V., Young, S., Tang, W., Myers, J., Ashley, E., Wheeler, M., Christle, J.
PERGAMON-ELSEVIER SCIENCE LTD.2022: S75

• Deconvoluting complex correlates of COVID-19 severity with a multi-omic pandemic tracking strategy. Nature communications
Parikh, V. N., Ioannidis, A. G., Jimenez-Morales, D., Gorzynski, J. E., De Jong, H. N., Liu, X., Roque, J., Cepeda-Espinoza, V. P., Osoegawa, K.,
Hughes, C., Sutton, S. C., Youlton, N., Joshi, et al
2022; 13 (1): 5107

• Impact of SARS-Cov-2 infection in patients with hypertrophic cardiomyopathy: results of an international multicentre registry. ESC heart
failure
Gimeno, J. R., Olivotto, I., Rodríguez, A. I., Ho, C. Y., Fernández, A., Quiroga, A., Espinosa, M. A., Gómez-González, C., Robledo, M., Tojal-Sierra,
L., Day, S. M., Owens, A., Barriales-Villa, et al
2022; 9 (4): 2189-2198

• Wnt Signaling Interactor WTIP (Wilms Tumor Interacting Protein) Underlies Novel Mechanism for Cardiac Hypertrophy. Circulation. Genomic
and precision medicine
De Jong, H. N., Dewey, F. E., Cordero, P., Victorio, R. A., Kirillova, A., Huang, Y., Madhvani, R., Seo, K., Werdich, A. A., Lan, F., Orcholski, M., Robert
Liu, W., Erbilgin, et al
2022: 101161CIRCGEN121003563

• Generation of two induced pluripotent stem cell lines carrying the phospholamban R14del mutation for modeling ARVD/C. Stem cell
research
Vera, C. D., Manhas, A., Shenoy, S. P., Wheeler, M. T., Sallam, K., Wu, J. C.
2022; 63: 102834

• Impact of SARS-Cov-2 infection in patients with hypertrophic cardiomyopathy: results of an international multicentre registry ESC HEART
FAILURE
Gimeno, J. R., Olivotto, I., Isabel Rodriguez, A., Ho, C. Y., Fernandez, A., Quiroga, A., Angeles Espinosa, M., Gomez-Gonzalez, C., Robledo, M.,
Tojal-Sierra, L., Day, S. M., Owens, A., Barriales-Villa, et al
2022

• The Response to Cardiac Resynchronization Therapy in LMNA cardiomyopathy. European journal of heart failure
Sidhu, K., Castrini, A. I., Parikh, V., Reza, N., Owens, A., Tremblay-Gravel, M., Wheeler, M. T., Mestroni, L., Taylor, M., Graw, S., Gigli, M., Merlo, M.,
Paldino, et al
2022

• Perceived utility and disutility of genomic sequencing for pediatric patients: Perspectives from parents with diverse sociodemographic
characteristics. American journal of medical genetics. Part A
Halley, M. C., Young, J. L., Fernandez, L., Kohler, J. N., Undiagnosed Diseases Network, Bernstein, J. A., Wheeler, M. T., Tabor, H. K.
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• TOWARDS TRANSCRIPTOMICS AS A PRIMARY TOOL FOR RARE DISEASE INVESTIGATION. Cold Spring Harbor molecular case studies
Montgomery, S. B., Bernstein, J. A., Wheeler, M. T.
2022

• Beyond race: Recruitment of diverse participants in clinical genomics research for rare disease. Frontiers in genetics
Young, J. L., Halley, M. C., Anguiano, B., Fernandez, L., Bernstein, J. A., Wheeler, M. T., Tabor, H. K., Undiagnosed Diseases Network Consortium
2022; 13: 949422

• Variable clinical severity in TANGO2 deficiency: Case series and literature review. American journal of medical genetics. Part A
Schymick, J., Leahy, P., Cowan, T., Ruzhnikov, M. R., Gates, R., Fernandez, L., Pramanik, G., Undiagnosed Diseases Network, Yarlagadda, V.,
Wheeler, M., Bernstein, J. A., Enns, G. M., Lee, C.
2021

• Genetic counselor roles in the undiagnosed diseases network research study: Clinical care, collaboration, and curation. Journal of genetic
counseling
Kohler, J. N., Kelley, E. G., Boyd, B. M., Sillari, C. H., Marwaha, S., Undiagnosed Diseases Network, Wheeler, M. T., Acosta, M. T., Adam, M.,
Adams, D. R., Agrawal, P. B., Alejandro, M. E., Alvey, J., et al
2021

• Characterization of HNRNPA1 mutations defines diversity in pathogenic mechanisms and clinical presentation. JCI insight
Beijer, D., Kim, H. J., Guo, L., O'Donovan, K., Mademan, I., Deconinck, T., Van Schil, K., Fare, C. M., Drake, L. E., Ford, A. F., Kochanski, A.,
Kabzinska, D., Dubuisson, et al
2021; 6 (14)

• Generation of three induced pluripotent stem cell lines from hypertrophic cardiomyopathy patients carrying MYH7 mutations. Stem cell
research
Cao, X., Jahng, J. W., Lee, C., Zha, Y., Wheeler, M. T., Sallam, K., Wu, J. C.
2021; 55: 102455

• Mapping the human genetic architecture of COVID-19. Nature
COVID-19 Host Genetics Initiative
2021

• Findings From Cardiovascular Evaluation of National Collegiate Athletic Association Division I Collegiate Student-Athletes After
Asymptomatic or Mildly Symptomatic SARS-CoV-2 Infection. Clinical journal of sport medicine : official journal of the Canadian Academy of
Sport Medicine
Hwang, C. E., Kussman, A., Christle, J. W., Froelicher, V., Wheeler, M. T., Moneghetti, K. J.
2021

• "Doctors can read about it, they can know about it, but they've never lived with it": How parents use social media throughout the
diagnostic odyssey. Journal of genetic counseling
Deuitch, N. T., Beckman, E., Halley, M. C., Young, J. L., Reuter, C. M., Kohler, J., Bernstein, J. A., Wheeler, M. T., Undiagnosed Diseases Network,
Ormond, K. E., Tabor, H. K.
2021

• Compound heterozygous KCTD7 variants in progressive myoclonus epilepsy. Journal of neurogenetics
Burke, E. A., Sturgeon, M., Zastrow, D. B., Fernandez, L., Prybol, C., Marwaha, S., Frothingham, E. P., Ward, P. A., Eng, C. M., Fresard, L.,
Montgomery, S. B., Enns, G. M., Fisher, et al
2021: 1–10

• A resource of lipidomics and metabolomics data from individuals with undiagnosed diseases SCIENTIFIC DATA
Kyle, J. E., Stratton, K. G., Zink, E. M., Kim, Y., Bloodsworth, K. J., Monroe, M. E., Bacino, C. A., Bacino, C. A., Hanchard, N. A., Lewis, R. A.,
Rosenfeld, J. A., Scott, D. A., Tran, et al
2021; 8 (1): 114

• Variants in PRKAR1B cause a neurodevelopmental disorder with autism spectrum disorder, apraxia, and insensitivity to pain GENETICS
IN MEDICINE
Marbach, F., Stoyanov, G., Erger, F., Stratakis, C. A., Settas, N., London, E., Rosenfeld, J. A., Torti, E., Haldeman-Englert, C., Sklirou, E., Kessler, E.,
Ceulemans, S., Nelson, et al
2021
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• Genomic Context Differs Between Human Dilated Cardiomyopathy and Hypertrophic Cardiomyopathy. Journal of the American Heart
Association
Puckelwartz, M. J., Pesce, L. L., Dellefave-Castillo, L. M., Wheeler, M. T., Pottinger, T. D., Robinson, A. C., Kearns, S. D., Gacita, A. M., Schoppen,
Z. J., Pan, W., Kim, G., Wilcox, J. E., Anderson, et al
2021: e019944

• Functional and structural analysis of cytokine selective IL6ST defects that cause recessive hyper-IgE syndrome. The Journal of allergy and
clinical immunology
Chen, Y., Zastrow, D. B., Metcalfe, R. D., Gartner, L., Krause, F., Morton, C. J., Marwaha, S., Fresard, L., Huang, Y., Zhao, C., McCormack, C., Bick,
D., Worthey, et al
2021

• Identification of rare and common regulatory variants in pluripotent cells using population-scale transcriptomics. Nature genetics
Bonder, M. J., Smail, C., Gloudemans, M. J., Fresard, L., Jakubosky, D., D'Antonio, M., Li, X., Ferraro, N. M., Carcamo-Orive, I., Mirauta, B., Seaton,
D. D., Cai, N., Vakili, et al
2021

• Commonalities across computational workflows for uncovering explanatory variants in undiagnosed cases. Genetics in medicine : official
journal of the American College of Medical Genetics
Kobren, S. N., Baldridge, D., Velinder, M., Krier, J. B., LeBlanc, K., Esteves, C., Pusey, B. N., Zuchner, S., Blue, E., Lee, H., Huang, A., Bastarache,
L., Bican, et al
2021

