
CURRICULUM VITAE 

 

Simeon Antonov Boyadjiev Boyd, M.D. 

 

Current Appointment: Professor of Medical Genetics and Pediatrics (tenured) 

 Section of Genetics, Department of Pediatrics 

 University of California, Davis, USA 

  

Address: 2825 50th Street, UC Davis, M.I.N.D. Institute 

 Sacramento, CA 95817, USA 

 Phone 916-703-0446, fax 916-703-0460 
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Citizenship: United States of America and Republic of Bulgaria 

 

Birth date and Place: April 13, 1959; Sofia, Bulgaria 

  

Education and Professional training: 

 

1979-1985 M.D., graduated with honor 

 Pediatric Medical Institute 

 St. Petersburg, Russia 

 

1985-1988 Postdoctoral Fellow in Medical and Molecular Genetics 

 Section of Clinical Genetics, Research Institute of Pediatrics 

 Sofia, Bulgaria 

 

1988-1991 Resident in Pediatrics 

 Research Institute of Pediatrics 

 Medical Academy, Sofia, Bulgaria 

 

1991-1995 Non-matriculating student 

 Department of Medical and Molecular Genetics  

 Indiana University School of Medicine, Indianapolis, IN 

 

1995-1997 Resident in Pediatrics 

 Department of Pediatrics 

 State University of New York, Stony Brook, NY 

 

1997-2000 Postdoctoral Fellow in Medical Genetics 

 McKusick-Nathans Institute of Genetic Medicine 

 Johns Hopkins School of Medicine, Baltimore, MD 
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Professional Experience: 

 

1991 Assistant Professor of Pediatrics and Genetics, 

 Section of Clinical Genetics, Sofia, Bulgaria 

 

1991-1995 Research Associate  

 Indiana University School of Medicine 

 Department of Medical and Molecular Genetics 

 Indianapolis, IN 

 

1997-2000 Clinical Instructor in Medical Genetics 

 McKusick-Nathans Institute of Genetic Medicine 

 Department of Pediatrics, the Johns Hopkins Hospital 

 Baltimore, MD 

 

2000-2006 Assistant Professor of Genetic Medicine and Pediatrics  

 McKusick-Nathans Institute of Genetic Medicine 

 Department of Pediatrics, the Johns Hopkins Hospital 

 Baltimore, MD 

  

2007-Current Adjunct Professor  

Brody Urological Institute, Department of Surgery, the Johns 

Hopkins Hospital, Baltimore, MD 

 

                     2006-2011                      Founding Chief, Section of Genetics 

 Children’s Miracle Network Endowed Chair 

 Department of Pediatrics 

 University of California, Davis  

 

2006-2012 Associate Professor 

 Children’s Miracle Network Endowed Chair 

 Department of Pediatrics 

 University of California, Davis 

 

                     2012-Current Professor of Medical Genetics and Pediatrics 

 Department of Pediatrics 

 University of California, Davis 

 

                    2015- current  Adjunct Professor of Genetics, honorary position 

 The Catholic University, Rome, Italy 

 

Clinical activities: Approximately 50% of the professional effort is dedicated to 

direct clinical care and 50% on sponsored clinical and molecular 

genetics research. Both outpatient and inpatient activities include 

evaluation, diagnostic workup and treatment of patients with 
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various genetic disorders, dysmorphic syndromes, congenital 

anomalies and metabolic disorders.  Approximately 40% of the 

clinical effort involves adult patients. 

 

Licensure and Certifications: 

 

1991 Bulgarian National Board of Pediatrics  

1994 Educational Commission for Foreign Medical Graduates, USA 

1997-2014 American Board of Pediatrics 

1998-2006 Medical License for the State of Maryland  

1999 American Board of Medical Genetics, Clinical Genetics 

2005 Fellow American Academy of Pediatrics, elected 

2006 Medical License for the State of California 

 

Professional Affiliations: 

1995-present American Academy of Pediatrics - member 

2000-present American Society of Human Genetics - member 

2004-present European Society of Human Genetics - member 

2006-present  American Society for Cell Biology -member  

2000-2002 Vice President of the Society of Craniofacial Genetics 

2002-2004 President of the Society of Craniofacial Genetics 

 

