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Current Title:  Chief, Human Genetics and Integrative Medicine Section 
   Laboratory of Genetics 
   National Institute on Aging 
 
Office Address:  333 Cassell Drive, Suite 3000 

Baltimore, MD 21224 
 
Telephone: (410) 558-8201 
 
FAX: (410) 558-8087 
 
email:   francomanocl@grc.nia.nih.gov  
 
Home Address: 320 Hawthorn Road 
 Baltimore, Maryland 21210 
 
Home Telephone: (410) 235-1869 
 
Place of Birth: Mt. Vernon, New York 
 
Spouse: John L.S. Thorpe 
 
Children: Emily Catherine Thorpe, born 8/1/89 
 Charles Eric Thorpe, born 8/9/91 
 
Education: 
 
1976 B.A., Yale University, New Haven, CT, magna cum laude  
  
1980 M.D., Johns Hopkins University School of Medicine, Baltimore, MD 
 
Postgraduate Training and Fellowship Appointments: 
 
1980-81 Internship, Department of Medicine, Johns Hopkins Hospital   
1981-82 Residency, Department of Medicine, Johns Hopkins Hospital 
1982-83 Clinical Fellowship, Medical and Pediatric Genetics, Johns Hopkins University 

School of Medicine  
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1983-84 Research Fellowship, Medical and Pediatric Genetics, Johns Hopkins University 
School of Medicine 

Faculty Appointments: 
 
1984-85 Assistant, Medical and Pediatric Genetics, Johns Hopkins University School of 

Medicine 
1985-92 Assistant Professor, Medicine and Pediatrics, Johns Hopkins University School of 

Medicine 
1990-94 Director, Greenberg Center for Skeletal Dysplasias, Johns Hopkins University 

School of Medicine 
1992- Associate Professor, Medicine and Pediatrics, Center for Medical Genetics, Johns 

Hopkins University School of Medicine 
1996- Associate Professor (Adjunct), Department of Health Policy and Management, 

Johns Hopkins University School of Hygiene and Public Health 
 
Hospital and University Administrative Appointments: 
 
1981-82 Medical Board of the Johns Hopkins Hospital  
1981-82 Executive Committee, Medical Board of the Johns Hopkins Hospital 
1981-84 Committee on House staff and Postdoctoral Programs, Johns Hopkins University 

School of Medicine 
1983-84 Medical School Council, Johns Hopkins University School of Medicine 
1985-94 Internship Selection Committee, Department of Medicine, Johns Hopkins 

University School of Medicine 
1988-90 Committee on Admissions, Johns Hopkins University School of Medicine 
1988-90 Provost's Committee on the Status of Women at Johns Hopkins University 
1991-94 Pediatric Clinical Research Unit Advisory Board 
1991-94 General Clinical Research Centers Advisory Committee 
1991-94 Committee on Women and Minorities, Johns Hopkins University School of 

Medicine 
1992-94 Task Force on Women's Academic Careers in Medicine, Department of Medicine, 

Johns Hopkins University School of Medicine 
1992-94 Planning Committee, Physician and Society Course  
1992-94 Coordinator, Physician and Research Unit, Physician and Society Course, Johns 

Hopkins University School of Medicine 
1992-94 Student Awards Committee, Johns Hopkins University School of Medicine 
1992-94 Associate Secretary/Treasurer, Johns Hopkins Medical and Surgical Association 

Council 
1994- Councilor, Johns Hopkins Medical and Surgical Association Council 
 
 
NIH Administrative Appointments: 
 
1994 -99 Chief, Medical Genetics Branch, National Human Genome Research Institute 
1995 - 98 Director, Metropolitan Washington Medical Genetics Fellowship Program 
1995 - 96 Search Committee for Director, Center for Medical Genetics, Georgetown 

University Medical Center 
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1995 - 96 National Human Genome Research Institute Reinvention Committee 
1996 -2001 Medical Executive Committee, National Institutes of Health Clinical Center  
1996 -  Senior Biomedical Research Service (SBRS) Policy Board, NIH 
1996 -2001 Clinical Director, National Human Genome Research Institute 
1996 - 98 NIH Committee on Inclusion of Children in Research 
1996 - 97 NIH Committee on Recruitment and Career Development of NIH Clinical 

Researchers.  Subcommittee Deputy Chair, Trends in Clinical Research Activities. 
1996 -  Board of Tutors, Clinical Research Training Program 
1997 - 99 Clinical Research Revitalization Committee, NIH  
1997 - 99 Managed Care Workgroup, NIH 
1998 -2000 Central Tenure Committee, NIH 
2001 -  Chief, Human Genetics and Integrative Medicine Section, Laboratory of 

Genetics, National Institute on Aging 
2003 - Promotion and Tenure Committee, National Institute on Aging 
 
Specialty Certification: 
 
1983 American Board of Internal Medicine 
1984 American Board of Medical Genetics, Clinical Genetics 
1993 American Board of Medical Genetics, Clinical Molecular Genetics 
2003  American Board of Medical Genetics, Clinical Molecular Genetics recertification 
 
Licensure: M.D., Maryland, #D25334 
 
Awards and Honors: 
 
1992 Honorary Life Member, Little People of America 
1994 Antoine Marfan Award, National Marfan Foundation 
1994 American Society of Clinical Investigation 
1995 Fellow, Executive Leadership in Academic Medicine (ELAM)  Program  
1998 Presidential Guest Speaker, American Academy of Orthopedic Surgery 
1999 CD Christian Distinguished Scientist, Society for Gynecological Investigation 
2001 Keynote Speaker, North American Spine Society 
2003 Third Annual Leaman Lectureship, Cincinnati Children's Hospital Medical 

Center 
 
Memberships in Academic Societies: 
 
1982 - 86 Associate, American College of Physicians 
1984 - American Society of Human Genetics 
1987 - Medical Advisory Board, Little People of America 
1988 - American Federation for Clinical Research 
1988 -  American College of Physicians 
1989 - 91 Maryland State Commission on Hereditary and Congenital Disorders 
1992 - American Medical Association 
1992 - American College of Medical Genetics, Founding Fellow 
1993 - 95 Chairman, Board of Directors, Stetler Research Fund for Women Physicians  
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1993 - 96 Board of Directors, Human Growth Foundation 
1993 - Organizing Committee, Bone Dysplasia Society 
1995 - 96 Joint Rapid Action Team on Clinical Genetics Training, American Society of 

Human Genetics and American College of Medical Genetics 
1995 - 96 Process Action Team on a Consolidated Military Genetics/DNA Program 
1995 - Professional Advisory Board, National Marfan Foundation 
1996 -  ELUM, Alumnae of the Executive Leadership in Academic Medicine Fellowship 
1996 -  Board of Directors, Center for Human Genetics, Bar Harbor, ME 
1998-2000 Item Writer for Clinical Genetics Board Certification Examination, American 

Board of Medical Genetics 
1999- Executive Committee, International Society on Dysplasias of the Skeletal 
2000 National Advisory Council for Women 2000: Forging a Vision; Flora Stone 

Mather Alumae Association 
2001-2003 President, International Society on Dysplasias of the Skeleton 
 
 
Evaluative and Editorial Positions: 
 
1989 -  Editorial Board, Annals of Medicine (Helsinki) 
1993 - 99 Scientific Director for Clinical Disorders, Online Mendelian Inheritance in Man 
1996 - Genetics Editor, Stedman's Medical Dictionary 
1989-90 Ad Hoc Review Committee, National Institute Diabetes, Digestive & Kidney 

Diseases, National Institutes of Health 
1992 Ad Hoc Review Committee, National Heart Lung and Blood Institute, National 

Institutes of Health 
1992 Ad Hoc member, Mammalian Genetics Study Section, National Institutes of 

Health 
1993 - 96 Biology I Study Section, National Institutes of Health 
2001 - Book Reviewer, Johns Hopkins University Press 
2001 Guest Editor, American Journal of Medical Genetics Seminars in Medical 

Genetics: Latest Developments in Skeletal Dysplasias 
2002 Member, Multidisciplinary Review Panel, Genome Canada 
2002 Guest Editor, American Journal of Medical Genetics Seminars in Medical 

Genetics: Medical Genetic Studies in the Amish 
2004 Member, Multidisciplinary Review Panel, Genome Canada 
 
 
Research  Support (prior to 1996) 
 
Collagen Genes in Heritable Connective Tissue Disorders 
Physician Scientist Award 5 K11 AR01361 
Principal Investigator 
Percent of Effort:  95  
Date:  12/1/84 - 6/30/89 
Total Direct Costs:  $307,273 Total Indirect Costs:  $24,582 
 
Molecular Genetic Studies of Polycystic Kidney Disease 
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R01 AM 37065 
Principal Investigator 
Percent of Effort: 20  
Date:  7/1/86 - 6/30/89 
Total Direct Costs:  $193,000 Total Indirect Costs:  $123,523 
 
Molecular Genetic Studies of Hereditary Connective Tissue Disorders 
Clinical Scientist Award (Institutional) 
Principal Investigator 
Percent of Effort: Supplemental Salary Support to PSA 5 K11 AR01361  
Date:  7/1/88 - 6/30/90 
Total Direct Costs:  $36,500 Total Indirect Costs:  $0 
 
Mapping the Chromosomes of Man 
Subproject:  Project III: Mapping Selected Skeletal Dysplasias 
Program Project 5 PO1 HG00373 
Subproject Principal Investigator 
Percent of Effort: 20  
Date:  9/29/88 - 8/31/93 
Total Direct Costs Subproject:  $433,981 Total Indirect Costs Subproject:  $277,271 
 
A Human Genome Database 
Program Project NIH P41HG00586, DOE DE-FC02-91  ER61230 
Subproject Principal Investigator 
Percent of Effort:  25  
Date:  9/1/91 - 8/31/94 
Total Direct Costs:  $15,900,000 Subproject Total Direct Costs:  $340,713 
 
Molecular Biology of the Marfan Syndrome 
NIH R01AR41135 
Principal Investigator 
Percent of Effort:  40  
Date:  3/15/92 - 1/31/95 
Total Direct Costs:  $578,070 Total Indirect Costs:  $374,031 
 
Metaphyseal Dysplasia Research 
Simon Grant (Gift Account) 
Principal Investigator 
Percent of Effort:  10 (overlap with Program Project SP01 HG00373)  
Date:  9/1/92 - 6/30/95 
Total Direct Costs:  $417,279 Total Indirect Costs:  $43,963 
 
Epidemiology of Oral Clefts 
NIH R01DE10293 
Co-Investigator 
Percent of Effort:  10  
Date: 2/1/93 - 1/31/98 
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Total Direct Costs:  $1,516,911 Total Indirect Costs:  $924,945 
 
 
 
 
 
Protocols of the Intramural Program, National Human Genome Research Institute 
 
1994-2000 Clinical and Molecular Manifestations of Six Categories of Genetic Disorders, 95-

HG-010, Principal Investigator 
 
1996-2002 Clinical and Molecular Manifestations of Heritable Connective Tissue Disorders, 

97-HG-0089, Principal Investigator  
 
1996-2000 Issues surrounding Prenatal Genetic Testing for Achondroplasia, 96-HG-0123, 

Principal Investigator 
 

1997-2002 Clinical and Molecular Manifestations of Human Skeletal Dysplasias and Short 
Stature, 98-HG-0119, Principal Investigator 

 
1997-2001 Genetic Studies in the Amish and Mennonites, 97-HG-0192, Principal 

Investigator 
 

1999- 2000 A Pilot Study of Mind-Body Therapy for Chronic Pain In Ehlers-Danlos 
Syndrome, 00-HG-0054, Principal Investigator 

 
 
Protocols of the Intramural Program, National Institute on Aging 
 
2003-  Clinical and Molecular Manifestations of Human Skeletal Dysplasias and Short 

Stature 
 
2003- Clinical and Molecular Manifestations of Heritable Connective Tissue Disorders 
 
2003- Measuring the Human Energy Field in Patients with Organ Failure and Healthy 

Subjects 
 
2002- Molecular Analysis of the Klotho Gene in Diseases of Aging 
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PUBLICATIONS 

 
 
Original Peer-reviewed Papers: 
 
1. Cunningham JR, Renie WA, Francomano CA, Maumenee IH, and Pyeritz RE.  

Pseudoxanthoma elasticum: Treatment of gastrointestinal hemorrhage by arterial 
embolization and observations on autosomal dominant inheritance.  Johns Hopkins Med J 
147(4):168-173, 1980. 

 
2. Trojak JE, Polmar SH, Winkelstein JA, Hsu S, Francomano CA, Pierce GE, Scillian JJ, Gale 

AN, and McKusick VA.  Immunologic studies of cartilage-hair hypoplasia in the Amish.  
Johns Hopkins Med J 148(4):157-164, 1981. 

 
3. Nunez AM, Francomano CA, Young MF, Martin GR, and Yamada Y.  Isolation and partial 

characterization of genomic clones coding for a human pro alpha 1(II) collagen chain and 
demonstration of restriction fragment polymorphism at the 3' end of the gene.  Biochemistry 
24(23):6343-6348, 1985. 

 
4. Hecht JT, Francomano CA, Horton WA, and Annegers JF.  Mortality in achondroplasia.  Am 

J Hum Genet 41(3):454-464, 1987. 
 
5. Killen PD, Francomano CA, Yamada Y, Modi WS, and O'Brien SJ.  Partial structure of the 

human alpha 2(IV) collagen chain and chromosomal localization of the gene (COL4A2).  
Hum Genet 77(4):318-24, 1987. 

 
6. Francomano CA, Liberfarb RM, Hirose T, Maumenee IH, Streeten EA, Meyers DA, and 

Pyeritz RE.  The Stickler syndrome: Evidence for close linkage to the structural gene for type 
II collagen.  Genomics 1(4):293-296, 1987. 

 
7. Bartholomew DW, Batshaw ML, Allen RH, Roe CR, Rosenblatt D, Valle DL, and 

Francomano CA.  Therapeutic approaches to cobalamin-C methylmalonic acidemia and 
homocystinuria.  J Ped 112(1):32-39, 1988. 

 
8. Francomano CA, Streeten EA, Meyers DA, and Pyeritz RE.  Marfan syndrome: Exclusion of 

genetic linkage to three major collagen genes.  Am J Med Genet 29(2):457-462, 1988. 
 
9. Francomano CA and Pyeritz RE.  Achondroplasia is not caused by mutation in the gene for 

type II collagen.  Am J Med Genet 29(4):955-961, 1988. 
 
10. Francomano CA, Liberfarb RM, Hirose T, Maumenee IH, Streeten EA, Meyers DA, and 

Pyeritz RE.  The Stickler syndrome is closely linked to COL2A1, the structural gene for type 
II collagen.  Pathol Immunopathol Res 7(1-2):104-106, 1988. 
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11. Cutting GR, Kazazian HH Jr., Antonarakis SE, Killen PD, Yamada Y and Francomano CA.  
Macrorestriction mapping of COL4A1 and COL4A2 collagen genes on human chromosome 
13q34.  Genomics 3(3):256-263, 1988. 

 
12. Blanton SH, Sarfarazi M, Eiberg H, deGroot J, Farndon PA, Child AH, Pope FM, Peltonen L, 

Francomano CA, Boileau C, and Tsipouras P.  An exclusion map of Marfan syndrome.  Am 
J Med Genet 27(2):73-77, 1990. 

 
13. Finkelstein JE, Francomano CA, Brusilow SW, and Traystman MD.  Use of denaturing 

gradient gel electrophoresis for detection of mutation and prospective diagnosis in late 
onset ornithine transcarbamylase deficiency.  Genomics 7(2):167-172, 1990. 

 
14. Aryanpur J, Hurko O, Francomano CA, Wang H, and Carson B.  Craniocervical 

decompression for cervicomedullary compression in pediatric patients with achondroplasia.  
J Neurosurg 73(3):375-382, 1990.  

 
15. Dietz HC, Pyeritz RE, Hall BD, Cadle RG, Hamosh A, Schwartz J, Meyers DA, and 

Francomano CA.  The Marfan syndrome locus: Confirmation of assignment to chromosome 
15 and identification of tightly linked markers at 15q15-q21.3.  Genomics 9(2):355-361, 1991. 

 
16. Finkelstein JE, Doege K, Yamada Y, Pyeritz RE, Graham JM Jr., Moeschler JB, Pauli RM, 

Hecht JT, and Francomano CA.  Analysis of the chondroitin sulfate proteoglycan core 
protein (CSPGCP) gene in achondroplasia and pseudoachondroplasia.  Am J Hum Genet 
48(1):97-102, 1991. 

 
17. Francomano CA, Cutting GR, McCormick MK, Chu ML, Timpl R, Hong HK, and 

Antonarakis SE.  The COL6A1 and COL6A2 genes exist as a gene cluster and detect highly 
informative DNA polymorphisms in the telomeric region of human chromosome 21q.  Hum 
Genet 87(2):162-166, 1991. 

 
18. Puffenberger E and Francomano CA.  PCR-based detection of polymorphic DdeI and KpnI 

sites in intron 5 of the adenylate kinase (AK1) gene.  Nucleic Acids Research 19(5):1161, 
1991. 

 
19. Dietz HC, Cutting, GR, Pyeritz RE, Maslen CL, Sakai LY, Corson GM, Puffenberger EG, 

Hamosh A, Nanthakumar EJ, Curristin SM, Stetten G, Meyers DA, and Francomano CA.  
Marfan syndrome caused by a recurrent de novo missense mutation in the fibrillin gene.  
Nature 352(6333)July:337-339, 1991. 

 
20. Kainulainen K, Steinmann B, Collins F, Dietz HC, Francomano CA, Child A, Kilpatrick MW, 

Brock DJH, Keston M, Pyeritz RE, and Peltonen L.  Marfan syndrome: No evidence for 
heterogeneity in different populations, and more precise mapping of the gene.  Am J Hum 
Genet 49(3):662-667, 1991. 

 
21. Hecht JT, Blanton SH, Wang Y, Daiger SP, Horton WA, Rhodes C, Yamada Y, and 

Francomano CA.  Exclusion of human proteoglycan link protein (CRTL1) and type II 
collagen (COL2A1) genes in pseudoachondroplasia.  Am J Med Genet 44(4): 420-424, 1992. 
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22. Dietz HC, Pyeritz RE, Sakai LY, Corson GM, Kendzior RJ Jr, Puffenberger EG, Francomano 

CA, and Cutting GR.  Marfan phenotype variability in a family segregating a missense 
mutation in the epidermal growth factor-like motif of the fibrillin gene.  J Clin Invest 
89(5):1674-1680, 1992. 

 
23. Hamosh A, McDonald JW, Valle D, Francomano CA, Niedermeyer E, and Johnston MV.  

Dextromethorphan and high-dose benzoate therapy for nonketotic hyperglycinemia in an 
infant.  J Peds 121(1):131-135, 1992.  

 
24. Schwindinger WF, Francomano CA, and Levine MA.  Identification of a mutation in the 

gene encoding the alpha subunit of the stimulatory G-protein of adenylyl cyclase in 
McCune-Albright syndrome.  Proc Nat Acad Sci 89(11):5152-5156, 1992. 

 
25. Dietz HC, Saraiva JM, Pyeritz RE, Cutting GR, and Francomano CA.  Clustering of fibrillin 

(FBN1) missense mutations in Marfan syndrome patients at cysteine residues in EGF-like 
domains.  Human Mutation 1(5):366-374, 1992. 

 
26. Amelung PJ, Panhuysen CIM, Postma DS, Levitt RC, Koeter GH, Francomano CA, Bleeker 

ER, and Meyers DA.  Atopy and bronchial hyperresponsiveness: exclusion of linkage to 
markers on chromosomes 11q and 6p.  Clin Exper Allergy 22(12):1077-1084, 1992. 

 
27. Dietz HC, Valle D, Francomano CA, Kendzior RJ Jr., Pyeritz RE, and Cutting GR.  Skipping 

of constitutive exons in vivo induced by nonsense mutations.  Science 259(5095)Jan.:680-683, 
1993. 

 
28. Peterson GM, Francomano CA, Kinzler K, Vogelstein B, and Nakamura Y.  Presymptomatic 

direct detection of adenomatous polyposis coli (APC) gene mutations in Familial 
Adenomatous Polyposis.  Human Genetics 91(4):307-311, 1993. 

 
29. Cook A, Raskind W, Blanton SH, Pauli RM, Gregg RG, Francomano CA, Puffenberger E, 

Conrad EU, Schmale G, Schellenberg G, Wijsman E, Hecht JT, Wells D, and Wagner MJ.  
Genetic heterogeneity in families with hereditary multiple exostoses.  Am J Hum Genet 
53(1):71-79, 1993. 

 
30. Dietz HC, McIntosh I, Sakai LY, Corson GM, Chalberg SC, Pyeritz RE, and Francomano CA.  

Four novel FBN1 mutations: Significance for mutant transcript level and EGF-like domain 
calcium binding in the pathogenesis of Marfan syndrome.  Genomics 17(2):468-475, 1993. 

 
31. Warman ML, Abbott MH, Apte SS, Hefferon TW, McIntosh I, Cohn DH, Hecht JT, Olsen BR, 

and Francomano CA.  A type X collagen mutation causes Schmid metaphyseal 
chondrodysplasia.  Nature Genetics 5(1):79-82, 1993. 

 
32. Hecht JT, Francomano CA, Briggs MD, Deere M, Conner B, Horton WA, Warman M, Cohn 

DH, and Blanton SM.  Linkage of typical pseudoachondroplasia to chromosome 19.  
Genomics 18(3):661-666, 1993. 
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33. McIntosh I, Abbott MH, Warman ML, Olsen BR, and Francomano CA.  Additional 
mutations of type X collagen confirm COL10A1 as the Schmid metaphyseal 
chondrodysplasia locus.  Hum Mol Genet 3(2):303-307, 1994. 

 
34. Francomano CA, Ortiz DeLuna RI, Hefferon TW, Bellus GA, Turner CE, Taylor E, Meyers 

DA, Blanton SH, Murray JC, McIntosh I, and Hecht J.  Localization of the achondroplasia 
gene to the distal 2.5 Mb of human chromosome 4p.  Hum Mol Genet 3(5):787-792, 1994. 

 
35. Piersall LD, Dietz HC, Hall BD, Cadel RG, Pyeritz RE, Francomano CA, and McIntosh I.  

Substitution of a cystine residue in a non-calcium binding, EGF-like domain of fibrillin 
segregates with the Marfan syndrome in a large kindred.  Hum Mol Genet 3(6):1013-1014, 
1994. 

 
36. Sulisalo T, Klockars J, Mäkitie O, Francomano CA, de la Chapelle A, Kaitila I and Sistonen 

P, M Karayiorgou et al.  High resolution linkage disequilibrium mapping of the Cartilage-
Hair Hypoplasia gene.  Am J Hum Genet 55(5):937-945, 1994. 

 
37. Pearson P, Francomano C, Foster P, Bocchini C, Li P, McKusick V.  The status of Online 

Mendelian Inheritance in Man (OMIM) medio 1994.  Nuc Acids Res 22:3470-3473, 1994. 
 
38. Sulisalo T, Francomano CA, Sistonen P, Maher JF, McKusick VA, De La Chapelle A, and 

Kaitila I.  High-resolution genetic mapping of the cartilage hair hypoplasia (CHH) gene in 
Amish and Finnish families.  Genomics 20(3):347-353, 1994. 

 
39. Karayiorgou M, Kasch L, Lasseter VK, Hwang J, Elango R, Bernardini DJ, Kimberland M, 

Barb R, Francomano CA, Wolyniec PS, Lamacz M, Nestadt G, Meyers D, Ott J, Childs B, 
Antonarakis S, Kazazian HH, Housman DE, and Pulver AE.  Report from the Maryland 
epidemiology schizophrenia linkage study--no evidence for link between schizophrenia and 
a number of candidate and other genomic regions using a complex dominant model.  Am J 
Med Genet 54(4):345-353, 1994. 

 
40. Bellus GA, Hefferon TW, Ortiz DeLuna RI, Hecht JT, Horton WA, Machado M, Kaitila I, 

McIntosh I, and Francomano CA.  Achondroplasia is defined by recurrent G380R mutations 
of FGFR3.  Am J Hum Genet 56:368-373, 1995.   

 
41. McIntosh I, Abbott MH, and Francomano CA.  Concentration of mutations causing Schmid 

metaphyseal chondrodysplasia in the C-terminal non-collagenous domain of type X 
collagen.  Hum Mutat 5(2):121-125, 1995. 

 
42. Hwang SJ, Beaty TH, Panny SR, Joseph MJ, Street NA, Gordon S, McIntosh I, and 

Francomano CA.  Association study of transforming growth factor alpha (TGFa) Taq I 
polymorphism and oral clefts: Indication of gene-environment interaction in a population 
based sample of infants with birth defects.  Am J Epidem 141(7):629-36, 1995. 

 
43. Bellus GA, McIntosh I, Smith EA, Aylesworth AS, Kaitila I, Horton WA, Greenshaw G, 

Hecht JT, and Francomano CA.  A recurrent mutation in the tyrosine kinase domain of 
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fibroblast growth factor receptor 3 causes hypochondroplasia.  Nature Genetics 10(3):357-
359, 1995. 

 
44. Polymeropoulos MH, Ortiz DeLuna RI, Ide SE, Torres R, Rubenstein J, and Francomano CA.  

The gene for pyknodysostosis maps to human chromosome 1cen-q21.  Nature Genet 
10(2):238-239, 1995. 

 
45. Greenspan DS, Northrup H, McAlister KA, Francomano CA, Werstrup RJ, Marchuk DA, 

and Kwiatkowski DJ.  COL5A1:  Fine genetic mapping and exclusion as candidate gene in 
families with nail-patella syndrome, tuberous sclerosis I, hereditary hemorrhagic 
telangiectasia, and Ehlers-Danlos syndrome type II.  Genomics 25(3):737-9, 1995. 

 
46. Polymeropoulos M, Poush J, Rubenstein JR, and Francomano CA.  Localization of the gene 

(SYM1) for proximal symphalangism to human chromosome 17q21-q22.  Genomics 
27(2):225-9, 1995. 

 
47. Hecht JT, Llerrara CA, Greenhaw GA, Francomano CA, Bellus GA, and Blanton SH.  

Confirmatory linkage of hypochondroplasia to chromosome arm 4p.  J Med Genet 57(3):505-
6, 1995. 

 
48. Hecht JT, Nelson LD, Crowder E, Wang Y, Elder FFB, Harrison WR, Francomano CA, 

Prange CK, Lennon GG, Deere M, and Lawler J.  Mutations in exon 17B of cartilage 
oligomeric matrix protein (COMP) cause pseudoachondroplasia.  Nature Genet 10(3):325-
329, 1995. 

 
49. Nijbroek G, Sood S, McIntosh I, Francomano CA, Bull E, Pereira L, Ramirez F, Pyeritz RE, 

and Dietz HC.  Fifteen novel FBN1 mutations causing Marfan syndrome detected by 
heteroduplex analysis of genomic amplicons.  Am J Human Genet 57(1):8-21, 1995. 

 
50. Polymeropoulos MH, Ide SE, Wright M, Goodship J, Weissenbach J, Pyeritz RE, DaSilva EO, 

Ortiz De Luna RI, and Francomano CA.  The gene for Ellis-van Creveld syndrome is located 
on 4p16.  Genomics 35(1):1-5, 1996. 

 
51. Fried LP, Francomano CA, Stokes EJ, MacDonald SM, Wagner EM, Carbone KM, Bias WB, 

Newman MM and Stobo  JD.  Career development for women in academic medicine: 
Multiple interventions in a department of medicine.  JAMA 276(11):898-905, 1996. 

 
52. