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Bio
BIO

David A. Stevenson, MD is aphysician board certified in both pediatrics and medical genetics. He completed his pediatric residency at the University of New Mexico

and completed his medical genetics residency at the University of Utah.

Dr. Stevenson is the program director for the Combined Pediatric-Medical Genetics Residency Program and the Medical Genetics Residency Program at Stanford. Heis
actively involved in graduate medical education and devel oping innovative ways of training the next generation of medical geneticists. In addition, as co-director of the

Genetic Testing Optimization Service, he focuses on researching best practices for genetic testing utilization.

Dr. Stevenson sees all types of individuals with various genetic disordersin his clinical practice. However, he has particular interestsin disorders of the RasyMAPK
pathway which includes neurofibromatosis type 1, Noonan syndrome, CFC syndrome, and Costello syndrome. He also has expertise in evaluating individuals

with vascular anomalies including hereditary hemorrhagic telangiectasia, and skeletal dysplasias. Dr. Stevenson is on the scientific advisory board for Prader-Willi
Syndrome Association (PWSA) and has a focus on treating individuals with Prader-Willi syndrome. He has research interestsin identifying clinical trial endpoints and

isactively involved in clinical trials.

Dr. Stevenson is a section editor for "Genetics in Medicine", and a member of the ACMG Board of Directors.

CLINICAL FOCUS
e Clinical Genetics

ACADEMIC APPOINTMENTS
e Professor - University Medical Line, Pediatrics - Medical Genetics

e Member, Bio-X
e Member, Maternal & Child Health Research Institute (MCHRI)
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ADMINISTRATIVE APPOINTMENTS
e Program Director, Combined Pediatric-Medical Genetics Residency, Stanford University, (2017- present)

e Program Director, Medical Genetics Residency, Stanford University, (2016- present)
e Co-Director, Genetic Testing Optimization Service, Stanford University, (2015- present)
e Service Chief, Medical Genetics, Stanford University, (2016- present)

HONORSAND AWARDS
e AliceL. Jee Memoria Young Investigator Award, Orthopaedic Research Society (2006)

e Junior Physician Investigator Award, Western Society for Pediatric Research (2009)

AFMR Scholar Award, AFMR (2010)
e Young Investigator Research Award, Western Society for Pediatric Research (2009)
e Mid/Senior Career Clinical Award of Excellence, Stanford University Department of Pediatrics (2017)

BOARDS, ADVISORY COMMITTEES, PROFESSIONAL ORGANIZATIONS
e Vice-Chair, APHMG Program Director SIG (2021 - present)

e ACMG Program Committee, American College of Medical Genetics and Genomics (2017 - 2021)

e ACMG Board of Directors, American College of Medical Genetics and Genomics (2021 - present)

WSPR Council, Western Society of Pediatric Research (2011 - 2014)

PROFESSIONAL EDUCATION
e Residency: University of New Mexico School of Medicine (2002) NM

e Internship: University of New Mexico School of Medicine (2000) NM

e Board Certification: Clinical Genetics, American Board of Medical Genetics and Genomics (2005)
e Fellowship: University of Utah (2005) UT

e Board Certification: Pediatrics, American Board of Pediatrics (2002)

e Medical Education: University of Utah (1995) UT

e Medical Genetics Fellowship, University of Utah , Medical Genetics (2005)

e Pediatric Residency, University of New Mexico , Pediatrics (2002)

e MD, University of Utah , Medicine (1999)

e BA, Utah State University , Biology (1995)

COMMUNITY AND INTERNATIONAL WORK
e CFC International Medical Advisory Board

e Co-chair, Costello Syndrome Professional Advisory Committee

e PWSA Scientific Advisory Board

Research & Scholar ship

RESEARCH INTERESTS
e Research Methods

e Science Education
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CURRENT RESEARCH AND SCHOLARLY INTERESTS

My research focuses on disorders of the RASIMAPK pathway (e.g. NF1, Noonan, CFC, and Costello syndrome). | am working on understanding the impact of RAS
signaling on the musculoskeletal system. Through multi-disciplinary collaborations | am utilizing genomic approaches to identify somatic events and modifiersin the
RASopathies. | am aso involved in identifying outcome measures for usein clinical trias for the associated orthopedic manifestations. Other areas of research involve

vascular anomalies, Prader-Willi syndrome, and hypophosphatasia.

CLINICAL TRIALS
e A Study of Diazoxide Choline in Patients With Prader-Willi Syndrome, Recruiting

Teaching

GRADUATE AND FELLOWSHIP PROGRAM AFFILIATIONS
e Medica Genetics (Fellowship Program)

Publications

PUBLICATIONS

o Osteogenesisimperfectatype XVII: expansion of the phenotype EGYPTIAN JOURNAL OF MEDICAL HUMAN GENETICS
Dunleavy, B. M., Schildt, A. J., Harrington, C., Stevenson, D. A.
2024; 25 (1)

e Timetodiagnosisin rapid exome/genome sequencing in the clinical inpatient setting. American journal of medical genetics. Part A
Schildt, A., Stevenson, D. A., Yu, L., Anguiano, B., Suarez, C. J.
2023

o Diazoxide choline extended-release tablet in people with Prader-Willi syndrome: results from long-term open-label study. Obesity (Slver Soring, Md.)

Miller, J. L., Gevers, E., Bridges, N., Yanovski, J. A., Salehi, P., Obrynba, K. S., Felner, E. I., Bird, L. M., Shoemaker, A. H., Angulo, M., Butler, M. G., Stevenson,
D., Goldstone, et a

2023

e Two epilepsy-associated variantsin KCNA2 (KV1.2) at position H310 oppositely affect channel functional expression. The Journal of physiology
Minguez-Vinas, T., Prakash, V., Wang, K., Lindstrom, S. H., Pozzi, S., Scott, S. A., Spiteri, E., Stevenson, D. A., Ashley, E. A., Gunnarsson, C., Pantazis, A.
2023

o A coreoutcome domain set to assess cutaneous neur ofibromasrelated to neurofibromatosistype 1 in clinical trials. The British journal of dermatology

Fertitta, L., Bergqist, C., Sarin, K., Plotkin, S. R., Moertel, C., Petersen, A. J., Cannon, A., Berman, Y ., Pichard, D. C., Rohl, C., Lessing, A., Brizion, B., Peiffer,
eta

2023

o Potential endpointsfor assessment of bone health in personswith neurofibromatosistype 1. Clinical trials (London, England)

Gross, A. M., Plotkin, S. R., Watts, N. B., Fisher, M. J, Klessg, L. J,, Lessing, A. J,, McManus, M. L., Larson, A. N., Oberlander, B., Rios, J. J., Sarnoff, H.,
Simpson, B. N., Ullrich, et al

2023: 17407745231201338

o Monozygotic twins discordant for a congenital cranial dysinnervation disorder with features of M oebius syndrome. American journal of medical genetics.
Part A

Gates, R. W., Webb, B. D., Stevenson, D. A., Jabs, E. W., DeFilippo, C., Ruzhnikov, M. R, Tise, C. G.
2023

o Jansen-de Vries syndrome: Expansion of the PPM 1D clinical and phenotypic spectrum in 34 families. American journal of medical genetics. Part A