Journal Reviewer:            American Journal of Human Genetics 

 American Journal of Medical Genetics 

 European Journal of Human Genetics 

 Human Mutation 

 The Cleft Palate-Craniofacial Journal 

 Molecular Medicine 

 Human Molecular Genetics 

 Molecular Genetics & Genomic Medicine 

 

Grant reviewer: Special Emphasis Panel, National Institute of Dental and 

Craniofacial research, NIH, June 2006 

 

Invited reviewer, Research Grants Council, Hong Kong, China, 

2006-2007 

 

Ad-hoc reviewer for NIH study section Skeletal Biology 

Development and Disease (SBDD), October 11, 2008 

 

Invited reviewer, the Face Base consortium, RFA U01, 

NIDCR, NIH, May 7, 2009 

 

Ad-hoc reviewer for NIDCR, NIH Special Emphasis Panel, 

RFA “Genome-wide Studies of Craniofacial, Dental and Oral 

conditions”, July 23, 2009 
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Invited principal reviewer for Face Base consortium, RFA DE 

09-003 U01, July 17, 2011 

Invited reviewer for Sparks Charity, UK based foundation for 

children’s health, July 2014 

 

Training and Research Support: 

 

1997-2000 Public Health Service Training Grant GM07471-23, NIH 

 

1998-2000 Collaborator, Center for Inherited Disease Research (CIDR) 

 NHGRI, NIH “Search for a gene involved in a new autosomal 

recessive syndrome with craniofacial anomalies and cataracts” 

 

1999-2003 Co-Investigator, R01 DE13849, NIDCR-NIH “Genetic studies 

of oculodentodigital dysplasia” 

 

2000-2005 Principal investigator, K-23 DE 00462, NIDCR-NIH “Genetic 

epidemiology of craniosynostosis” 

 

2002- 2006 Principal investigator, GCRC protocol “Genetic studies of 

 congenital anomalies of the urinary system and external 

 genitalia” Johns Hopkins University 

 

2003- 2006 Principal investigator, GCRC protocol “Genetic epidemiology of 

craniosynostosis” Johns Hopkins University 

 

2005-2010 Co-Investigator, R01 DE014581-02, International Genetic   

Epidemiology of Oral Clefts, P.I. Terri Beaty 

 

2005-2007  Principal Investigator, R03 DE016342, NIDCR-NIH   

 “Candidate gene analysis of nonsyndromic craniosynostosis” 

 

2006-2012             Principal Investigator, R01 DE016886, NIDCR-NIH 

 “Nonsyndromic craniosynostosis: Phenotype/Genotype 

Study” (scored at 3
rd

 percentile).  

 

2007-2009 Principal Investigator, Children’s Miracle Network Research 

Career Development Award “Genetic Analysis of Bladder-

Exstrophy-Epispadias Complex” 

 

2008-2010 Co-Investigator, The National Children’s Study, NICHHD, NIH, 

P.I. Irva Hertz-Picciotto 
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2009-2010 Principal Investigator, M.I.N.D. Pilot Grant “Candidate Gene 

Association Analysis of the FMR1 Pathway in Idiopathic Autism 

Spectrum Disorders” 

 

2009-2010 Principal Investigator, CTSC award “ DNA biorepository from 

multigenerational famileis with nonsyndromic craniosynostosis” 

 

2010 Prinical Investigator “Genome-wide association study of Sagittal 

Craniosynostosis”, X01 grant application to the Center for 

Inherited Disease Research, NIH  

 

2009-2012 Co-Investigator, Hartwell Foundation Individual Biomedical 

Research Award “Engineered Composite Materials for Treating 

Premature Suture Fusion in Infants”,  P.I. Kent Leach  

 

2014-2019             Principal Investigator,  2R01 DE016886-06, competing  renewal 

application NIDCR-NIH “Nonsyndromic craniosynostosis: 

Phenotype/Genotype  Study”. This is international consortium 

research project with major subcontracts to Oxford University, 

UK; the Catholic University of Rome, Italy; the New South 

Wales University Sidney Australia; the Universty of Iowa; and 

the University  of Seattle, WA ($3,750,000) 

 

2014-2019   Co-Investigator, 1R01GM110373-01A1 (PI: Kim)   

“Pathogenesis of diseases caused by aberrant COPII megavesicle 

assembly”. The major goals of this project are to dissect the 

molecular mechanism of COPII megavesicle assembly and to 

define the in vivo consequences of abnormal COPII megavesicle 

assembly. ($1,480,000) 

 

2014-2019  Co-investigator and PI for UC Davis for P01 program project 

“Craniosynostosis network” in response to PAR-12-034 

“Developmental Mechanisms of Human Structural Birth Defects 

(P01)”.  The PI for this application is Dr. Inga Peter from the 

Mount Sinai School of Medicine, NY.  The goal of this study is 

to: identify and characterize candidate genes associated with 

syndromic and non-syndromic coronal craniosynostosis and to 

characterize a large cohort of human coronal craniosynostosis 

cases using imaging and genotyping ($4,264,567) 

 

2015-2016 Prinical Investigator “Genetic Studies of Metopic  

Craniosynostosis”, X01 grant application to the Center for 

Inherited Disease Research, NIH ($640,000) 

 

Clinical trials:   
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2010- ongoing             Principal Investigator: “An open label multicenter extension 

study to evaluate the long-term safety, tolerability and efficacy 

of sbc-102 in adult subjects with liver dysfunction due to 

lysosomal acid lipase deficiency who previously received 

treatment in study lal-cl01”; Sponsor - Synageva 

 

2014-2015          Principal investigator: “A Phase 1/2, Open Label, Dose Ranging 

Study To Evaluate the Safety, Tolerability, Pharmacokinetics 

and Exploratory Efficacy Parameters of PRX-102 Administered 

By Intravenous Infusion Every 2 Weeks For 12 Weeks To 

Adulty Fabry Patients “; Sponsor – Protalix. 

Invited Presentations: 

 

1998 Center for Inherited Disease Research “Genetic studies of a 

 new dysmorphic syndrome with craniofacial anomalies and 

 cataracts” 

 

1999 Pediatric Grand Round –Johns Hopkins Bayview “Acute 

 metabolic crisis” 

 

2000 Kennedy Krieger Institute Fellow series “Clinical 

 Dysmorphology” 

 

2001 University of Maryland, Genetic counseling program 

 “Molecular basis of human congenital anomalies” 

 

2002 Johns Hopkins Hospital, 30
th

 Annual Pediatric Trends 

 “Approach to the Dysmorphic Patient” 

 

2003 Harvy Institute of Human Genetics, GBMC, Baltimore 

 “Enzyme Replacement Therapy for Lysosomal Disorders” 

 

2004 Harvy Institute of Human Genetics, GBMC, Baltimore 

 “Craniofacial anomalies - diagnosis and management” 

 

2003 National Children Study workshop, CDC Atlanta, invited 

expert presentation “Evaluation of the face” 

 

2004 Pediatric Grand Rounds, University of California at Davis 

 “Analysis of complex genetic traits” 

 

2005 7
th

 meeting of the International Skeletal Dyspasia Society 
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Martigny, Switzerland “Cranio-lenticulo-sutural dysplasia is 

caused by abnormal COPII mediated intracellular trafficking 

 

2005 Urology Grand Round, Brady Urologic Institute, Johns 

Hopkins “Genetic analysis of bladder exstrophy” 

 

2006 Seminar at Department of Molecular and Cell Biology, 

Berkeley, CA: “Characterization of a SEC23A mutation in 

patients with Cranio-Lenticulo-Sutural Dysplasia” 

 

2007 Keynote Speaker, COAST meeting “Developmental defects of 

the Craniofacial Skeleton” Asilomar, California. September 8 

 

2007  Invited Speaker and Faculty “Genetics of Craniofacial 

Development and Dysmorphology” AO North America 

Challenges and Advances in the Management of 

Craniomaxilofacial Surgery, San Francisco, July 27-29 

 

2007 Invited speaker for Research Series of Shriners Hospital for 

Children, Sacramento, CA “Medical genetics insight into 

COPII-mediated intracellular trafficking”, November 26 

 

2008 Neurosurgery Grand Round, Department of Neurosurgery, 

University of California Davis, ‘Genetic Analysis of 

Nonsyndromic Craniosynostosis”, February 11 

 

2008            Guest Lecturer, PHA 250 Functional Genomics Course,  

University of California Davis “From the clinic to the bench 

(and back): Developmental phenotypes of ER export defects, 

May 27 

 

2009 Medical Genetics Grand Rounds, Department of Pediatrics, 

Stanford University, CA “Genetic Analysis of Skull Defects”, 

June 20 

 

2010 Invited Speaker, International Association for Dental Research, 

Miami, Fl,  "Clinical and Genetics correlates of 

Craniosynostosis" April 10,  

 

2009            Grand round presentation, School of Veterinary Medicine, UC 

Davis “A novel syndrome, Cranio-Lenticulo-Sutural dysplasia 

implicates ER export in skeletal and craniofacial development” 

 

2009 Invited Speaker, 3
rd

 International Symposium on Exstrophy  

& Epispadias, Johns Hopkins Univ, Baltimore, October 14 
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 2010             Neurology Grand Round, Department of Neurology, University 

of California Davis, “Lessons from the Genetics Clinic”,April 8 

 

2010             Invited Speaker, Prospective in Clinical Cardiology Seminar, 

Department of Surgery, University of California Davis, 

“Connective Tissue Syndromes – Management of Cardiac 

Problems”, April 30 

 

2010 ENT Grand Round, Department of ENT, University of 

California Davis, “Congenital Craniofacial Disorders - 

Genetics and Resources in Northern California”, June 1 

 

2010 Invited Speaker, Prospective in Clinical Cardiology Seminar, 

Department of Surgery, University of California Davis, 

“Cardiac Manifestations of Lysosomal Storage Disorders” 

September 24 

 

2010 Dermatology Grand Round, Department of Dermatology, 

University of California Davis, “Clinical Dysmorphology: 

Clues from the Skin” October 6 

 

 

2011 Pediatric Grand Rounds, Department of Pediatrics 

 University of California Davis, “Lysosomal Disorders – a 

model for etiologic treatment in genetics” October 10 

 

2012 Invited Speaker, Department of Anatomy and Cell Biology, 

Catholic University of Rome, Italy, “Genome-wide association 

studies of craniosynostosis” July 11 (host Dr. Wanda Lattanzi) 

 

2012 Invited Speaker Department of Orofacial Sciences, Center for 

Craniofacial and Mesenchymal Biology, University of 

California, San Francisco, “Abnormal BMP2 and BBS9 

expression in nonsyndromic sagittal craniosynostosis” 

 August 22 (host Dr. Ophir Kline) 

 

2012 Invited Speaker, Craniofacial Unit, John Radcliffe Hospital, 

Oxford University, UK, “Genetic etiology of sagittal 

craniosynostosis”, September 4 (host Dr. Andrew Wilkie) 

 

2012 Invited speaker, National University of Singapore, Department 

of Pediatrics) “An international effort to identify the causes of 

craniosynostosis”, December 18 (host Dr. Samuel Chong) 
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2012 Invited speaker, National University of Malay, Kuala Lumpur, 

Department of Pediatrics “Genetics of nonsyndromic 

craniosynostosis”, December 21, (host Dr. M.K. Thong) 

 

2013 KK Hospital, Singapore, Department of Pediatrics “ 

International Craniosynsotosis Consortium”, January 4  

 (host Dr. Angela Lai) 

 

2013 Lessons from the Clinic: “Identification of novel Genetic 

Syndromes” Genetics Grand Rounds, UC Davis 

 

2013 Advances in Cleft Lip and Palate Including Velopharyngeal 

Dysfunction, November 15-17, Napa, California 

 (host Dr. Craig Senders) 

 

Postdoctoral fellows, students mentored and staff supervised: 

 

1997 - 1998 Joseph Kamal, undergraduate researcher (Johns Hopkins University), currently M.D. 

1998 - 1999 David Choi, undergraduate researcher (Johns Hopkins University), currently MPH 

1999 - 2006 George Zhang, Research Assistant 

1999 - 2001 Arnab Chowdry, Undergraduate Researcher, currently Ph.D. candidate 

2001 - 2003 Cristi Radford, Research Assistant, currently Genetic Counselor 

2001 - 2005 Nisha Isaac, Genetic Counselor 

2002 - 2004 David Hur, Research Assistant, currently medical student 

2004 - 2005 Gerald Ashrafi, Research Assistant, currently dental student 

2004 - 2005 Reem Saadeh, Genetics Fellow, currently Clinical Geneticist 

2004 - 2005 Veronica Mardo, Genetics Fellow, currently Clinical Geneticist 

2005 - 2009 Christopher Nauta, Research Assistant and Lab Manager 

2007 - 2008 Serena Chan, undergraduate researcher (University of California Davis) 

2007 - 2008 Bonnie Ching, M.Sc. student (thesis advisor), graduated 

2007 - 2008 Vijaya Ramachandran, Ph.D., Postdoctoral Fellow 

2007 - 2008 Erica Goude, Research Assistant 

2008 - 2009 Osman Ozes, Ph.D., project scientist 

2007 - 2009 Kathleen Angkustiri, M.D., Fellow, Developmental Behavioral Pediatrics  

2009 - 2010 Linda Keyes, graduate student in epidemiology (thesis advisor) 

2008 - 2011 Lisa Lit, Ph.D., postdoctoral researcher (principal mentor) 

2008 - 2012 Elijah Cherkez, clinical research coordinator 

2009 - 2011 Jialie Liu, senior research associate 

2009 - 2012  Christina Stevens, high school student, currently undergraduate aat Berkeley (biology) 

2009 - 2012 Pedro Sanchez, M.D., K12 award recipient, (co-mentor) 

2010 - 2012  Sundon Kim, Ph.D., postdoctoral researcher (principal mentor) 

2008 - 2012  Garima Yagnick, Ph.D. Student in Genetics (thesis committee chairman) 

2011 - 2012  Jaclyn Greenwood, genetic counselor student (thesis committee member)  

2010 - 2014  Carolyn Yrigollen, Ph.D. Student in Genetics (thesis committee member) 

2013 - 2014   Anna-Marie Tuazon, Ph.D. student in Genetics (lab rotation) 

2013 - now   Vicki Hwang, Ph.D. student in Genetics (thesis committee member) 
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2014 – now   Araceli Cuellar, Ph.D., postdoctoral researcher (principal mentor) 

2015 – now  Kevin Fausto, B.SC., research associate 

2015 – now  Toni McKinney, B.Sc., clinical research coordinator 

 

Patents 

 

International Patent Application - Docket No: 68335(71699), filed May 22, 2007, registered April 

18, 2009: “Diagnostic Screening Methods for Disorders of the Endoplasmic Reticulim-to-Golgi 

Trafficking of Proteins”  

  

Awards 

        1979-1985                                M.D., graduated with honor 

2000-2002 Vice President Elect of the Society of Craniofacial Genetics 

2002-2004 President Elect of the Society of Craniofacial Genetics 

2007 Keynote Speaker, COAST meeting “Developmental defects          

                                              of the Craniofacial Skeleton”  

2007 Dean nomination for Provost Fellow, UC Davis 

2012                    Dean Nomination Clinical Research Forum award – US Congress 

 

Other activities: 

 

1. Bulgarian Chamber of Commerce – Founding board member  

2. Volunteer soccer coach – Davis CA 

3. Hobbies – guitars, yoga, philosophy, windsurfing, snowboarding 

 

Peer Reviewed Publications: 

 

1.  Boyadjiev S, Simeonov E, Varon R. Case of metachromatic leukodystrophy. J Pediatr (Bulg.) 2: 

17-20, 1990 

 

2.  Gupta PK, Sahota A, Boyadjiev SA, Bye S, O’Neill JP, Hunter TC, Albertini RJ, Tischfield JA. 

Analysis of in vivo somatic mutations at the APRT locus. Adv Exp Med Biol, 370: 657-660, 1994  

 

3.  Boyadjiev SA, Sahota A, Tischfield JA. Identification of polymorphic markers flanking the human 

APRT gene. Adv Exp Med Biol, 370: 653-656, 1994 

 

4.  Sahota A, Chen J, Boyadjiev SA, Gault MH, Tischfield JA. Missense mutation in the adenine 

phosphoribosyltransferase gene causing 2,8-dihydroxyadenine urolithiasis. Hum Mol Genet, 3(5): 

817-818, 1994 

 

5.  Tischfield JA, Engle SJ, Gupta PK, Bye S, Boyadjiev S, Shao C, O’Neill JP, Albertini RJ, 

Stambrook PJ, Sahota A. Germline and somatic mutation at the APRT locus of mice and man. Adv 

Exp Med Biol 370:661-664, 1994. 
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6.  Pratt VM, Boyadjiev S, Dlouhy SR, Silver K, Der Kaloustian VM, Hodes ME. 

Pelizaeus-Merzbacher disease in a family of Portuguese origin caused by a point mutation in exon 5 of 

PLP. Am J Med Genet, 55: 402-404, 1995 

 

7.  Pratt VM, Boyadjiev S, Green K, Hodes ME, Dlouhy SR. Pelizaeus-Merzbacher disease caused by 

de novo mutation that originated in exon 2 of the maternal great-grandfather of the propositus. Am J 

Med Genet, 58: 70-73, 1995 

 

8.  Boyadjiev SA, Sahota A, Tischfield JA. Identification and application of polymorphisms flanking 

the human adenine phosphoribosyltransferase gene. Hum Mutat, 8: 214-215, 1996 

 

9.  Nance MA, Boyadjiev S, Pratt VM, Taylor S, Hodes ME, Dlouhy SR. Adult-onset 

neurodegenerative disorder due to proteolipid protein gene mutation in the mother of a man with 

Pelizaeus-Merzbacher disease. Neurology. 47: 1933-1935, 1996  

 

10.  Gupta PK, Sahota A, Boyadjiev SA, Bye S, Shao C, O’Neill P, Hunter TC, Albertini RJ, 

Stambrook PJ, Tischfield JA. High frequency in vivo loss of heterozygosity is primary a consequence 

of mitotic recombination. Cancer Res, 57: 188-193, 1997 

 

11.  Flanegan N, Boyadjiev SA, Harper J, Kyne L, Earley M, Watson R, Jabs EW, Geraghty MT. 

Familial craniosynostosis, anal anomalies and porokeratosis - CAP syndrome. J Med Genet, 35: 1998 

 

12.  Boyadjiev SA, Jabs EW, LaBuda M, Jamal JE, Torbergsen T, Ptacek LJ 2
nd

, Rogers RC, 

Nyberg-Hansen R, Opjordsmoen S, Zeller CB, Stine OC, Stalker HJ, Zori RT, Shapiro RE. Linkage 

analysis narrows the critical region for oculodentodigital dysplasia to chromosome 6q22-q23. 

Genomics, 58(1): 34-40, 1999.  

 

13.  Kovach MJ, Lin JP, Boyadjiev S, Campbell K, Mazzeo L, Herman K, Rimer LA, Frank W, 

Llewellyn B, Gelber D, Kimonis VE. A unique point mutation in the PMP22 gene is associated with 

Charcot-Marie-Tooth disease and deafness. Am J Hum Genet, 64(6): 1580-93, 1999 

 

14.  Glaser RL, Jiang W, Boyadjiev SA, Tran AK, Zachary AA, Johnson D, Walsh S, Oldridge M, 

Wall SA, Wilkie AOM,  Jabs EW. Paternal origin of FGFR2 mutations in sporadic cases of 

Crouzon and Pfeiffer syndromes. Am J Hum Genet, 66(3):768-77, 2000 

15.  Prophanphoj V, Boyadjiev SA, Waber LJ, Brusilow SW, Geraghty MT. Three case of sodium 

benzoate and sodium phenylacetate toxicity occurring in the treatment of acute hyperammoniemia. 