• Biallelic UBE4A loss-of-function variants cause intellectual disability and global developmental delay. Genetics in medicine : official journal of
the American College of Medical Genetics
Melo, U. S., Bonner, D. n., Kent Lloyd, K. C., Moshiri, A. n., Willis, B. n., Lanoue, L. n., Bower, L. n., Leonard, B. C., Martins, D. J., Gomes, F. n., de
Souza Leite, F. n., Oliveira, D. n., Kitajima, et al
2021

• Generation of three induced pluripotent stem cell lines from hypertrophic cardiomyopathy patients carrying TNNI3 mutations. Stem cell
research
Zhao, S. R., Shen, M., Lee, C., Zha, Y., Guevara, J. V., Wheeler, M. T., Wu, J. C.
2021; 57: 102597

• Time trajectories in the transcriptomic response to exercise - a meta-analysis. Nature communications
Amar, D., Lindholm, M. E., Norrbom, J., Wheeler, M. T., Rivas, M. A., Ashley, E. A.
2021; 12 (1): 3471

• Cardiopulmonary Exercise Testing With Echocardiography to Assess Recovery in Patients With Ventricular Assist Devices. ASAIO journal
(American Society for Artificial Internal Organs : 1992)
Christle, J. W., Moneghetti, K. J., Duclos, S., Mueller, S., Moayedi, Y., Khush, K. K., Haddad, F., Hiesinger, W., Myers, J., Ashley, E. A., Teuteberg, J.
J., Wheeler, M. T., Banerjee, et al
2021; 67 (10): 1134-1138

• Arrhythmias Other Than Atrial Fibrillation in Those With an Irregular Pulse Detected With a Smartwatch: Findings From the Apple Heart
Study. Circulation. Arrhythmia and electrophysiology
Perino, A. C., Gummidipundi, S. E., Lee, J., Hedlin, H., Garcia, A., Ferris, T., Balasubramanian, V., Gardner, R. M., Cheung, L., Hung, G., Granger, C.
B., Kowey, P., Rumsfeld, et al
2021: CIRCEP121010063

• Valsartan in early-stage hypertrophic cardiomyopathy: a randomized phase 2 trial. Nature medicine
Ho, C. Y., Day, S. M., Axelsson, A., Russell, M. W., Zahka, K., Lever, H. M., Pereira, A. C., Colan, S. D., Margossian, R., Murphy, A. M., Canter, C.,
Bach, R. G., Wheeler, et al
2021

• "It seems like COVID-19 now is the only disease present on Earth": living with a rare or undiagnosed disease during the COVID-19
pandemic. Genetics in medicine : official journal of the American College of Medical Genetics
Halley, M. C., Stanley, T. n., Maturi, J. n., Goldenberg, A. J., Bernstein, J. A., Wheeler, M. T., Tabor, H. K.
2021

• An autosomal dominant neurological disorder caused by de novo variants in FAR1 resulting in uncontrolled synthesis of ether
lipids GENETICS IN MEDICINE
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Ferdinandusse, S., McWalter, K., te Brinke, H., Ijlst, L., Mooijer, P. M., Ruiter, J. P. N., van Lint, A. E. M., Pras-Raves, M., Wever, E., Millan, F.,
Sacoto, M., Begtrup, A., Tarnopolsky, et al
2021; 23 (4): 740-750

• DYRK1A pathogenic variants in two patients with syndromic intellectual disability and a review of the literature MOLECULAR GENETICS &
GENOMIC MEDICINE
Meissner, L. E., Macnamara, E. F., D'Souza, P., Yang, J., Vezina, G., Ferreira, C. R., Zein, W. M., Tifft, C. J., Adams, D. R., Undiagnosed Diseases
Network
2020; 8 (12): e1544

• Family genetic result communication in rare and undiagnosed disease communities: Understanding the practice JOURNAL OF GENETIC
COUNSELING
Studwell, C. M., Kelley, E. G., Sinsheimer, J. S., Palmer, C. G. S., LeBlanc, K., Undiagnosed Dis Network
2021; 30 (2): 439-447

• Mavacamten for treatment of symptomatic obstructive hypertrophic cardiomyopathy (EXPLORER-HCM): a randomised, double-blind,
placebo-controlled, phase 3 trial. Lancet (London, England)
Olivotto, I., Oreziak, A., Barriales-Villa, R., Abraham, T. P., Masri, A., Garcia-Pavia, P., Saberi, S., Lakdawala, N. K., Wheeler, M. T., Owens, A.,
Kubanek, M., Wojakowski, W., Jensen, et al
2020

• Biallelic MADD variants cause a phenotypic spectrum ranging from developmental delay to a multisystem disorder BRAIN
Schneeberger, P. E., Kortum, F., Korenke, G., Alawi, M., Santer, R., Woidy, M., Buhas, D., Fox, S., Juusola, J., Alfadhel, M., Webb, B. D., Coci, E. G.,
Abou Jamra, et al
2020; 143 (8): 2437-2453

• Cardiopulmonary Differences Between Normal And Overweight Diabetics
Christle, J. W., Kobayashi, Y., Moneghetti, K., Wheeler, M., Myers, J., Palaniappan, L., Haddad, F.
LIPPINCOTT WILLIAMS & WILKINS.2020: 131

• Molecular Transducers of Physical Activity Consortium (MoTrPAC): Mapping the Dynamic Responses to Exercise. Cell
Sanford, J. A., Nogiec, C. D., Lindholm, M. E., Adkins, J. N., Amar, D., Dasari, S., Drugan, J. K., Fernandez, F. M., Radom-Aizik, S., Schenk, S.,
Snyder, M. P., Tracy, R. P., Vanderboom, et al
2020; 181 (7): 1464–74

• Silencing of MYH7 ameliorates disease phenotypes in human iPSC-Cardiomyocytes. Physiological genomics
Dainis, A., Zaleta-Rivera, K., Ribeiro, A., Chang, A. C., Shang, C., Lan, F., Burridge, P. W., Liu, W. R., Wu, J. C., Chang, A. C., Pruitt, B. L., Wheeler,
M., Ashley, et al
2020

• An assessment of the role of vinculin (VCL) loss of function variants in inherited cardiomyopathy. Human mutation
Hawley, M. H., Almontashiri, N., Biesecker, L. G., Berger, N., Chung, W. K., Garcia, J., Grebe, T. A., Kelly, M. A., Lebo, M. S., Macaya, D., Mei, H.,
Platt, J., Richard, et al
2020

• Multimodality Imaging for Risk Assessment of Inherited Cardiomyopathies CURRENT CARDIOVASCULAR RISK REPORTS
O'Sullivan, J. W., Rhee, J., Hsu, D., Wheeler, M. T., Nieman, K.
2020; 14 (5)

• Variant Interpretation for Dilated Cardiomyopathy: Refinement of the American College of Medical Genetics and Genomics/ClinGen
Guidelines for the DCM Precision Medicine Study. Circulation. Genomic and precision medicine
Morales, A., Kinnamon, D. D., Jordan, E., Platt, J., Vatta, M., Dorschner, M. O., Starkey, C. A., Mead, J. O., Ai, T., Burke, W., Gastier-Foster, J.,
Jarvik, G. P., Rehm, et al
2020; 13 (2): e002480

• De novo EIF2AK1 and EIF2AK2 Variants Are Associated with Developmental Delay, Leukoencephalopathy, and Neurologic
Decompensation. American journal of human genetics
Mao, D. n., Reuter, C. M., Ruzhnikov, M. R., Beck, A. E., Farrow, E. G., Emrick, L. T., Rosenfeld, J. A., Mackenzie, K. M., Robak, L. n., Wheeler, M.
T., Burrage, L. C., Jain, M. n., Liu, et al
2020

• Outcomes in Patients With Cardiac Amyloidosis Undergoing Heart Transplantation. JACC. Heart failure
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Barrett, C. D., Alexander, K. M., Zhao, H. n., Haddad, F. n., Cheng, P. n., Liao, R. n., Wheeler, M. T., Liedtke, M. n., Schrier, S. n., Arai, S. n.,
Weisshaar, D. n., Witteles, R. M.
2020

• Accuracy of Smartphone Camera Applications for Detecting Atrial Fibrillation: A Systematic Review and Meta-analysis. JAMA network open
O'Sullivan, J. W., Grigg, S. n., Crawford, W. n., Turakhia, M. P., Perez, M. n., Ingelsson, E. n., Wheeler, M. T., Ioannidis, J. P., Ashley, E. A.
2020; 3 (4): e202064

• 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
Schoch, K. n., Esteves, C. n., Bican, A. n., Spillmann, R. n., Cope, H. n., McConkie-Rosell, A. n., Walley, N. n., Fernandez, L. n., Kohler, J. N.,
Bonner, D. n., Reuter, C. n., Stong, N. n., Mulvihill, et al
2020

• Echocardiographic Assessment of Left Ventricular Remodeling in American Style Footballers. International journal of sports medicine
Moneghetti, K. J., Singh, T., Hedman, K., Christle, J. W., Kooreman, Z., Kobayashi, Y., Bouajila, S., Amsallem, M., Wheeler, M., Gerche, A. L.,
Ashley, E., Haddad, F.
2019

• Baseline Characteristics of the VANISH Cohort. Circulation. Heart failure
Axelsson Raja, A., Shi, L., Day, S. M., Russell, M., Zahka, K., Lever, H., Colan, S. D., Margossian, R., Hall, E. K., Becker, J., Jefferies, J. L., Patel, A.
R., Choudhury, et al
2019; 12 (12): e006231

• Comparison of the Stanford ECG Left Atrial Criteria With the International ECG Criteria for Sports Screening. Clinical journal of sport
medicine : official journal of the Canadian Academy of Sport Medicine
Hock, J., Wheeler, M., Singh, T., Ha, L. D., Hadley, D., Froelicher, V.
2019

• The effect of digital physical activity interventions on daily step count: a randomised controlled crossover substudy of the MyHeart
Counts Cardiovascular Health Study. The Lancet. Digital health
Shcherbina, A., Hershman, S. G., Lazzeroni, L., King, A. C., O'Sullivan, J. W., Hekler, E., Moayedi, Y., Pavlovic, A., Waggott, D., Sharma, A., Yeung,
A., Christle, J. W., Wheeler, et al
2019; 1 (7): e344-e352

• The effect of digital physical activity interventions on daily step count: a randomised controlled crossover substudy of the MyHeart
Counts Cardiovascular Health Study LANCET DIGITAL HEALTH
Shcherbina, A., Hershman, S. G., Lazzeroni, L., King, A. C., O'Sullivan, J. W., Hekler, E., Moayedi, Y., Pavlovic, A., Waggott, D., Sharma, A., Yeung,
A., Christle, J. W., Wheeler, et al
2019; 1 (7): E344–E352

• VarSight: prioritizing clinically reported variants with binary classification algorithms. BMC bioinformatics
Holt, J. M., Wilk, B., Birch, C. L., Brown, D. M., Gajapathy, M., Moss, A. C., Sosonkina, N., Wilk, M. A., Anderson, J. A., Harris, J. M., Kelly, J. M.,
Shaterferdosian, F., Uno-Antonison, et al
2019; 20 (1): 496

• De Novo Pathogenic Variants in N-cadherin Cause a Syndromic Neurodevelopmental Disorder with Corpus Collosum, Axon, Cardiac,
Ocular, and Genital Defects. American journal of human genetics
Accogli, A., Calabretta, S., St-Onge, J., Boudrahem-Addour, N., Dionne-Laporte, A., Joset, P., Azzarello-Burri, S., Rauch, A., Krier, J., Fieg, E.,
Pallais, J. C., McConkie-Rosell, A., McDonald, et al
2019; 105 (4): 854-868

• Yield of whole exome sequencing in undiagnosed patients facing insurance coverage barriers to genetic testing. Journal of genetic
counseling
Reuter, C. M., Kohler, J. N., Bonner, D., Zastrow, D., Fernandez, L., Dries, A., Marwaha, S., Davidson, J., Brokamp, E., Herzog, M., Hong, J.,
Macnamara, E., Rosenfeld, et al
2019

• Allele-Specific Silencing Ameliorates Restrictive Cardiomyopathy Due to a Human Myosin Regulatory Light Chain Mutation. Circulation
Zaleta-Rivera, K., Dainis, A., Ribeiro, A. J., Sanchez Cordero, P., Rubio, G., Shang, C., Liu, J., Finsterbach, T., Parikh, V. N., Sutton, S., Seo, K.,
Sinha, N., Jain, et al
2019
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• De Novo Variants in WDR37 Are Associated with Epilepsy, Colobomas, Dysmorphism, Developmental Delay, Intellectual Disability, and
Cerebellar Hypoplasia. American journal of human genetics
Kanca, O., Andrews, J. C., Lee, P., Patel, C., Braddock, S. R., Slavotinek, A. M., Cohen, J. S., Gubbels, C. S., Aldinger, K. A., Williams, J., Indaram,
M., Fatemi, A., Yu, et al
2019

• ClinPhen extracts and prioritizes patient phenotypes directly from medical records to expedite genetic disease diagnosis GENETICS IN
MEDICINE
Deisseroth, C. A., Birgmeier, J., Bodle, E. E., Kohler, J. N., Matalon, D. R., Nazarenko, Y., Genetti, C. A., Brownstein, C. A., Schmitz-Abe, K., Schoch,
K., Cope, H., Signer, R., Network, et al
2019; 21 (7): 1585–93

• Partial Loss of USP9X Function Leads to a Male Neurodevelopmental and Behavioral Disorder Converging on Transforming Growth Factor
β Signaling. Biological psychiatry
Johnson, B. V., Kumar, R., Oishi, S., Alexander, S., Kasherman, M., Vega, M. S., Ivancevic, A., Gardner, A., Domingo, D., Corbett, M., Parnell, E.,
Yoon, S., Oh, et al
2019

• Magnetic Resonance Imaging characteristics in case of TOR1AIP1 muscular dystrophy. Clinical imaging
Bhatia, A., Mobley, B. C., Cogan, J., Koziura, M. E., Brokamp, E., Phillips, J., Newman, J., Moore, S. A., Hamid, R.
2019; 58: 108-113

• Lysosomal Storage and Albinism Due to Effects of a De Novo CLCN7 Variant on Lysosomal Acidification. American journal of human
genetics
Nicoli, E. R., Weston, M. R., Hackbarth, M., Becerril, A., Larson, A., Zein, W. M., Baker, P. R., Burke, J. D., Dorward, H., Davids, M., Huang, Y.,
Adams, D. R., Zerfas, et al
2019; 104 (6): 1127-1138

• A Patient with Sjogren's Syndrome and Subsequent Diagnosis of Inclusion Body Myositis and Light-Chain Amyloidosis JOURNAL OF
GENERAL INTERNAL MEDICINE
Hom, J., Marwaha, S., Postolova, A., Kittle, J., Vasquez, R., Davidson, J., Kohler, J., Dries, A., Fernandez-Betancourt, L., Majcherska, M., Dearlove,
J., Raghavan, S., Vogel, et al
2019; 34 (6): 1058–62

• Extracutaneous manifestations in phacomatosis cesioflammea and cesiomarmorata: Case series and literature review AMERICAN
JOURNAL OF MEDICAL GENETICS PART A
Kumar, A., Zastrow, D. B., Kravets, E. J., Beleford, D., Ruzhnikov, M. R. Z., Grove, M. E., Dries, A. M., Kohler, J. N., Waggott, D. M., Yang, Y., Huang,
Y., Mackenzie, K. M., Eng, et al
2019; 179 (6): 966–77

• Targeted Long-Read RNA Sequencing Demonstrates Transcriptional Diversity Driven by Splice-Site Variation in MYBPC3. Circulation.
Genomic and precision medicine
Dainis, A., Tseng, E., Clark, T. A., Hon, T., Wheeler, M., Ashley, E.
2019; 12 (5): e002464

• Athletic Remodeling in Female College Athletes: The "Morganroth Hypothesis" Revisited CLINICAL JOURNAL OF SPORT MEDICINE
Kooreman, Z., Giraldeau, G., Finocchiaro, G., Kobayashi, Y., Wheeler, M., Perez, M., Moneghetti, K., Oxborough, D., George, K. P., Myers, J.,
Ashley, E., Haddad, F.
2019; 29 (3): 224–31

• IgG4-related disease: Association with a rare gene variant expressed in cytotoxic T cells. Molecular genetics & genomic medicine
Newman, J. H., Shaver, A., Sheehan, J. H., Mallal, S., Stone, J. H., Pillai, S., Bastarache, L., Riebau, D., Allard-Chamard, H., Stone, W. M.,
Perugino, C., Pilkinton, M., Smith, et al
2019: e686

• Developing a genomics rotation: Practical training around variant interpretation for genetic counseling students JOURNAL OF GENETIC
COUNSELING
Grove, M. E., White, S., Fisk, D. G., Rego, S., Dagan-Rosenfeld, O., Kohler, J. N., Reuter, C. M., Bonner, D., Wheeler, M. T., Bernstein, J. A.,
Ormond, K. E., Hanson-Kahn, A. K., Undiagnosed Dis Network
2019; 28 (2): 466–76
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• A toolkit for genetics providers in follow-up of patients with non-diagnostic exome sequencing JOURNAL OF GENETIC COUNSELING
Zastrow, D. B., Kohler, J. N., Bonner, D., Reuter, C. M., Fernandez, L., Grove, M. E., Fisk, D. G., Yang, Y., Eng, C. M., Ward, P. A., Bick, D., Worthey,
E. A., Fisher, et al
2019; 28 (2): 213–28

• Targeting ferroptosis: A novel therapeutic strategy for the treatment of mitochondrial disease-related epilepsy. PloS one
Kahn-Kirby, A. H., Amagata, A., Maeder, C. I., Mei, J. J., Sideris, S., Kosaka, Y., Hinman, A., Malone, S. A., Bruegger, J. J., Wang, L., Kim, V.,
Shrader, W. D., Hoff, et al
2019; 14 (3): e0214250

• Targeting ferroptosis: A novel therapeutic strategy for the treatment of mitochondrial disease-related epilepsy PLOS ONE
Kahn-Kirby, A. H., Amagata, A., Maeder, C. I., Mei, J. J., Sideris, S., Kosaka, Y., Hinman, A., Malone, S. A., Bruegger, J. J., Wang, L., Kim, V.,
Shrader, W. D., Hoff, et al
2019; 14 (3)

• Extracutaneous manifestations in phacomatosis cesioflammea and cesiomarmorata: Case series and literature review. American journal of
medical genetics. Part A
Kumar, A., Zastrow, D. B., Kravets, E. J., Beleford, D., Ruzhnikov, M. R., Grove, M. E., Dries, A. M., Kohler, J. N., Waggott, D. M., Yang, Y., Huang,
Y., Undiagnosed Diseases Network, Mackenzie, K. M., et al
2019

• Bi-allelic Variants in TONSL Cause SPONASTRIME Dysplasia and a Spectrum of Skeletal Dysplasia Phenotypes. American journal of human
genetics
Burrage, L. C., Reynolds, J. J., Baratang, N. V., Phillips, J. B., Wegner, J., McFarquhar, A., Higgs, M. R., Christiansen, A. E., Lanza, D. G., Seavitt, J.
R., Jain, M., Li, X., Parry, et al
2019; 104 (3): 422-438

• Regional Variation in RBM20 Causes a Highly Penetrant Arrhythmogenic Cardiomyopathy CIRCULATION-HEART FAILURE
Parikh, V. N., Caleshu, C., Reuter, C., Lazzeroni, L. C., Ingles, J., Garcia, J., McCaleb, K., Adesiyun, T., Sedaghat-Hamedani, F., Kumar, S., Graw, S.,
Gigli, M., Stolfo, et al
2019; 12 (3)

• Time based versus strain based myocardial performance indices in hypertrophic cardiomyopathy, the merging role of left atrial
strain EUROPEAN HEART JOURNAL-CARDIOVASCULAR IMAGING
Kobayashi, Y., Moneghetti, K. J., Bouajila, S., Stolfo, D., Finocchiaro, G., Kuznetsova, T., Liang, D., Schnittger, I., Ashley, E., Wheeler, M., Haddad, F.
2019; 20 (3): 334–42

• A Premature Termination Codon Mutation in MYBPC3 Causes Hypertrophic Cardiomyopathy via Chronic Activation of Nonsense-Mediated
Decay CIRCULATION
Seeger, T., Shrestha, R., Lam, C., Chen, C., McKeithan, W. L., Lau, E., Wnorowski, A., McMullen, G., Greenhaw, M., Lee, J., Oikonomopoulos, A.,
Lee, S., Yang, et al
2019; 139 (6): 799–811

• Evolving Decisions: Perspectives of Active and Athletic Individuals with Inherited Heart Disease Who Exercise Against
Recommendations JOURNAL OF GENETIC COUNSELING
Subas, T., Luiten, R., Hanson-Kahn, A., Wheeler, M., Caleshu, C.
2019; 28 (1): 119-129

• Expansion of the Human Phenotype Ontology (HPO) knowledge base and resources NUCLEIC ACIDS RESEARCH
Koehler, S., Carmody, L., Vasilevsky, N., Jacobsen, J. O. B., Danis, D., Gourdine, J., Gargano, M., Harris, N. L., Matentzoglu, N., McMurry, J. A.,
Osumi-Sutherland, D., Cipriani, V., Balhoff, et al
2019; 47 (D1): D1018–D1027

• Approaching Higher Dimension Imaging Data Using Cluster-Based Hierarchical Modeling in Patients with Heart Failure Preserved Ejection
Fraction. Scientific reports
Kobayashi, Y. n., Tremblay-Gravel, M. n., Boralkar, K. A., Li, X. n., Nishi, T. n., Amsallem, M. n., Moneghetti, K. J., Bouajila, S. n., Selej, M. n., Ozen,
M. O., Demirci, U. n., Ashley, E. n., Wheeler, et al
2019; 9 (1): 10431

• Genomics in medicine: a novel elective rotation for internal medicine residents. Postgraduate medical journal
Geng, L. N., Kohler, J. N., Levonian, P. n., Bernstein, J. A., Ford, J. M., Ahuja, N. n., Witteles, R. n., Hom, J. n., Wheeler, M. n.
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2019

• Large-Scale Assessment of a Smartwatch to Identify Atrial Fibrillation. The New England journal of medicine
Perez, M. V., Mahaffey, K. W., Hedlin, H., Rumsfeld, J. S., Garcia, A., Ferris, T., Balasubramanian, V., Russo, A. M., Rajmane, A., Cheung, L., Hung,
G., Lee, J., Kowey, et al
2019; 381 (20): 1909–17

• Athletic Remodeling in Female College Athletes: The "Morganroth Hypothesis" Revisited. Clinical journal of sport medicine : official journal of
the Canadian Academy of Sport Medicine
Kooreman, Z. n., Giraldeau, G. n., Finocchiaro, G. n., Kobayashi, Y. n., Wheeler, M. n., Perez, M. n., Moneghetti, K. n., Oxborough, D. n., George, K.
P., Myers, J. n., Ashley, E. n., Haddad, F. n.
2019; 29 (3): 224–31

• A toolkit for genetics providers in follow-up of patients with non-diagnostic exome sequencing. Journal of genetic counseling
Zastrow, D. B., Kohler, J. N., Bonner, D. n., Reuter, C. M., Fernandez, L. n., Grove, M. E., Fisk, D. G., Yang, Y. n., Eng, C. M., Ward, P. A., Bick, D. n.,
Worthey, E. A., Fisher, et al
2019; 28 (2): 213–28

• A Patient with Sjogren's Syndrome and Subsequent Diagnosis of Inclusion Body Myositis and Light-Chain Amyloidosis. Journal of general
internal medicine
Hom, J. n., Marwaha, S. n., Postolova, A. n., Kittle, J. n., Vasquez, R. n., Davidson, J. n., Kohler, J. n., Dries, A. n., Fernandez-Betancourt, L. n.,
Majcherska, M. n., Dearlove, J. n., Raghavan, S. n., Vogel, et al
2019

• Improving risk stratification in heart failure with preserved ejection fraction by combining two validated risk scores. Open heart
Boralkar, K. A., Kobayashi, Y., Moneghetti, K. J., Pargaonkar, V. S., Tuzovic, M., Krishnan, G., Wheeler, M. T., Banerjee, D., Kuznetsova, T., Horne,
B. D., Knowlton, K. U., Heidenreich, P. A., Haddad, et al
2019; 6 (1): e000961

• Defining genotype-phenotype relationships in patients with hypertrophic cardiomyopathy using cardiovascular magnetic resonance
imaging. PloS one
Miller, R. J., Heidary, S. n., Pavlovic, A. n., Schlachter, A. n., Dash, R. n., Fleischmann, D. n., Ashley, E. A., Wheeler, M. T., Yang, P. C.
2019; 14 (6): e0217612

• Pathologic gene network rewiring implicates PPP1R3A as a central regulator in pressure overload heart failure. Nature communications
Cordero, P., Parikh, V. N., Chin, E. T., Erbilgin, A., Gloudemans, M. J., Shang, C., Huang, Y., Chang, A. C., Smith, K. S., Dewey, F., Zaleta, K.,
Morley, M., Brandimarto, et al
2019; 10 (1): 2760

• Developing a genomics rotation: Practical training around variant interpretation for genetic counseling students. Journal of genetic
counseling
Grove, M. E., White, S. n., Fisk, D. G., Rego, S. n., Dagan-Rosenfeld, O. n., Kohler, J. N., Reuter, C. M., Bonner, D. n., Wheeler, M. T., Bernstein, J.
A., Ormond, K. E., Hanson-Kahn, A. K.
2019

• The Incremental Value of Right Ventricular Size and Strain in the Risk Assessment of Right Heart Failure Post - Left Ventricular Assist
Device Implantation. Journal of cardiac failure
Aymami, M., Amsallem, M., Adams, J., Sallam, K., Moneghetti, K., Wheeler, M., Hiesinger, W., Teuteberg, J., Weisshaar, D., Verhoye, J., Woo, Y. J.,
Ha, R., Haddad, et al
2018; 24 (12): 823–32

• The Incremental Value of Right Ventricular Size and Strain in the Risk Assessment of Right Heart Failure Post - Left Ventricular Assist
Device Implantation JOURNAL OF CARDIAC FAILURE
Aymami, M., Amsallem, M., Adams, J., Sallam, K., Moneghetti, K., Wheeler, M., Hiesinger, W., Teuteberg, J., Weisshaar, D., Verhoye, J., Woo, Y.,
Ha, R., Haddad, et al
2018; 24 (12): 823–32

• Effect of Genetic Diagnosis on Patients with Previously Undiagnosed Disease NEW ENGLAND JOURNAL OF MEDICINE
Splinter, K., Adams, D. R., Bacino, C. A., Bellen, H. J., Bernstein, J. A., Cheatle-Jarvela, A. M., Eng, C. M., Esteves, C., Gahl, W. A., Hamid, R.,
Jacob, H. J., Kikani, B., Koeller, et al
2018; 379 (22): 2131–39
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• Expansion of the Human Phenotype Ontology (HPO) knowledge base and resources. Nucleic acids research
Kohler, S., Carmody, L., Vasilevsky, N., Jacobsen, J. O., Danis, D., Gourdine, J., Gargano, M., Harris, N. L., Matentzoglu, N., McMurry, J. A., Osumi-
Sutherland, D., Cipriani, V., Balhoff, et al
2018

• Regional Variation in RBM20 Causes a Highly Penetrant Arrhythmogenic Cardiomyopathy.
Parikh, V. N., Caleshu, C., Reuter, C., Lazzeroni, L., Ingles, J., Kumar, S., Garcia, J., McCaleb, K., Adesiyun, T., Dedaghat-Hamedani, F., Graw, S.,
Gigli, M., Stolfo, et al
LIPPINCOTT WILLIAMS & WILKINS.2018

• Large Q and S waves in lead III on the electrocardiogram distinguish patients with hypertrophic cardiomyopathy from athletes HEART
Chen, A. S., Bent, R. E., Wheeler, M., Knowles, J. W., Haddad, F., Froelicher, V., Ashley, E., Perez, M. V.
2018; 104 (22): 1871–77

• A Premature Termination Codon Mutation in MYBPC3 Causes Hypertrophic Cardiomyopathy via Chronic Activation of Nonsense-Mediated
Decay. Circulation
Seeger, T., Shrestha, R., Lam, C. K., Chen, C., McKeithan, W. L., Lau, E., Wnorowski, A., McMullen, G., Greenhaw, M., Lee, J., Oikonomopoulos, A.,
Lee, S., Yang, et al
2018

• Evolving Decisions: Perspectives of Active and Athletic Individuals with Inherited Heart Disease Who Exercise Against
Recommendations. Journal of genetic counseling
Subas, T., Luiten, R., Hanson-Kahn, A., Wheeler, M., Caleshu, C.
2018

• Tafamidis Treatment for Patients with Transthyretin Amyloid Cardiomyopathy NEW ENGLAND JOURNAL OF MEDICINE
Maurer, M. S., Schwartz, J. H., Gundapaneni, B., Elliott, P. M., Merlini, G., Waddington-Cruz, M., Kristen, A. V., Grogan, M., Witteles, R., Damy, T.,
Drachman, B. M., Shah, S. J., Hanna, et al
2018; 379 (11): 1007–16

• Tafamidis Treatment for Patients with Transthyretin Amyloid Cardiomyopathy. The New England journal of medicine
Maurer, M. S., Schwartz, J. H., Gundapaneni, B., Elliott, P. M., Merlini, G., Waddington-Cruz, M., Kristen, A. V., Grogan, M., Witteles, R., Damy, T.,
Drachman, B. M., Shah, S. J., Hanna, et al
2018

• Characteristics of undiagnosed diseases network applicants: implications for referring providers. BMC health services research
Walley, N. M., Pena, L. D., Hooper, S. R., Cope, H., Jiang, Y. H., McConkie-Rosell, A., Sanders, C., Schoch, K., Spillmann, R. C., Strong, K., McCray,
A. T., Mazur, P., Esteves, et al
2018; 18 (1): 652

• Time based versus strain based myocardial performance indices in hypertrophic cardiomyopathy, the merging role of left atrial
strain. European heart journal cardiovascular Imaging
Kobayashi, Y., Moneghetti, K. J., Bouajila, S., Stolfo, D., Finocchiaro, G., Kuznetsova, T., Liang, D., Schnittger, I., Ashley, E., Wheeler, M., Haddad, F.
2018

• Genome Sequencing in HypertrophicCardiomyopathy. Journal of the American College of Cardiology
Ashley, E. A., Reuter, C. M., Wheeler, M. T.
2018; 72 (4): 430–33

• Genome Sequencing in Hypertrophic Cardiomyopathy JOURNAL OF THE AMERICAN COLLEGE OF CARDIOLOGY
Ashley, E. A., Reuter, C. M., Wheeler, M. T.
2018; 72 (4): 430-433

• Applying current normative data to prognosis in heart failure: The Fitness Registry and the Importance of Exercise National Database
(FRIEND) INTERNATIONAL JOURNAL OF CARDIOLOGY
Moneghetti, K. J., Hock, J., Kaminsky, L., Arena, R., Lui, G. K., Haddad, F., Wheeler, M., Froelicher, V., Ashley, E., Myers, J., Christle, J. W.
2018; 263: 75–79

• Electrocardiographic left atrial abnormalities predict cardiovascular mortality JOURNAL OF ELECTROCARDIOLOGY
Ha, L., Grober, A. F., Hock, J., Wheeler, M., Elbadawi, A., Biniwale, N., Baig, B., Froelicher, V.
2018; 51 (4): 652–57
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• A comprehensive iterative approach is highly effective in diagnosing individuals who are exome negative. Genetics in medicine : official
journal of the American College of Medical Genetics
Shashi, V., Schoch, K., Spillmann, R., Cope, H., Tan, Q. K., Walley, N., Pena, L., McConkie-Rosell, A., Jiang, Y. H., Stong, N., Need, A. C., Goldstein,
D. B.
2018

• Large Q and S waves in lead III on the electrocardiogram distinguish patients with hypertrophic cardiomyopathy from athletes. Heart
(British Cardiac Society)
Chen, A. S., Bent, R. E., Wheeler, M., Knowles, J. W., Haddad, F., Froelicher, V., Ashley, E., Perez, M. V.
2018

• Athletic Remodeling in Female College Athletes, the "Morganroth Hypothesis" Revisited. Clinical journal of sport medicine : official journal of
the Canadian Academy of Sport Medicine
Kooreman, Z. n., Giraldeau, G. n., Finocchiaro, G. n., Kobayashi, Y. n., Wheeler, M. n., Perez, M. n., Moneghetti, K. n., Oxborough, D. n., George, K.
P., Myers, J. n., Ashley, E. n., Haddad, F. n.
2018

• Looking beyond the exome: a phenotype-first approach to molecular diagnostic resolution in rare and undiagnosed diseases. Genetics in
medicine : official journal of the American College of Medical Genetics
Pena, L. D., Jiang, Y. H., Schoch, K. n., Spillmann, R. C., Walley, N. n., Stong, N. n., Rapisardo Horn, S. n., Sullivan, J. A., McConkie-Rosell, A. n.,
Kansagra, S. n., Smith, E. C., El-Dairi, M. n., Bellet, et al
2018; 20 (4): 464–69

• ClinPhen extracts and prioritizes patient phenotypes directly from medical records to expedite genetic disease diagnosis. Genetics in
medicine : official journal of the American College of Medical Genetics
Deisseroth, C. A., Birgmeier, J. n., Bodle, E. E., Kohler, J. N., Matalon, D. R., Nazarenko, Y. n., Genetti, C. A., Brownstein, C. A., Schmitz-Abe, K. n.,
Schoch, K. n., Cope, H. n., Signer, R. n., Martinez-Agosto, et al
2018

• A New Approach to Rare Diseases of Children: The Undiagnosed Diseases Network. The Journal of pediatrics
Reuter, C. M., Brimble, E. n., DeFilippo, C. n., Dries, A. M., Enns, G. M., Ashley, E. A., Bernstein, J. A., Fisher, P. G., Wheeler, M. T.
2018

• PHACOMATOSIS PIGMENTOVASCULARIS: A CASE WITH SOMATIC MUTATION IN GNAQ AND ATYPICAL PHENOTYPIC FEATURES
Kumar, A., Zastrow, D., Prybol, C., Manning, M., Huang, Y., Fisher, P., Ashley, E., Teng, J., Wheeler, M., Bernstein, J.
BMJ PUBLISHING GROUP.2018: 202

• Toward Genetics-Driven Early Intervention in Dilated Cardiomyopathy: Design and Implementation of the DCM Precision Medicine
Study CIRCULATION-CARDIOVASCULAR GENETICS
Kinnamon, D. D., Morales, A., Bowen, D. J., Burke, W., Hershberger, R. E., DCM Consortium
2017; 10 (6)

• Model Organisms Facilitate Rare Disease Diagnosis and Therapeutic Research GENETICS
Wangler, M. F., Yamamoto, S., Chao, H., Posey, J. E., Westerfield, M., Postlethwait, J., Hieter, P., Boycott, K. M., Campeau, P. M., Bellen, H. J., UDN
2017; 207 (1): 9-27

• Exercise for Patients With Hypertrophic Cardiomyopathy Reply JAMA-JOURNAL OF THE AMERICAN MEDICAL ASSOCIATION
Saberi, S., Wheeler, M., Day, S. M.
2017; 318 (5): 481–82

• Incremental value of right heart metrics and exercise performance to well-validated risk scores in dilated cardiomyopathy. European heart
journal cardiovascular Imaging
Moneghetti, K. J., Giraldeau, G., Wheeler, M. T., Kobayashi, Y., Vrtovec, B., Boulate, D., Kuznetsova, T., Schnittger, I., Wu, J. C., Myers, J., Ashley,
E., Haddad, F.
2017

• Repeats and Survival in Myotonic Dystrophy Type 1. Circulation. Cardiovascular genetics
Wheeler, M. T.
2017; 10 (3)

• MARRVEL: Integration of Human and Model Organism Genetic Resources to Facilitate Functional Annotation of the Human
Genome. American journal of human genetics
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Wang, J., Al-Ouran, R., Hu, Y., Kim, S. Y., Wan, Y. W., Wangler, M. F., Yamamoto, S., Chao, H. T., Comjean, A., Mohr, S. E., Perrimon, N., Liu, Z.,
Bellen, et al
2017; 100 (6): 843-853

• Accuracy in Wrist-Worn, Sensor-Based Measurements of Heart Rate and Energy Expenditure in a Diverse Cohort JOURNAL OF
PERSONALIZED MEDICINE
Shcherbina, A., Mattsson, C., Waggott, D., Salisbury, H., Christle, J. W., Hastie, T., Wheeler, M. T., Ashley, E. A.
2017; 7 (2)

• Repeats and Survival in Myotonic Dystrophy Type 1 CIRCULATION-CARDIOVASCULAR GENETICS
Wheeler, M. T.
2017; 10 (3)

• Accuracy in Wrist-Worn, Sensor-Based Measurements of Heart Rate and Energy Expenditure in a Diverse Cohort. Journal of personalized
medicine
Shcherbina, A., Mattsson, C. M., Waggott, D., Salisbury, H., Christle, J. W., Hastie, T., Wheeler, M. T., Ashley, E. A.
2017; 7 (2)

• Left atrial function and phenotypes in asymmetric hypertrophic cardiomyopathy. Echocardiography (Mount Kisco, N.Y.)
Kobayashi, Y., Wheeler, M., Finocchiaro, G., Ariyama, M., Kobayashi, Y., Perez, M. V., Liang, D., Kuznetsova, T., Schnittger, I., Ashley, E., Haddad, F.
2017

• The Undiagnosed Diseases Network: Accelerating Discovery about Health and Disease AMERICAN JOURNAL OF HUMAN GENETICS
Ramoni, R. B., Mulvihill, J. J., Adams, D. R., Allard, P., Ashley, E. A., Bernstein, J. A., Gahl, W. A., Hamid, R., Loscalzo, J., McCray, A. T., Shashi, V.,
Tifft, C. J., Wise, et al
2017; 100 (2): 185-192

• Simultaneous ramp right heart catheterization and echocardiography in a ReliantHeart left ventricular assist device. World journal of
cardiology
Banerjee, D., Dutt, D., Duclos, S., Sallam, K., Wheeler, M., Ha, R.
2017; 9 (1): 55-59

• A Syndromic Neurodevelopmental Disorder Caused by De Novo Variants in EBF3. American journal of human genetics
Chao, H. T., Davids, M., Burke, E., Pappas, J. G., Rosenfeld, J. A., McCarty, A. J., Davis, T., Wolfe, L., Toro, C., Tifft, C., Xia, F., Stong, N., Johnson,
et al
2017; 100 (1): 128-137

• in a patient with a complex connective tissue phenotype. Cold Spring Harbor molecular case studies
Zastrow, D. B., Zornio, P. A., Dries, A., Kohler, J., Fernandez, L., Waggott, D., Walkiewicz, M., Eng, C. M., Manning, M. A., Farrelly, E., Fisher, P. G.,
Ashley, E. A., Bernstein, et al
2017; 3 (1)

• Exome sequencing identifies de novo pathogenic variants in FBN1 and TRPS1 in a patient with a complex connective tissue
phenotype COLD SPRING HARBOR MOLECULAR CASE STUDIES
Zastrow, D. B., Zornio, P. A., Dries, A., Kohler, J., Fernandez, L., Waggott, D., Walkiewicz, M., Eng, C. M., Manning, M. A., Farrelly, E., Fisher, P. G.,
Ashley, E. A., Bernstein, et al
2017; 3 (1)

• Value of Strain Imaging and Maximal Oxygen Consumption in Patients With Hypertrophic Cardiomyopathy. The American journal of
cardiology
Moneghetti, K. J., Stolfo, D. n., Christle, J. W., Kobayashi, Y. n., Finocchiaro, G. n., Sinagra, G. n., Myers, J. n., Ashley, E. A., Haddad, F. n., Wheeler,
M. T.
2017; 120 (7): 1203–8

• Autoantibody profiling on a plasmonic nano-gold chip for the early detection of hypertensive heart disease. Proceedings of the National
Academy of Sciences of the United States of America
Li, X. n., Kuznetsova, T. n., Cauwenberghs, N. n., Wheeler, M. n., Maecker, H. n., Wu, J. C., Haddad, F. n., Dai, H. n.
2017; 114 (27): 7089–94

• Contractile reserve and cardiopulmonary exercise parameters in patients with dilated cardiomyopathy, the two dimensions of exercise
testing. Echocardiography (Mount Kisco, N.Y.)
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Moneghetti, K. J., Kobayashi, Y. n., Christle, J. W., Ariyama, M. n., Vrtovec, B. n., Kouznetsova, T. n., Wilson, A. n., Ashley, E. n., Wheeler, M. T.,
Myers, J. n., Haddad, F. n.
2017

• Functional Cardiac Recovery and Hematologic Response to Chemotherapy in Patients With Light-Chain Amyloidosis (from the Stanford
University Amyloidosis Registry). The American journal of cardiology
Tuzovic, M. n., Kobayashi, Y. n., Wheeler, M. n., Barrett, C. n., Liedtke, M. n., Lafayette, R. n., Schrier, S. n., Haddad, F. n., Witteles, R. n.
2017; 120 (8): 1381–86

• Incremental value of right heart metrics and exercise performance to well-validated risk scores in dilated cardiomyopathy European Heart
Journal - Cardiovascular Imaging
Moneghetti , K. J., Giraldeau, G., Wheeler, M. T., Kobayashi , Y., Vrtovec, B., Boulate, D., Kuznetsova, T., Schnittger, I., Wu, J. C., Myers, J., Ashely,
E., Haddad , F.
2017

• Long-read genome sequencing identifies causal structural variation in a Mendelian disease. Genetics in medicine : official journal of the
American College of Medical Genetics
Merker, J. D., Wenger, A. M., Sneddon, T. n., Grove, M. n., Zappala, Z. n., Fresard, L. n., Waggott, D. n., Utiramerur, S. n., Hou, Y. n., Smith, K. S.,
Montgomery, S. B., Wheeler, M. n., Buchan, et al
2017

• De Novo Truncating Variants in ASXL2 Are Associated with a Unique and Recognizable Clinical Phenotype. American journal of human
genetics
Shashi, V., Pena, L. D., Kim, K., Burton, B., Hempel, M., Schoch, K., Walkiewicz, M., McLaughlin, H. M., Cho, M., Stong, N., Hickey, S. E., Shuss, C.
M., Freemark, et al
2016; 99 (4): 991-999

• Exercise restrictions trigger psychological difficulty in active and athletic adults with hypertrophic cardiomyopathy OPEN HEART
Luiten, R. C., Ormond, K., Post, L., Asif, I. M., Wheeler, M. T., Caleshu, C.
2016; 3 (2)

• Sports genetics moving forward: lessons learned from medical research. Physiological genomics
Mattsson, C. M., Wheeler, M. T., Waggott, D., Caleshu, C., Ashley, E. A.
2016; 48 (3): 175-182

• Athlome Project Consortium: a concerted effort to discover genomic and other "omic" markers of athletic performance. Physiological
genomics
Pitsiladis, Y. P., Tanaka, M., Eynon, N., Bouchard, C., North, K. N., Williams, A. G., Collins, M., Moran, C. N., Britton, S. L., Fuku, N., Ashley, E. A.,
Klissouras, V., Lucia, et al
2016; 48 (3): 183-190

• Medical implications of technical accuracy in genome sequencing. Genome medicine
Goldfeder, R. L., Priest, J. R., Zook, J. M., Grove, M. E., Waggott, D., Wheeler, M. T., Salit, M., Ashley, E. A.
2016; 8 (1): 24-?

• Systems Genomics Identifies a Key Role for Hypocretin/Orexin Receptor-2 in Human Heart Failure JOURNAL OF THE AMERICAN
COLLEGE OF CARDIOLOGY
Perez, M. V., Pavlovic, A., Shang, C., Wheeler, M. T., Miller, C. L., Liu, J., Dewey, F. E., Pan, S., Thanaporn, P. K., Absher, D., Brandimarto, J.,
Salisbury, H., Chan, et al
2015; 66 (22): 2522-2533

• Gender Differences in Ventricular Remodeling and Function in College Athletes, Insights from Lean Body Mass Scaling and Deformation
Imaging AMERICAN JOURNAL OF CARDIOLOGY
Giraldeau, G., Kobayashi, Y., Finocchiaro, G., Wheeler, M., Perez, M., Kuznetsova, T., Lord, R., George, K. P., Oxborough, D., Schnittger, T.,
Froelicher, V., Liang, D., Ashley, et al
2015; 116 (10): 1610-1616

• Limitations of Current AHA Guidelines and Proposal of New Guidelines for the Preparticipation Examination of Athletes CLINICAL
JOURNAL OF SPORT MEDICINE
Dunn, T. P., Pickham, D., Aggarwal, S., Saini, D., Kumar, N., Wheeler, M. T., Perez, M., Ashley, E., Froelicher, V. F.
2015; 25 (6): 472-477
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• Letter by Wheeler et al Regarding Article, "Recognition and Significance of Pathological T-Wave Inversions in Athletes" CIRCULATION
Wheeler, M. T., Adelfattah, R., Froelicher, V. F.
2015; 132 (14): E180

• Sequence to Medical Phenotypes: A Framework for Interpretation of Human Whole Genome DNA Sequence Data PLOS GENETICS
Dewey, F. E., Grove, M. E., Priest, J. R., Waggott, D., Batra, P., Miller, C. L., Wheeler, M., Zia, A., Pan, C., Karzcewski, K. J., Miyake, C., Whirl-
Carrillo, M., Klein, et al
2015; 11 (10)

• Data Sharing in the Undiagnosed Diseases Network HUMAN MUTATION
Brownstein, C. A., Holm, I. A., Ramoni, R., Goldstein, D. B., Undiag Dis Network
2015; 36 (10): 985-988

• Systematic Comparison of Digital Electrocardiograms From Healthy Athletes and Patients With Hypertrophic Cardiomyopathy. Journal of
the American College of Cardiology
Bent, R. E., Wheeler, M. T., Hadley, D., Knowles, J. W., Pavlovic, A., Finocchiaro, G., Haddad, F., Salisbury, H., Race, S., Shmargad, Y., Matheson,
G. O., Kumar, N., Saini, et al
2015; 65 (22): 2462-2463

• Examining QRS amplitude criteria for electrocardiographic left ventricular hypertrophy in recommendations for screening criteria in
athletes. Journal of electrocardiology
Singla, V., Jindal, A., Pargaonkar, V., Soofi, M., Wheeler, M., Froelicher, V.
2015; 48 (3): 368-372

• Computerized Q wave dimensions in athletes and hypertrophic cardiomyopathy patients JOURNAL OF ELECTROCARDIOLOGY
Bent, R. E., Wheeler, M. T., Hadley, D., Froelicher, V., Ashley, E., Perez, M. V.
2015; 48 (3): 362-367

• Outcomes after heart transplantation for amyloid cardiomyopathy in the modern era. American journal of transplantation
Davis, M. K., Kale, P., Liedtke, M., Schrier, S., Arai, S., Wheeler, M., Lafayette, R., Coakley, T., Witteles, R. M.
2015; 15 (3): 650-658

• Hypertrophic cardiomyopathy: can the horse be put back in the barn? Journal of the American College of Cardiology
Wheeler, M. T., Ashley, E. A.
2015; 65 (6): 570-572

• Personalized preventive medicine: genetics and the response to regular exercise in preventive interventions. Progress in cardiovascular
diseases
Bouchard, C., Antunes-Correa, L. M., Ashley, E. A., Franklin, N., Hwang, P. M., Mattsson, C. M., Negrao, C. E., Phillips, S. A., Sarzynski, M. A.,
Wang, P., Wheeler, M. T.
2015; 57 (4): 337-346

• BEST IN PHYSICS (THERAPY) - Stereotactic Radiotherapy for Renal Sympathetic Ablation for the Treatment of Refractory Hypertension
Maxim, P., Wheeler, M., Maguire, P., Loo, B.
WILEY.2014: 503–4

• Clinical interpretation and implications of whole-genome sequencing. JAMA
Dewey, F. E., Grove, M. E., Pan, C., Goldstein, B. A., Bernstein, J. A., Chaib, H., Merker, J. D., Goldfeder, R. L., Enns, G. M., David, S. P.,
Pakdaman, N., Ormond, K. E., Caleshu, et al
2014; 311 (10): 1035-1045

• Genetic Variation Near HCRTR2 Associates With Dramatic Improvement of Heart Function in Patients With Heart Failure
Perez, M. V., Pavlovic, A., Wheeler, M. T., Miller, C. L., Thanaporn, P., Dewey, F. E., Pan, S., Absher, D., Cretti, E., Southwick, A., Heidenreich, P.,
Sedehi, D., Brandimarto, et al
LIPPINCOTT WILLIAMS & WILKINS.2013

• Physical Activity and Other Health Behaviors in Adults With Hypertrophic Cardiomyopathy AMERICAN JOURNAL OF CARDIOLOGY
Reineck, E., Rolston, B., Bragg-Gresham, J. L., Salberg, L., Baty, L., Kumar, S., Wheeler, M. T., Ashley, E., Saberi, S., Day, S. M.
2013; 111 (7): 1034-1039
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• Abnormal Calcium Handling Properties Underlie Familial Hypertrophic Cardiomyopathy Pathology in Patient-Specific Induced Pluripotent
Stem Cells CELL STEM CELL
Lan, F., Lee, A. S., Liang, P., Sanchez-Freire, V., Nguyen, P. K., Wang, L., Han, L., Yen, M., Wang, Y., Sun, N., Abilez, O. J., Hu, S., Ebert, et al
2013; 12 (1): 101-113

• A public resource facilitating clinical use of genomes PROCEEDINGS OF THE NATIONAL ACADEMY OF SCIENCES OF THE UNITED
STATES OF AMERICA
Ball, M. P., Thakuria, J. V., Zaranek, A. W., Clegg, T., Rosenbaum, A. M., Wu, X., Angrist, M., Bhak, J., Bobe, J., Callow, M. J., Cano, C., Chou, M. F.,
Chung, et al
2012; 109 (30): 11920-11927

• DNA Sequencing Clinical Applications of New DNA Sequencing Technologies CIRCULATION
Dewey, F. E., Pan, S., Wheeler, M. T., Quake, S. R., Ashley, E. A.
2012; 125 (7): 931-944

• Cardiovascular Magnetic Resonance Imaging Elucidates Genotype-Phenotype Relationships in Patients with Hypertrophic
Cardiomyopathy Scientific Sessions of the American-Heart-Association/Resuscitation Science Symposium
Heidary, S., Wheeler, M. T., Bennett, M. V., Chung, J., Pavlovic, A., Parent, M., Dash, R., McConnell, M. V., Ashley, E. A., Yang, P. C.
LIPPINCOTT WILLIAMS & WILKINS.2011

• Phased Whole-Genome Genetic Risk in a Family Quartet Using a Major Allele Reference Sequence PLOS GENETICS
Dewey, F. E., Chen, R., Cordero, S. P., Ormond, K. E., Caleshu, C., Karczewski, K. J., Whirl-Carrillo, M., Wheeler, M. T., Dudley, J. T., Byrnes, J. K.,
Cornejo, O. E., Knowles, J. W., Woon, et al
2011; 7 (9)

• Interpretation of the Electrocardiogram of Young Athletes CIRCULATION
Uberoi, A., Stein, R., Perez, M. V., Freeman, J., Wheeler, M., Dewey, F., Peidro, R., Hadley, D., Drezner, J., Sharma, S., Pelliccia, A., Corrado, D.,
Niebauer, et al
2011; 124 (6): 746-757

• Systems biology of heart failure, challenges and hopes CURRENT OPINION IN CARDIOLOGY
Dewey, F. E., Wheeler, M. T., Ashley, E. A.
2011; 26 (4): 314-321

• Gene Coexpression Network Topology of Cardiac Development, Hypertrophy, and Failure CIRCULATION-CARDIOVASCULAR GENETICS
Dewey, F. E., Perez, M. V., Wheeler, M. T., Watt, C., Spin, J., Langfelder, P., Horvath, S., Hannenhalli, S., Cappola, T. P., Ashley, E. A.
2011; 4 (1): 26-U129

• Extremely elevated lipoprotein(a), combined hyperlipidemia, and premature atherosclerosis in a Chinese family JOURNAL OF CLINICAL
LIPIDOLOGY
deGoma, E. M., Wheeler, M. T., Marcovina, S. M., Ashley, E. A.
2010; 4 (6): 543–47

• Addition of the Electrocardiogram to the Preparticipation Examination of College Athletes (vol 20, pg 98, 2010) CLINICAL JOURNAL OF
SPORT MEDICINE
Le, V., Wheeler, M. T., Mandic, S.
2010; 20 (4): 332

• Effect of Gender on Computerized Electrocardiogram Measurements in College Athletes PHYSICIAN AND SPORTSMEDICINE
Mandic, S., Fonda, H., Dewey, F., Vy-van Le, Stein, R., Wheeler, M., Ashley, E. A., Myers, J., Froelicher, V. F.
2010; 38 (2): 156-164

• Challenges in the clinical application of whole-genome sequencing LANCET
Ormond, K. E., Wheeler, M. T., Hudgins, L., Klein, T. E., Butte, A. J., Altman, R. B., Ashley, E. A., Greely, H. T.
2010; 375 (9727): 1749-1751

• Clinical assessment incorporating a personal genome LANCET
Ashley, E. A., Butte, A. J., Wheeler, M. T., Chen, R., Klein, T. E., Dewey, F. E., Dudley, J. T., Ormond, K. E., Pavlovic, A., Morgan, A. A., Pushkarev,
D., Neff, N. F., Hudgins, et al
2010; 375 (9725): 1525-1535
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• Cost-Effectiveness of Preparticipation Screening for Prevention of Sudden Cardiac Death in Young Athletes ANNALS OF INTERNAL
MEDICINE
Wheeler, M. T., Heidenreich, P. A., Froelicher, V. F., Hlatky, M. A., Ashley, E. A.
2010; 152 (5): 276-W91

• Addition of the Electrocardiogram to the Preparticipation Examination of College Athletes CLINICAL JOURNAL OF SPORT MEDICINE
Le, V., Wheeler, M. T., Mandic, S., Dewey, F., Fonda, H., Perez, M., Sungar, G., Garza, D., Ashley, E. A., Matheson, G., Froelicher, V.
2010; 20 (2): 98-105

• A New Era in Clinical Genetic Testing for Hypertrophic Cardiomyopathy JOURNAL OF CARDIOVASCULAR TRANSLATIONAL RESEARCH
Wheeler, M., Pavlovic, A., deGoma, E., Salisbury, H., Brown, C., Ashley, E. A.
2009; 2 (4): 381-391

• Mechanisms of exercise intolerance in patients with hypertrophic cardiomyopathy AMERICAN HEART JOURNAL
Le, V., Perez, M. V., Wheeler, M. T., Myers, J., Schnittger, I., Ashley, E. A.
2009; 158 (3): E27-E34

• Genetics of Arrhythmia: Disease Pathways Beyond Ion Channels JOURNAL OF CARDIOVASCULAR TRANSLATIONAL RESEARCH
Perez, M. V., Wheeler, M., Ho, M., Pavlovic, A., Wang, P., Ashley, E. A.
2008; 1 (2): 155-165

• Pharmacogenetics of Heart Failure: Evidence, Opportunities, and Challenges for Cardiovascular Pharmacogenomics JOURNAL OF
CARDIOVASCULAR TRANSLATIONAL RESEARCH
Wheeler, M. T., Ho, M., Knowles, J. W., Pavlovic, A., Ashley, E. A.
2008; 1 (1): 25-36

• Angiotensin-converting enzyme genotype predicts cardiac and autonomic responses to prolonged exercise JOURNAL OF THE AMERICAN
COLLEGE OF CARDIOLOGY
Ashley, E. A., Kardos, A., Jack, E. S., Habenbacher, W., Wheeler, M., Kim, Y. M., Froning, J., Myers, J., Whyte, G., Froelicher, V., Douglas, P.
2006; 48 (3): 523-531

• The interaction of coronary tone and cardiac fibrosis. Current atherosclerosis reports
Wheeler, M. T., McNally, E. M.
2005; 7 (3): 219-226

• The ubiquitin-modifying enzyme A20 is required for termination of Toll-like receptor responses NATURE IMMUNOLOGY
Boone, D. L., Turer, E. E., Lee, E. G., Ahmad, R. C., Wheeler, M. T., Tsui, C., Hurley, P., Chien, M., Chai, S., Hitotsumatsu, O., McNally, E., Pickart,
C., Ma, et al
2004; 5 (10): 1052-1060

• Secondary coronary artery vasospasm promotes cardiomyopathy progression AMERICAN JOURNAL OF PATHOLOGY
Wheeler, M. T., Korcarz, C. E., Collins, K. A., Lapidos, K. A., Hack, A. A., Lyons, M. R., Zarnegar, S., Earley, J. U., Lang, R. M., McNally, E. M.
2004; 164 (3): 1063-1071

• Smooth muscle cell-extrinsic vascular spasm arises from cardiomyocyte degeneration in sarcoglycan-deficient cardiomyopathy JOURNAL
OF CLINICAL INVESTIGATION
Wheeler, M. T., Allikian, M. J., Heydemann, A., Hadhazy, M., Zarnegar, S., McNally, E. M.
2004; 113 (5): 668-675

• Functional nitric oxide synthase mislocalization in cardiomyopathy JOURNAL OF MOLECULAR AND CELLULAR CARDIOLOGY
Heydemann, A., Huber, J. M., Kakkar, R., Wheeler, M. T., McNally, E. M.
2004; 36 (2): 213-223

• Sarcoglycans in vascular smooth and striated muscle TRENDS IN CARDIOVASCULAR MEDICINE
Wheeler, M. T., McNally, E. M.
2003; 13 (6): 238-243

• Cytoskeletal defects in cardiomyopathy JOURNAL OF MOLECULAR AND CELLULAR CARDIOLOGY
McNally, E., Allikian, M., Wheeler, M. T., Mislow, J. M., Heydemann, A.
2003; 35 (3): 231-241
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• zeta-Sarcoglycan, a novel component of the sarcoglycan complex, is reduced in muscular dystrophy HUMAN MOLECULAR GENETICS
Wheeler, M. T., Zarnegar, S., McNally, E. M.
2002; 11 (18): 2147-2154

• Episodic coronary artery vasospasm and hypertension develop in the absence of Sur2 K-ATP channels JOURNAL OF CLINICAL
INVESTIGATION
Chutkow, W. A., Pu, J. L., Wheeler, M. T., Wada, T., Makielski, J. C., Burant, C. F., McNally, E. M.
2002; 110 (2): 203-208

• Cardiomyopathy is independent of skeletal muscle disease in muscular dystrophy. FASEB journal
Zhu, X., Wheeler, M. T., Hadhazy, M., Lam, M. J., McNally, E. M.
2002; 16 (9): 1096-1098

• Cardiomyopathy is independent of skeletal muscle disease in muscular dystrophy FASEB JOURNAL
Zhu, X. L., Wheeler, M. T., Hadhazy, M., Lam, M. Y., McNally, E. M.
2002; 16 (7): 1096-?

• The sarcoglycan complex in striated and vascular smooth muscle Cold Spring Harbor Symposium on Quantitative Biology
Wheeler, M. T., Allikian, M. J., Heydemann, A., McNally, E. M.
COLD SPRING HARBOR LAB PRESS, PUBLICATIONS DEPT.2002: 389–397

• Overexpression of gamma-sarcoglycan induces severe muscular dystrophy - Implications for the regulation of sarcoglycan
assembly JOURNAL OF BIOLOGICAL CHEMISTRY
Zhu, X. L., Hadhazy, M., Groh, M. E., Wheeler, M. T., Wollmann, R., McNally, E. M.
2001; 276 (24): 21785-21790

• Cardiomyopathy in animal models of muscular dystrophy CURRENT OPINION IN CARDIOLOGY
Heydemann, A., Wheeler, M. T., McNally, E. M.
2001; 16 (3): 211-217

• An E-box within the MHC IIB gene is bound by MyoD and is required for gene expression in fast muscle AMERICAN JOURNAL OF
PHYSIOLOGY-CELL PHYSIOLOGY
Wheeler, M. T., Snyder, E. C., Patterson, M. N., Swoap, S. J.
1999; 276 (5): C1069-C1078

• Regulation of IIB MyHC expression by MyoD
Wheeler, M., Swoap, S.
FEDERATION AMER SOC EXP BIOL.1998: A728
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