Wojcik, M. H., Srivastava, S., Agrawal, P. B., Balci, T. B., Calewaert, B., Calvo, P. L., Carli, D., Caudle, M., Colaiacovo, S., Cross, L., Demetriou, K., Drazba, K.,
Dutra-Clarke, et al

2023

e Frequency of Epistaxisand Telangiectasia in patients with Hereditary Hemorrhagic Telangiectasia (HHT) in comparison with the General Population:
Curagcao Diagnostic Criteria Revisited. Geneticsin medicine: official journal of the American College of Medical Genetics
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McDonald, J., Kornish, J., Stevenson, D. A., Hanson-Kahn, A., Balch, H., James, J., Naik, H., Whitehead, K. J.
2023: 100865

Papillomas of Costello syndrome are not associated with human papillomavirus (HPV) infection in a small case series. Journal of the American Academy of
Dermatology

Olsen, G. M., Johnson, L., Castel, P., Stevenson, D. A., White, K., Chiu, Y. E., Kral, A, Siegel, D. H.
2023

Single Versus Multigene Testing for Hereditary Hearing L oss: Use and Costsin a Commercially Insured Cohort. Otolaryngology--head and neck surgery :
official journal of American Academy of Otolaryngology-Head and Neck Surgery

Moon, P. K., Qian, Z. J,, Stevenson, D. A., Chang, K. W.
2023

Single Versus Multigene Testing for Hereditary Hearing L oss: Use and Costsin a Commercially Insured Cohort OTOLARYNGOLOGY-HEAD AND NECK
SURGERY

Moon, P. K., Qian, Z., Stevenson, D. A., Chang, K. W.
2023

Diazoxide Choline Extended-Release Tablet in People with Prader-Willi Syndrome: A Double-Blind, Placebo-Controlled Trial. The Journal of clinical
endocrinology and metabolism

Miller, J. L., Gevers, E., Bridges, N., Yanovski, J. A., Salehi, P., Obrynba, K. S., Felner, E. |, Bird, L. M., Shoemaker, A. H., Angulo, M., Butler, M. G., Stevenson,
D., Abuzzahab, et a

2023

Bone health in RASopathies. American journal of medical genetics. Part C, Seminarsin medical genetics
Stevenson, D. A., Viscogliosi, G., Leoni, C.
2022

Factors associated with the timeto complete clinical exome sequencing in a pediatric patient population. Geneticsin medicine: official journal of the
American College of Medical Genetics

Lee G., Yu, L., Suarez, C. J,, Stevenson, D. A, Ling, A., Killer, L.
2022

50 Years Ago in TheJournalofPediatrics: Advancesin the Under standing of Prader-Willi syndrome. The Journal of pediatrics
Stafford, D. E., Stevenson, D. A.
2022; 247: 154

Advancesin the Under standing of Prader-Willi syndrome JOURNAL OF PEDIATRICS
Stafford, D. J., Stevenson, D. A.
2022; 247: 154

MEK Inhibitorsfor Neurofibromatosis Type 1 Manifestations: Clinical Evidence and Consensus. Neuro-oncology

deBlank, P. M., Gross, A. M., Akshintala, S, Blakeley, J. O., Bollag, G., Cannon, A., Dombi, E., Fangusaro, J., Gelb, B. D., Hargrave, D., Kim, A., Klesse, L. J,
Loh, eta

2022

Evaluation of theimpact of the 2021 revised Neur ofibromatosistype 1 diagnostic criteria on timeto diagnosis. American journal of medical genetics. Part A
Ho, W. Y., Farrelly, E., Stevenson, D. A.
2022

Updated diagnostic criteria and nomenclature for neurofibromatosistype 2 and schwannomatosis: An international consensus recommendation. Genetics
in medicine : official journal of the American College of Medical Genetics

Plotkin, S. R., Messiaen, L., Legius, E., Pancza, P., Avery, R. A., Blakeley, J. O., Babovic-Vuksanovic, D., Ferner, R., Fisher, M. J,, Friedman, J. M., Giovannini,
M., Gutmann, D. H., Hanemann, et al

2022

A survey of program directorsfor combined pediatrics and medical genetics and genomicsresidency programs: Per spectives when evaluating
applicants. American journal of medical genetics. Part A

Niehaus, A. D., Rassbach, C. E., Stevenson, D. A.
2022
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The seventh inter national RASopathies symposium: Pathways to a cur e-expanding knowledge, enhancing resear ch, and therapeutic discovery. American
journal of medical genetics. Part A

Kontaridis, M. ., Roberts, A. E., Schill, L., Schoyer, L., Stronach, B., Andelfinger, G., Aoki, Y., Axelrad, M. E., Bakker, A., Bennett, A. M., Broniscer, A., Castel,
P., Chang, et al

2022

A survey of program directorsfor combined pediatrics-medical genetics and genomics residency programs: Per spectives when evaluating applicants
Niehaus, A., Rassbach, C., Stevenson, D.
ELSEVIER SCIENCE INC.2022: S369-S370

Factors associated with the time to complete clinical exome sequencing in a pediatric patient population
Lee G., Yu, L., Suarez, C., Stevenson, D., Ling, A., Derby, L.
ELSEVIER SCIENCE INC.2022: S268-S269

Natural history of NF1¢.2970 2972del p.(Met992del): confirmation of alow risk of complicationsin alongitudinal study. European journal of human
genetics: EJHG

Forde, C., Burkitt-Wright, E., Turnpenny, P. D., Haan, E., Ealing, J., Mansour, S., Holder, M., Lahiri, N., Dixit, A., Procter, A., Pacot, L., Vidaud, D., Capri, et a
1800

Response to Hamosh etal. American journal of human genetics

Biesecker, L. G., Adam, M. P, Alkuraya, F. S., Amemiya, A. R., Bamshad, M. J., Beck, A. E., Bennett, J. T., Bird, L. M., Carey, J. C., Chung, B., Clark, R. D,
Cox, T.C., Curry, et d

2021; 108 (9): 1809-1810

Arteriovenous Malformations-Current Under standing of the Pathogenesiswith Implicationsfor Treatment. International journal of molecular sciences
Schimmel, K., Ali, M. K., Tan, S. Y., Teng, J., Do, H. M., Steinberg, G. K., Stevenson, D. A., Spiekerkoetter, E.
2021; 22 (16)

REINS: Reliability of Handheld Dynamometry to Measure Focal M uscle Weaknessin Neur ofibromatosis Types 1 and 2. Neurology

Akshintala, S., Khalil, N., Yohay, K., Muzikansky, A., Allen, J,, Yaffe, A., Gross, A. M., Fisher, M. J,, Blakeley, J. O., Oberlander, B., Pudel, M., Engelson, C.,
Obletz, et a

2021

Revised diagnostic criteria for neurofibromatosistype 1 and L egius syndrome: an inter national consensus recommendation. Geneticsin medicine: official
journal of the American College of Medical Genetics

Legius, E., Messiaen, L., Wolkenstein, P., Pancza, P., Avery, R. A., Berman, Y ., Blakeley, J., Babovic-Vuksanovic, D., Cunha, K. S., Ferner, R., Fisher, M. J.,
Friedman, J. M., Gutmann, et al

2021

Typical 22q11.2 deletion syndrome appearsto confer areduced risk of schwannoma. Geneticsin medicine: official journal of the American College of
Medical Genetics

Evans, D. G., Messiaen, L. M., Foulkes, W. D., Irving, R. E., Murray, A. J., Perez-Becerril, C., Rivera, B., McDonald-McGinn, D. M., Stevenson, D. A., Smith, M.
J.

2021

Congenital polyvalvular disease expands the cardiac phenotype of the RASopathies. American journal of medical genetics. Part A
Mataon, D. R., Stevenson, D. A., Bhoj, E. J,, Santani, A. B., Keena, B. n., Cohen, M. S, Lin, A. E., Sheppard, S. E., Zackai, E. H.
2021

Missense substitutions at a conserved 14-3-3 binding sitein HDAC4 cause a novel intellectual disability syndrome. HGG advances

Wakeling, E. n., McEntagart, M. n., Bruccoleri, M. n., Shaw-Smith, C. n,, Stals, K. L., Wakeling, M. n., Barnicoat, A. n., Beesley, C. n., Hanson-Kahn, A. K.,
Kukolich, M. n., Stevenson, D. A., Campeau, P. M., Ellard, et a

2021; 2 (1): 100015

A dyadic approach to the delineation of diagnostic entitiesin clinical genomics. American journal of human genetics

Biesecker, L. G., Adam, M. P, Alkuraya, F. S., Amemiya, A. R., Bamshad, M. J., Beck, A. E., Bennett, J. T., Bird, L. M., Carey, J. C., Chung, B. n., Clark, R. D.,
Cox, T.C., Curry, et d

2021; 108 (1): 8-15

Missense variantsin CTNNB1 can be associated with vitreor etinopathy-Seven new cases of CTNNB1-associated neur odevelopmental disorder including a
previously unreported retinal phenotype. Molecular genetics & genomic medicine
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Rossetti, L. Z., Bekheirnia, M. R, Lewis, A. M., Mefford, H. C., Golden-Grant, K., Tarczy-Hornoch, K., Briere, L. C., Sweetser, D. A., Walker, M. A., Kravets, E.,
Stevenson, D. A., Bruenner, G., Sebastian, et a

2020: 1542

Are Some Randomized Clinical Trials I mpossible? Journal of pediatric orthopedics

Rios, J. J., Richards, B. S., Stevenson, D. A., Oberlander, B., Viskochil, D., Gross, A. M., Dombi, E., Widemann, B. C., Plotkin, S. R., May, C. J,, Ullrich, N. J,,
Goldstein, R. Y., Jain, et a

2020

KMT2B-related disorders: expansion of the phenotypic spectrum and long-term efficacy of deep brain stimulation. Brain : ajournal of neurology

Cif, L. n., Demailly, D. n., Lin, J. P., Barwick, K. E., Sa, M. n., Abela, L. n., Mahatra, S. n., Chong, W. K., Steel, D. n., Sanchis-Juan, A. n., Ngoh, A. n., Trump,
N. n., Meyer, et a

2020

Stressand Coping in Caregiversof Children with RASopathies: Assessment of the Impact of Caregiver Conferences. Journal of pediatric genetics
Ganetsos, A. n., Farrelly, E. n., Magoulas, P. n., Stevenson, D. A.
2020; 9 (4): 23542

L ocalization and age distribution of telangiectasesin children and adolescents with hereditary hemorrhagic telangiectasia: A retrospective cohort
study JOURNAL OF THE AMERICAN ACADEMY OF DERMATOLOGY

Gonzalez, C. D., Cipriano, S. D., Topham, C. A., Stevenson, D. A., Whitehead, K. J., Vanderhooft, S., Presson, A. P., McDonald, J.
2019; 81 (4): 950-55

Phenotype of CM-AVM2 caused by variantsin EPHB4: how much overlap with hereditary hemorrhagic telangiectasia (HHT)? GENETICSIN MEDICINE

Wooderchak-Donahue, W. L., Akay, G., Whitehead, K., Briggs, E., Stevenson, D. A., O'Fallon, B., Velinder, M., Farrell, A., Shen, W., Bedoukian, E., Skrabann, C.
M., Antaya, R. J., Henderson, et al

2019; 21 (9): 200714

Cardiac transplantation in children with Noonan syndrome. Pediatric transplantation

McCallen, L. M., Ameduri, R. K., Denfield, S. W., Dodd, D. A., Everitt, M. D., Johnson, J. N., Lee, T. M., Lin, A. E,, Lohr, J. L., May, L. J,, Pierpont, M. E.,
Stevenson, D. A., Chatfield, et d

2019: 13535

PTPN11 Gain-of-Function M utations Affect the Developing Human Brain, Memory, and Attention CEREBRAL CORTEX
Johnson, E. M., Ishak, A. D., Naylor, P. E., Stevenson, D. A., Reiss, A. L., Green, T.
2019; 29 (7): 2915-23

Costello syndrome: Clinical phenotype, genotype, and management guidelines. American journal of medical genetics. Part A

Gripp, K. W., Morse, L. A., Axelrad, M., Chatfield, K. C., Chidekel, A., Dobyns, W., Doyle, D., Kerr, B., Lin, A. E., Schwartz, D. D., Sibbles, B. J.,, Siegdl, D.,
Shankar, et al

2019

Extracutaneous manifestations in phacomatosis cesioflammea and cesiomarmorata: Case seriesand literaturereview AMERICAN JOURNAL OF
MEDICAL GENETICSPART A

Kumar, A., Zastrow, D. B., Kravets, E. J., Beleford, D., Ruzhnikov, M. Z., Grove, M. E., Dries, A. M., Kohler, J. N., Waggott, D. M., Yang, Y., Huang, Y .,
Mackenzie, K. M., Eng, et a

2019; 179 (6): 96677

NF1 Somatic M utation in Dystrophic Scoliosis JOURNAL OF MOLECULAR NEUROSCIENCE
Margraf, R. L., VanSant-Webb, C., Mao, R., Viskachil, D. H., Carey, J., Hanson, H., D'Astous, J., Grossmann, A., Stevenson, D. A.
2019; 68 (1): 11-18

Extracutaneous manifestationsin phacomatosis cesioflammea and cesiomar mor ata: Case seriesand literaturereview. 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 a

2019

L ocalization and age distribution of telangiectasesin children and adolescents with hereditary hemorrhagic telangiectasia: A retrospective cohort
study. Journal of the American Academy of Dermatol ogy

Gonzalez, C. D., Cipriano, S. D., Topham, C. A., Stevenson, D. A., Whitehead, K. J., Vanderhooft, S., Presson, A. P., McDonald, J.
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2019

NF1 Somatic Mutation in Dystrophic Scoliosis. Journal of molecular neuroscience : MN
Margraf, R. L., VanSant-Webb, C., Mao, R., Viskochil, D. H., Carey, J., Hanson, H., D'Astous, J., Grossmann, A., Stevenson, D. A.
2019

Phenotype of CM-AVM 2 caused by variantsin EPHB4: how much overlap with hereditary hemorrhagic telangiectasia (HHT)? Geneticsin medicine :
official journal of the American College of Medical Genetics

Wooderchak-Donahue, W. L., Akay, G., Whitehead, K., Briggs, E., Stevenson, D. A., O'Falon, B., Véinder, M., Farrell, A., Shen, W., Bedoukian, E., Skrabann, C.
M., Antaya, R. J., Henderson, et al

2019

Contributing factors of mortality in Prader-Willi syndrome AMERICAN JOURNAL OF MEDICAL GENETICSPART A
Proffitt, J., Osann, K., McManus, B., Kimonis, V. E., Heinemann, J., Butler, M. G., Stevenson, D. A., Gold, J.
2019; 179 (2): 196205

“Following Through”: Addressing the Racial Inequality for Preterm Infantsand Their Families Pediatric Research
Stevenson, D. K., Wong, R. J., Profit, J. J., Shaw, G. M., Wang, C. J, Lee, H. C.
2019

Contributing factors of mortality in Prader-Willi syndrome. American journal of medical genetics. Part A
Proffitt, J., Osann, K., McManus, B., Kimonis, V. E., Heinemann, J., Butler, M. G., Stevenson, D. A., Gold, J.
2018

Proceedings of the fifth international RASopathies symposium: When development and cancer inter sect AMERICAN JOURNAL OF MEDICAL GENETICS
PART A

Rauen, K. A., Schoyer, L., Schill, L., Stronach, B., Albeck, J., Andresen, B. S,, Cave, H., Ellis, M., Fruchtman, S. M., Gelb, B. D., Gibson, C. C., Gripp, K., Hefner,
eta

2018; 176 (12): 2924-29

Proceedings of the fifth international RASopathies symposium: When development and cancer intersect. American journal of medical genetics. Part A

Rauen, K. A., Schoyer, L., Schill, L., Stronach, B., Albeck, J., Andresen, B. S, Cave, H., Ellis, M., Fruchtman, S. M., Gelb, B. D., Gibson, C. C., Gripp, K., Hefner,
eta

2018: e40632

Response to Hannah-Shmouni and Stratakis. Geneticsin medicine: official journal of the American College of Medical Genetics
Stewart, D. R., Korf, B. R., Nathanson, K. L., Stevenson, D. A., Yohay, K.
2018

Expanding the clinical and molecular findingsin RASA1 capillary malformation-ar teriovenous malfor mation EUROPEAN JOURNAL OF HUMAN
GENETICS

Wooderchak-Donahue, W. L., Johnson, P., McDonald, J., Blel, F., Berenstein, A., Sorscher, M., Mayer, J., Scheuerle, A. E., Lewis, T., Grimmer, J,, Richter, G. T.,
Steeves, M. A., Lin, et a

2018; 26 (10): 1521-36

A casereport of a suspected dual diagnosis. 22q11.2 deletion syndrome and X-linked chondrodysplasia punctata CLINICAL DYSMORPHOLOGY
Brimble, E., Pacione, M., Farrelly, E., Stevenson, D. A., Ruzhnikov, M. Z.
2018; 27 (4): 151-53

Predictive Value and Interrater Reliability of Radiographic Factorsin Neurofibromatosis Patients With Dystrophic Scoliosis. Spine deformity
Larson, A. N., Ledonio, C. G., Brearley, A. M., Sucato, D. J., Carreon, L. Y., Crawford, A. H., Stevenson, D. A., Vitale, M. G., Moertel, C. L., Polly, D. W.
2018; 6 (5): 56067

Racial/ethnic disparities and incidence of malignant peripheral nerve sheath tumors: results from the Surveillance, Epidemiology, and End Results
Program, 2000-2014 JOURNAL OF NEURO-ONCOLOGY

Peckham-Gregory, E. C., Montenegro, R. E., Stevenson, D. A., Viskochil, D. H., Scheurer, M. E., Lupo, P. J., Schiffman, J. D.
2018; 139 (1): 69-75

Use of Flow Cytometry for Diagnosis of Epilepsy Associated With Homozygous PIGW Variants PEDIATRIC NEUROLOGY
Foskett, G., Engleman, E., Klotz, J., Choi, O., Tolentino, L., Kochhar, A., Yang, Q., Stevenson, D. A.
2018; 85: 67-70
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PTPN11 Gain-of-Function M utations Affect the Developing Human Brain, Memory, and Attention. Cerebral cortex (New York, N.Y. : 1991)
Johnson, E. M., Ishak, A. D., Naylor, P. E., Stevenson, D. A., Reiss, A. L., Green, T.
2018

Care of adultswith neurofibromatosistype 1: a clinical practice resour ce of the American College of Medical Genetics and Genomics (ACMG) GENETICS
IN MEDICINE

Stewart, D. R., Korf, B. R., Nathanson, K. L., Stevenson, D. A., Yohay, K.
2018; 20 (7): 671-82

Epistaxisin children and adolescents with hereditary hemorrhagic telangiectasia. The Laryngoscope
Gonzalez, C. D., Mcdonald, J., Stevenson, D. A., Whitehead, K. J., Petersen, M. G., Presson, A. P., Ding, Q., Wilson, K. F.
2018; 128 (7): 1714-1719

Epistaxisin Children and Adolescents With Hereditary Hemorrhagic Telangiectasia
Gonzalez, C. D., Mcdonald, J., Stevenson, D. A., Whitehead, K. J., Petersen, M. G., Presson, A. P., Ding, Q., Wilson, K. F.
WILEY.2018: 1714-19

Use of Flow Cytometry for Diagnosis of Epilepsy Associated With Homozygous PIGW Variants. Pediatric neurology
Foskett, G. K., Engleman, E., Klotz, J., Choi, O., Tolentino, L., Kochhar, A., Yang, Q. Z., Stevenson, D. A.
2018

Evaluation of racial disparitiesin pediatric optic pathway glioma incidence: Results from the Surveillance, Epidemiology, and End Results Program,
2000-2014 CANCER EPIDEMIOLOGY

Peckham-Gregory, E. C., Montenegro, R. E., Stevenson, D. A., Viskochil, D. H., Scheurer, M. E., Lupo, P. J., Schiffman, J. D.
2018; 54: 90-94

Quantitative Ultrasound and Tibial Dysplasia in Neur ofibromatosis Type 1 JOURNAL OF CLINICAL DENS TOMETRY
Stevenson, D. A., Hanson, H., Stevens, A., Carey, J., Viskochil, D., Sheng, X., Wheeler, K., Slater, H.
2018; 21 (2): 179-84

Dietary intervention rescues myopathy associated with neur ofibromatosistype 1 HUMAN MOLECULAR GENETICS
Summers, M. A., Rupasinghe, T., Vasiljevski, E. R., Evesson, F. J., Mikulec, K., Peacock, L., Quinlan, K. R., Cooper, S. T., Roessner, U., Stevenson, D. A., Little,
D. G., Schindeler, A.

2018; 27 (4): 577-88

Bilirubin Production IsIncreased in Newborn Mice Exposed to | soflurane. Neonatology
Iwatani, S., Burgess, J., Kaish, F., Wong, R. J., Stevenson, D. K.
2018; 115 (1): 21-27

Variable clinical course of identical twin neonates with Alstrém syndrome presenting coincidentally with dilated cardiomyopathy. American journal of
medical genetics. Part A

Hollander, S. A., Alsaleh, N., Ruzhnikov, M., Jensen, K., Rosenthal, D. N., Stevenson, D. A., Manning, M.
2017; 173 (6): 1687-1689

The path forward: 2015 I nternational Children's Tumor Foundation conference on neurofibromatosistype 1, type 2, and schwannomatosis. American
journal of medical genetics. Part A

Blakeley, J. O., Bakker, A., Barker, A., Clapp, W., Ferner, R., Fisher, M. J., Giovannini, M., Gutmann, D. H., Kargiannis, M. A., Kissil, J. L., Legius, E., Lloyd, A.
C., Packer, et a

2017; 173 (6): 1714-1721

Utilization of Whole-Exome Next-Generation Sequencing Variant Read Frequency for Detection of L esion-Specific, Somatic L oss of Heter ozygosity in a
Neur ofibromatosis Type 1 Cohort with Tibial Pseudarthrosis JOURNAL OF MOLECULAR DIAGNOSTICS

Margraf, R. L., VanSant-Webb, C., Sant, D., Carey, J., Hanson, H., D'Astous, J., Viskochil, D., Stevenson, D. A., Mao, R.
2017; 19 (3): 468-474

Analysis of Copy Number Variantsin 11 Pairs of Monozygotic Twinswith Neur ofibromatosis Type AMERICAN JOURNAL OF MEDICAL GENETICS
PART A

Sites, E. R., Smolarek, T. A., Martin, L. J., Viskochil, D. H., Stevenson, D. A., Ullrich, N. J., Messiaen, L. M., Schorry, E. K.
2017; 173 (3): 647-653

Promoting appropriate genetic testing: the impact of a combined test review and consultative service. Geneticsin medicine
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Suarez, C. J, Yu, L., Downs, N., Costa, H. A., Stevenson, D. A.
2017

Phenotypic and molecular characterisation of CDK 13-related congenital heart defects, dysmor phic facial features and intellectual developmental
disorders. Genome medicine

Bostwick, B. L., McLean, S. n., Posey, J. E., Streff, H. E., Gripp, K. W., Blesson, A. n., Powell-Hamilton, N. n., Tusi, J. n., Stevenson, D. A., Farrelly, E. n.,
Hudgins, L. n,, Yang, Y. n., Xia, et a

2017; 9 (1): 73

Molecular and clinical spectra of FBXL4 deficiency. Human mutation

El-Hattab, A. W., Dai, H. n., Almannai, M. n., Wang, J. n., Fageih, E. A., Al Asmari, A. n., Saleh, M. A, Elamin, M. A., Alfadhel, M. n., Alkuraya, F. S., Hashem,
M. n., Aldosary, M. S., Almass, et a

2017

Brief Report: The Prevalence of Neurofibromatosis Type 1 among Children with Autism Spectrum Disorder Identified by the Autism and Developmental
Disabilities Monitoring Network JOURNAL OF AUTISM AND DEVELOPMENTAL DISORDERS

Bilder, D. A., Bakian, A. V., Stevenson, D. A., Carbone, P. S, Cunniff, C., Goodman, A. B., McMahon, W. M., Fisher, N. P., Viskochil, D.
2016; 46 (10): 3369-3376

NALCN channelopathies: Distinguishing gain-of-function and loss-of-function mutations NEUROLOGY
Bend, E. G, Si, Y., Stevenson, D. A., Bayrak-Toydemir, P., Newcomb, T. M., Jorgensen, E. M., Swoboda, K. J.
2016; 87 (11): 1131-1139

DNA Methylation Profiling of Uniparental Disomy Subjects Providesa Map of Parental Epigenetic Biasin the Human Genome. American journal of
human genetics

Joshi, R. S, Garg, P., Zaitlen, N., Lappalainen, T., Watson, C. T., Azam, N., Ho, D., Li, X., Antonarakis, S. E., Brunner, H. G., Buiting, K., Cheung, S. W., Coffee,
eta

2016; 99 (3): 555-566

The Fourth International Symposium on Genetic Disorders of the RagMAPK pathway AMERICAN JOURNAL OF MEDICAL GENETICSPART A

Stevenson, D. A., Schill, L., Schoyer, L., Andresen, B. S., Bakker, A., Bayrak-Toydemir, P., Burkitt-Wright, E., Chatfield, K., Elefteriou, F., Elgersma, Y ., Fisher,
M. J, Franz, D., Gelb, et d

2016; 170 (8): 1959-1966

Respiratory System Involvement in Costello Syndrome AMERICAN JOURNAL OF MEDICAL GENETICSPART A
Gomez-Ospina, N., Kuo, C., Ananth, A. L., Myers, A., Brennan, M., Stevenson, D. A., Bernstein, J. A., Hudgins, L.
2016; 170 (7): 1849-1857

RASA1 somatic mutation and variable expressivity in capillary malfor mation/arteriovenous malformation (CM/AVM) syndrome. American journal of
medical genetics. Part A

Macmurdo, C. F., Wooderchak-Donahue, W., Bayrak-Toydemir, P., Le, J., Wallenstein, M. B., Milla, C., Teng, J. M., Bernstein, J. A., Stevenson, D. A.
2016; 170 (6): 1450-1454

The Splicing Efficiency of Activating HRAS Mutations Can Deter mine Costello Syndrome Phenotype and Frequency in Cancer PLOS GENETICS

Hartung, A., Swensen, J,, Uriz, |. E., Lapin, M., Kristjansdottir, K., Petersen, U. S,, Bang, J. M., Guerra, B., Andersen, H. S., Dobrowolski, S. F., Carey, J. C., Yu,
P., Vaughn, et a

2016; 12 (5)

Maternal uniparental disomy of chromosome 20: a novel imprinting disorder of growth failure GENETICSIN MEDICINE

Mulchandani, S., Bhoj, E. J., Luo, M., Powell-Hamilton, N., Jenny, K., Gripp, K. W., Elbracht, M., Eggermann, T., Turner, C. L., Temple, I. K., Mackay, D. J.,
Dubbs, H., Stevenson, et &

2016; 18 (4): 309-315

The Occurrence of Occult Acetabular Dysplasiain Relatives of Individuals With Developmental Dysplasia of the Hip. Journal of pediatric orthopedics
Carrall, K. L., Schiffern, A. N., Murray, K. A., Stevenson, D. A., Viskochil, D. H., Toydemir, R., MacWilliams, B. A., Roach, J. W.
2016; 36 (1): 96-100

Molecular diagnosticsin the new era: clinical utility of a next generation sequencing panel in the diagnosisof HHT
Wooderchak-Donahue, W. L., McDonald, J., VanSant-Webb, C., Lewis, T., Stevenson, D. A., Bayrak-Toydemir, P.
SPRINGER.2015: 533
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An Attenuated Phenotype of Costello Syndromein Three Unrelated Individualswith a HRAS ¢.179G>A (p.Gly60Asp) Mutation Correlateswith
Uncommon Functional Consequences AMERICAN JOURNAL OF MEDICAL GENETICSPART A

Gripp, K. W., Sol-Church, K., Smpokou, P., Graham, G. E., Stevenson, D. A., Hanson, H., Viskochil, D. H., Baker, L. C., Russo, B., Gardner, N., Stabley, D. L.,
Kolbe, V., Rosenberger, et a

2015; 167 (9): 2085-2097

An attenuated phenotype of Costello syndromein three unrelated individuals with a HRAS ¢.179G>A (p.Gly60Asp) mutation correlates with uncommon
functional consequences. American journal of medical genetics. Part A

Gripp, K. W., Sol-Church, K., Smpokou, P., Graham, G. E., Stevenson, D. A., Hanson, H., Viskochil, D. H., Baker, L. C., Russo, B., Gardner, N., Stabley, D. L.,
Kolbe, V., Rosenberger, et a

2015; 167A (9): 2085-2097

Stressand Coping in Parents of Children with Prader-Willi Syndrome: Assessment of the Impact of a Structured Plan of Care AMERICAN JOURNAL OF
MEDICAL GENETICSPART A

Tvrdik, T., Mason, D., Dent, K. M., Thornton, L., Hornton, S. N., Viskochil, D. H., Stevenson, D. A.
2015; 167A (5): 974-982

Corrigendum: Asfotase-aimproves bone growth, mineralization and strength in mouse models of neur ofibromatosistype-1. Nature medicine

delaCroix Ndong, J., Makowski, A. J., Uppuganti, S., Vignaux, G., Ono, K., Perrien, D. S,, Joubert, S., Baglio, S. R., Granchi, D., Stevenson, D. A., Rios, J. J.,
Nyman, J. S., Elefteriou, et al

2015; 21 (4): 414-?

Evaluation of somatic mutationsin tibial pseudarthrosis samplesin neurofibromatosistype 1 JOURNAL OF MEDICAL GENETICS
Sant, D. W., Margraf, R. L., Stevenson, D. A., Grossmann, A. H., Viskochil, D. H., Hanson, H., Everitt, M. D., Rios, J. J., Elefteriou, F., Hennessey, T., Mao, R.
2015; 52 (4): 256-261

Dystrophic Spinal Deformitiesin a Neurofibromatosis Type 1 Murine Model PLOS ONE
Rhodes, S. D., Zhang, W., Yang, D., Yang, H., Chen, S., Wu, X., Li, X., Yang, X., Mohammad, K. S,, Guise, T. A., Bergner, A. L., Stevenson, D. A., Yang, et a
2015; 10 (3)

Function and disability in children with Costello syndrome and Car diofaciocutaneous syndrome. American journal of medical genetics. Part A
Johnson, B., Goldberg-Strassler, D., Gripp, K., Thacker, M., Leoni, C., Stevenson, D.
2015; 167 (1): 40-44

Impaired PIEZO1 function in patientswith a novel autosomal recessive congenital lymphatic dysplasia. Nature communications

Lukacs, V., Mathur, J., Mao, R., Bayrak-Toydemir, P., Procter, M., Cahalan, S. M., Kim, H. J,, Bandell, M., Longo, N., Day, R. W., Stevenson, D. A., Patapoutian,
A., Krock, et a

2015; 6: 8329-?

Genetic Variants Associated with Port-Wine Stains. PloSone
Frigerio, A., Wright, K., Wooderchak-Donahue, W., Tan, O. T., Margraf, R., Stevenson, D. A., Grimmer, J. F., Bayrak-Toydemir, P.
2015; 10 (7): e0133158

Impaired PIEZO1 function in patients with a novel autosomal recessive congenital lymphatic dysplasia. Nature communications

Lukacs, V., Mathur, J., Mao, R., Bayrak-Toydemir, P., Procter, M., Cahaan, S. M., Kim, H. J,, Bandell, M., Longo, N., Day, R. W., Stevenson, D. A., Patapoutian,
A., Krock, et a

2015; 6: 8329-?

Genetic Variants Associated with Port-Wine Stains. PloSone
Frigerio, A., Wright, K., Wooderchak-Donahue, W., Tan, O. T., Margraf, R., Stevenson, D. A., Grimmer, J. F., Bayrak-Toydemir, P.
2015; 10 (7)

Activity and participation in children with neurofibromatosistype 1 RESEARCH IN DEVELOPMENTAL DISABILITIES
Johnson, B. A., Sheng, X., Perry, A. S., Stevenson, D. A.
2015; 36: 213-221

Dystrophic spinal defor mitiesin a neurofibromatosistype 1 murine model. PloSone
Rhodes, S. D., Zhang, W., Yang, D., Yang, H., Chen, S., Wu, X., Li, X., Yang, X., Mohammad, K. S,, Guise, T. A., Bergner, A. L., Stevenson, D. A., Yang, et a
2015; 10 (3)

The Cyclic AMP Pathway |s a Sex-Specific Modifier of Glioma Risk in Type | Neurofibromatosis Patients. Cancer research
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Warrington, N. M., Sun, T., Luo, J., McKinstry, R. C., Parkin, P. C., Ganzhorn, S., Spoljaric, D., Albers, A. C., Merkelson, A., Stewart, D. R., Stevenson, D. A.,
Viskochil, D., Druley, et a

2015; 75 (1): 16-21

Hereditary hemorrhagic telangiectasia: genetics and molecular diagnosticsin a new era. Frontiersin genetics
McDonald, J., Wooderchak-Donahue, W., VanSant Webb, C., Whitehead, K., Stevenson, D. A., Bayrak-Toydemir, P.
2015; 6: 1-?

Update from the 2013 I nter national Neur ofibromatosis Conference AMERICAN JOURNAL OF MEDICAL GENETICSPART A

Plotkin, S. R., Albers, A. C., Babovic-Vuksanovic, D., Blakeley, J. O., Breakefield, X. O., Dunn, C. M., Evans, D. G., Fisher, M. J.,, Friedman, J. M., Giovannini,
M., Gutmann, D. H., Kalamarides, M., McClatchey, et

2014; 164A (12): 2969-2978

Neur ofibromin Deficiency-Associated Transcriptional Dysregulation Suggests a Novel Therapy for Tibial Pseudoarthrosisin NF1 JOURNAL OF BONE
AND MINERAL RESEARCH

Parig, N., Cho, T., Chai, I. H., Kamiya, N., Kayembe, K., Mao, R., Margraf, R. L., Obermosser, G., Oxendine, |., Sant, D. W., Song, M. H., Stevenson, D. A.,
Viskochil, et al

2014; 29 (12): 2636-2642

Goltz syndrome and PORCN mosaicism INTERNATIONAL JOURNAL OF DERMATOLOGY
Stevenson, D. A., Chirpich, M., Contreras, Y., Hanson, H., Dent, K.
2014; 53 (12): 1481-1484

Neural Tube Defects and Atypical Deletion on 22q11.2 AMERICAN JOURNAL OF MEDICAL GENETICSPART A
Leoni, C., Stevenson, D. A., Geiersbach, K. B., Paxton, C. N., Krock, B. L., Mao, R., Rope, A. F.
2014; 164A (11): 2701-2706

Activity and participation in children with neurofibromatosistype 1. Research in developmental disabilities
Johnson, B. A., Sheng, X., Perry, A. S,, Stevenson, D. A.
2014; 36C: 213-221

Asfotase-alpha improves bone growth, mineralization and strength in mouse models of neur ofibromatosistype-1 NATURE MEDICINE

Ndong, J. d., Makowski, A. J., Uppuganti, S., Vignaux, G., Ono, K., Perrien, D. S., Joubert, S., Baglio, S. R., Granchi, D., Stevenson, D. A., Rios, J. J., Nyman, J.
S., Elefteriou, et a

2014; 20 (8): 904-910

Screening children with neurofibromatosis type 1 for autism spectrum disorder AMERICAN JOURNAL OF MEDICAL GENETICSPART A
Tinker, J., Carbone, P. S., Viskochil, D., Mathiesen, A., Ma, K., Stevenson, D. A.
2014; 164 (7): 1706-1712

L1CAM whole genedeletion in a child with L 1 syndrome AMERICAN JOURNAL OF MEDICAL GENETICSPART A
Chidsey, B. A., Baldwin, E. E., Toydemir, R., Ahles, L., Hanson, H., Stevenson, D. A.
2014; 164 (6): 1555-1558

Postural control in children with and without neur ofibromatosistype 1 HUMAN MOVEMENT SCIENCE
Johnson, B. A., MacWilliams, B. A., Stevenson, D. A.
2014; 34: 157-163

CTF Meeting 2012: Trandation of the Basic Under standing of the Biology and Genetics of NF1, NF2, and Schwannomatosis Towar d the Development of
Effective Therapies AMERICAN JOURNAL OF MEDICAL GENETICSPART A

Widemann, B. C., Acosta, M. T., Ammoun, S., Belzberg, A. J., Bernards, A., Blakeley, J., Bretscher, A., Cichowski, K., Clapp, D. W., Dombi, E., Evans, G. D.,
Ferner, R., Fernandez-Valle, et a

2014; 164 (3): 563-578

Multiscale, Conver ging Defects of M acro-Por osity, Microstructure and Matrix Mineralization Impact L ong Bone Fragility in NF1 PLOS ONE

Kuehnisch, J., Seto, J., Lange, C., Schrof, S., Stumpp, S., Kobus, K., Grohmann, J., Kossler, N., Varga, P., Osswald, M., Emmerich, D., Tinschert, S., Thielemann,
eta

2014; 9 (1)

An international effort towar ds developing standards for best practicesin analysis, inter pretation and reporting of clinical genome sequencing resultsin
the CLARITY Challenge GENOME BIOLOGY
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Brownstein, C. A., Beggs, A. H., Homer, N., Merriman, B., Yu, T. W., Flannery, K. C., DeChene, E. T., Towne, M. C., Savage, S. K., Price, E. N., Holm, |. A,
Luquette, L. J., Lyon, et a

2014; 15 (3)

Biomarkers of bone remodeling in children with mucopolysaccharidosistypesl, |1, and V1. Journal of pediatric rehabilitation medicine
Stevenson, D. A., Rudser, K., Kunin-Batson, A., Fung, E. B., Viskochil, D., Shapiro, E., Orchard, P. J., Whitley, C. B., Polgreen, L. E.
2014; 7 (2): 159-165

Low Bone Mineral Content and Challengesin Interpretation of Dual-Energy X-Ray Absorptiometry in Children With Mucopolysaccharidosis Types|, 11,
and VI JOURNAL OF CLINICAL DENS TOMETRY

Polgreen, L. E., Thomas, W., Fung, E., Viskochil, D., Stevenson, D. A., Steinberger, J., Orchard, P., Whitley, C. B., Ensrud, K. E.
2014; 17 (1): 200-206

Decreased bone mineral density in Costello syndrome MOLECULAR GENETICSAND METABOLISM

Leoni, C., Stevenson, D. A., Martini, L., De Sanctis, R., Mascolo, G., Pantaleoni, F., De Santis, S., LaTorraca, 1., Persichilli, S., Caradonna, P., Tartaglia, M.,
Zampino, G.
2014; 111 (1): 41-45

Hyperactive RassM APK signalingiscritical for tibial nonunion fracturein neurofibromin-deficient mice HUMAN MOLECULAR GENETICS
Sharma, R., Wu, X., Rhodes, S. D., Chen, S., He, Y., Yuan, J,, Li, J,, Yang, X., Li, X., Jiang, L., Kim, E. T., Stevenson, D. A., Viskochil, et a
2013; 22 (23): 4818-4828

BM P9 Mutations Cause a Vascular-Anomaly Syndrome with Phenotypic Overlap with Hereditary Hemorrhagic Telangiectasia AMERICAN JOURNAL OF
HUMAN GENETICS

Wooderchak-Donahue, W. L., McDonald, J., O'Falon, B., Upton, P. D., Li, W., Roman, B. L., Young, S., Plant, P., Fueloep, G. T., Langa, C., Morrell, N. W.,
Botella, L. M., Bernabeu, et a

2013; 93 (3): 530-537

Association of Twinning and Maternal Agewith Major Structural Birth Defectsin Utah, 1999 to 2008 BIRTH DEFECTS RESEARCH PART A-CLINICAL
AND MOLECULAR TERATOLOGY

Rider, R. A., Stevenson, D. A., Rinsky, J. E., Feldkamp, M. L.
2013; 97 (8): 554-563

The generalized bone phenotypein children with neurofibromatosis 1: A sibling matched case-control study AMERICAN JOURNAL OF MEDICAL
GENETICSPART A

Armstrong, L., Jett, K., Birch, P., Kendler, D. L., McKay, H., Tsang, E., Stevenson, D. A., Hanley, D. A., Egédli, D., Burrows, M., Friedman, J. M.
2013; 161A (7): 1654-1661

Skeletal abnormalitiesin lysosomal storage diseases. Pediatric endocrinology reviews: PER
Stevenson, D. A., Steiner, R. D.
2013; 10: 406-416

Fracturesin Children With Neurofibromatosis Type 1 From Two NF Clinics AMERICAN JOURNAL OF MEDICAL GENETICSPART A
George-Abraham, J. K., Martin, L. J., Kalkwarf, H. J,, Rieley, M. B., Stevenson, D. A., Viskochil, D. H., Hopkin, R. J., Stevens, A. M., Hanson, H., Schorry, E. K.
2013; 161A (5): 921-926

Approachesto Treating NF1 Tibial Pseudarthrosis: Consensus From the Children's Tumor Foundation NF1 Bone Abnor malities Consortium JOURNAL
OF PEDIATRIC ORTHOPAEDICS

Stevenson, D. A., Little, D., Armstrong, L., Crawford, A. H., Eastwood, D., Friedman, J. M., Greggi, T., Gutierrez, G., Hunter-Schaedle, K., Kendler, D. L.,
Kolanczyk, M., Monsell, F., Oetgen, et a

2013; 33 (3): 269-275

Copy Number Variation Analysisin 98 Individualswith PHACE Syndrome JOURNAL OF INVESTIGATIVE DERMATOLOGY

Siegel, D. H., Shieh, J. T., Kwon, E., Baselga, E., Blei, F., Cordisco, M., Dobyns, W. B., Duffy, K. J., Garzon, M. C., Gibbs, D. L., Grimmer, J. F., Hayflick, S. J.,
Krol, et a

2013; 133 (3): 677-684

A cost savings approach to SPRED1 mutational analysisin individualsat risk for neurofibromatosistype 1 AMERICAN JOURNAL OF MEDICAL
GENETICSPART A

Muram, T. M., Stevenson, D. A., Watts-Justice, S., Viskochil, D. H., Carey, J. C., Mao, R., Jackson, B.
2013; 161A (3): 467-472
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The genetics of vascular anomalies CURRENT OPINION IN OTOLARYNGOLOGY & HEAD AND NECK SURGERY
Frigerio, A., Stevenson, D. A., Grimmer, J. F.
2012; 20 (6): 527-532

Peripheral muscle weaknessin RASopathies MUSCLE & NERVE

Stevenson, D. A., Allen, S., Tidyman, W. E., Carey, J. C., Viskochil, D. H., Stevens, A., Hanson, H., Sheng, X., Thompson, B. A., Okumura, M. J., Reinker, K.,
Johnson, B., Rauen, et a

2012; 46 (3): 394-399

Total Hip Arthroplasty, Hip Osteoarthritis, Total Knee Arthroplasty, and Knee Osteoarthritisin Patients With Developmental Dysplasia of the Hip and
Their Family Members: A Kinship Analysis Report JOURNAL OF PEDIATRIC ORTHOPAEDICS

Schiffern, A. N., Stevenson, D. A., Carrall, K. L., Pimentel, R., Mineau, G., Viskochil, D. H., Roach, J. W.
2012; 32 (6): 609-612

Effects of a Plyometric Training Program for 3 Children With Neurofibromatosis Type 1 PEDIATRIC PHYS CAL THERAPY
Johnson, B. A., Salzberg, C. L., Stevenson, D. A.
2012; 24 (2): 199-208

Mosaicism in Stickler syndrome EUROPEAN JOURNAL OF MEDICAL GENETICS
Stevenson, D. A., Vanzo, R., Damjanovich, K., Hanson, H., Muntz, H., Hoffman, R. O., Bayrak-Toydemir, P.
2012; 55 (6-7): 418-422

Candidate locus analysis for PHACE syndrome AMERICAN JOURNAL OF MEDICAL GENETICSPART A

Mitchell, S., Siegel, D. H., Shieh, J. T., Stevenson, D. A., Grimmer, J. F., Lewis, T., Metry, D., Frieden, |., Blei, F., Kayserili, H., Drolet, B. A., Bayrak-Toydemir,
P.

2012; 158A (6): 1363-1367

Spinal arteriovenousfistulasin children with hereditary hemorrhagic telangiectasia JOURNAL OF NEUROSURGERY-PEDIATRICS
Calhoun, A. R., Ballo, R. J, Garber, S. T., McDonald, J., Stevenson, D. A., Hung, |. H., Brockmeyer, D. L., Walker, M. L.
2012; 9 (6): 654-659

Gastrointestinal Bleeding in Infantile Hemangioma: A Complication of Segmental, Rather than Multifocal, I nfantile Hemangiomas JOURNAL OF
PEDIATRICS

Drolet, B. A., Pope, E., Juern, A. M., Sato, T., Howell, B., Puttgen, K. B., Lara-Corrales, I., Gilliam, A., Mancini, A., Powell, J,, Siegel, D., Metry, D., Stevenson, et
a

2012; 160 (6): 1021-?

Analysis of skeletal dysplasiasin the Utah population AMERICAN JOURNAL OF MEDICAL GENETICSPART A
Stevenson, D. A., Carey, J. C., Byrne, J. L., Srisukhumbowornchai, S., Feldkamp, M. L.
2012; 158A (5): 1046-1054

Letter to the Editor: Long-Term Experience with Duodenal Switch in Adolescents OBES TY SURGERY
Scheimann, A. O., Butler, M. G., Miller, J. L., Lee, P. D., Stevenson, D. A., Heinemann, J., Driscoll, D. J.
2012; 22 (3): 517-518

Microdeletion 9922.3 syndrome includes metopic craniosynostosis, hydr ocephalus, macrosomia, and developmental delay AMERICAN JOURNAL OF
MEDICAL GENETICSPART A

Muller, E. A, Aradhya, S, Atkin, J. F., Carmany, E. P, Elliott, A. M., Chudley, A. E., Clark, R. D., Everman, D. B., Garner, S,, Hall, B. D., Herman, G. E.,
Kivuva, E., Ramanathan, et al

2012; 158A (2): 391-399

Hemangioma | s Associated with Atopic Disease OTOLARYNGOLOGY-HEAD AND NECK SURGERY
Grimmer, J. F., Williams, M. S,, Pimentel, R., Mineau, G., Wood, G. M., Bayrak-Toydemir, P., Stevenson, D. A.
2012; 146 (2): 206-209

RASA1 analysis: Clinical and molecular findingsin a series of consecutive cases EUROPEAN JOURNAL OF MEDICAL GENETICS
Wooderchak-Donahue, W., Stevenson, D. A., McDonald, J., Grimmer, J. F., Gedge, F., Bayrak-Toydemir, P.
2012; 55 (2): 91-95

Lower extremity strength and hopping and jumping ground reaction forcesin children with neurofibromatosistype 1 HUMAN MOVEMENT SCIENCE
Johnson, B. A., MacWilliams, B., Carey, J. C., Viskochil, D. H., D'Astous, J. L., Stevenson, D. A.
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2012; 31 (1): 247-254

5' UTR mutations of ENG cause hereditary hemorrhagic telangiectasia ORPHANET JOURNAL OF RARE DISEASES
Damjanovich, K., Langa, C., Blanco, F. J., McDonald, J., Botella, L. M., Bernabeu, C., Wooderchak-Donahue, W., Stevenson, D. A., Bayrak-Toydemir, P.
2011; 6

Boneresorption in syndromes of the RasyM APK pathway CLINICAL GENETICS

Stevenson, D. A., Schwarz, E. L., Carey, J. C., Viskochil, D. H., Hanson, H., Bauer, S., Weng, H. C., Greene, T., Reinker, K., Swensen, J., Chan, R. J,, Yang, F.,
Senbanjo, et a

2011; 80 (6): 566-573
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