J Inherit Metab Dis, 23:129-136, 2000 

16.  Boyadjiev SA, Jabs EW. OMIM as a knowledgebase for human developmental disorders, In 

Developmental Biology: Frontiers for Clinical Genetics Clin Genet 57:253-266, 2000.  

17.  Boyadjiev SA,
 
Chowdry AB, Shapiro RE, Wandstrat AE, Choi JW, Kasch L,

 
Zhang G, Wollnik 

B, Burgess CE, Schalling M, Lovett, Jabs
 
EW. Physical Map of the Chromosome 6q22 Region 

Containing the Oculodentodigital Dysplasia Locus: Analysis of Thirteen Candidate Genes and 

Identification of Novel cDNAs and SNPs. Cytogenet Genome Res, 98:29-37, 2002 
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18.  Paznekas WA, Boyadjiev SA, Shapiro RE, Daniels O, Wollnik B, Keegan CE, Innis JW, 

Dinulos MB, Christian C, Hannibal MC, Jabs EW. Connexin 43 (GJA1) Mutations Cause the 

Pleiotropic Phenotype of Oculodentodigital Dysplasia. Am J Hum Genet, 72:408-418, 2003 

 

19.  Boyadjiev SA, Justice CM,
  
Eyaid W, McKusick VA,

 
Lachman RS, Chowdry AB,

 
Jabak M,

 

Zwaan J, Wilson AF,
 
Jabs EW. A Novel Dysmorphic Syndrome with Open Calvarial Sutures and 

Sutural Cataracts Maps to Chromosome 14q13-q21. Hum Genet, 113:1-9, 2003 

 

20.  Al-Hassnan ZN, Boyadjiev SA, Praphanphoj V, Hamosh A, Braverman NE, Thomas GH, 

Geraghty MT.  The relationship of plasma glutamine to ammonium and of glycine to acid-base 

balance in propionic acedimia. J Inherit Metab Dis, 26(1):89-91, 2003 

 

21.  Boyadjiev
 
SA, Dodson JL Radford .L, Ashrafi

 
GH, Beaty TH, Mathews RI, Broman

 
KW, 

Gearhart J.P.
 
 Clinical and molecular characterization of the bladder exstrophy-epispadias complex: 

analysis of 232 families. Brit J Urology International, 94:1337-1343, 2004 

 

22.  Hur DJ, Raymond GV, Kahler SG, Riegert-Johnson DL, Cohen BA,
 
Boyadjiev

 
SA.  A novel 

MGP mutation in a consanguineous family: review of the clinical and molecular characteristics of 

Keutel syndrome. Am J Med Genet, 135(1):36-40, 2005 

 

23.  Boyadjiev SA,
 
South ST, Radford CL,

 
 Patel A,

 
 Zhang H, Hur D,

 
 Thomas GH,

 
 Gearhart GP, 

Stetten G. 
 
A reciprocal translocation 46,XY,t(8;9)(p11.2;q13) in a bladder exstrophy patient 

disrupts CNTNAP3 and presents evidence of a pericentromeric duplication on chromosome 9. 

Genomics, 85(5):622-629, 2005 

 

24.  Jehee FS, Johnson D, Alonso LG, Cavalcante DP, de Sa Moreira E, Alberto FL, Kok F, Kim C, 

Wall SA, Jabs EW, Boyadjiev SA, Wilkie OA, Passos-Bueno MR. Molecular screening for 

microdeletions at 9p22-p24 and 11q23-q24 in a large cohort of patients with trigonocephaly. Clin 

Genet, 67(6):503-510, 2005 

 

25.  Aldridge K, Kane AA, Marsh JL, Panchal J, Boyadjiev SA, Yan P, Govier D, Ahmad W, 

Richtsmeier JT. Brain morphology in non-syndromic unicoronal craniosynostosis. Anat Rec A 

Discov Mol Cell Evol Biol, 285(2):690-698, 2005.  

 

26.  Aldridge
 
K, Boyadjiev SA, Capone

 
GT, DeLeon

 
VB, Richtsmeier JT. Precision and error of 

three-dimensional phenotypic measures acquired from 3dMD photogrammetric images. Am J Med 

Genet, 138A (3):247-253, 2005 

 

27.  Jehee FS, Alonso LG, Cavalcanti DP, Kim C, Wall SA, Mulliken JB, Sun M, Jabs EW, 

Boyadjiev SA, Wilkie AO, Passos-Bueno MR. Mutational screening of FGFR1, CER1, and CDON 

in a large cohort of trigonocephalic patients. Cleft Palate Craniofac J, 43:148-151, 2006 
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28.  Cohn, RD, Eklund E, Bergner AL, Casella JF, Althaus J, Blakemore KJ, Fox HE, Hoover-Fong 

JE, Hamosh A, Braverman NE, Freeze HH
 
, Boyadjiev SA. Intracranial Hemorrhage as the Initial 

Manifestation of a Congenital Disorder of Glycosylation. Pediatrics, 118(2):514-521, 2006 

 

29.  Beaty TH, Hetmanski JB, Fallin MD, Park JW, Jabs EW, McIntosh I, Liang KY, Vander Kolk 

CA, Boyadjiev SA, Chong SS, Cheah CS, Wu-Chou YH, Chen KT, Chiu YF, Yeow V, Ng Ivy SL, 

Cheng J, Huang S, Ye X, Wang H, Ingersoll R, Scott AF. Analysis of 64 Candidate Genes on 

Chromosome 2 in Cleft Case-Parent Trios from Three Populations. Hum. Genet, 120(4):501-18, 

2006. 

 

30.  Boyadiev SA, Fromme
 
JC, Nauta C, Hur DJ, Zhang G, Schekman R, Orci L, Eyaid W.

 

Cranio-lenticulo-sutural dysplasia is caused by a SEC23A mutation leading to abnormal ER-to-

Golgi trafficking. (Corresponding author), Nat Genet, 38(10):1192-1197, 2006 

 

31.  Boyadjiev SA for the International Craniosynostosis Consortium. Genetic analysis of non-

syndromic craniosynostosis. Orthod Craniofacial Res, 10(3):129-137, 2007 

 

32.  Reutter H, Qi
 
L, Gearhart

 
JP, Boemers

 
T, Ebert A, Utsch B, Rösch W, Ludwig

 
M, Boyadjiev 

SA. Concordance analyses of twins with bladder exstrophy-epispadias complex suggest genetic 

etiology. Am J Med Genet, 143A:2751-2756, 2007 

 

33.  Kimonis V, Gold J-A, Hoffman TL, Panchal, J and Boyadjiev SA. Genetics of 

Craniosynostosis. Seminars in Pediatric Neurology, 14(3):150-161, 2007  

 

34.  Fromme JC, Ravazzola M, Hamamoto S, Al-Balwi M, Eyaid W, Boyadjiev SA, Cosson P, 

Schekman R, Orci L. The genetic basis of a craniofacial disease provides insight into COPII coat 

assembly. Dev Cell, 13(5) 623-634, 2007 

 

35.  Gambhir L, Höller T, Müller M, Schott G, Vogt H, Detlefsen B, Ebert AK, Fisch M, Beaudoin 

S, Stein R, Boyadjiev SA, Rösch W, Utsch B, Boemers TM, Reutter H, Ludwig M. Epidemiological 

survey of 214 European families with Bladder Exstrophy-Epispadias Complex (BEEC).  J Urol, 

179(4) 1539-1543, 2008 

 

36.  Ludwig M, Rüschendorf F, Saar K, Hübner N, Siekmann L, Boyadjiev SA, Reutter H. Genome-

wide linkage scan for bladder exstrophy-epispadias complex. Birth Defects Res A Clin Mol 

Teratol. 85(2):174-178, 2008 

 

37.  Ludwig M, Ching B, Reutter H, Boyadjiev SA. Bladder exstrophy-epispadias complex. 
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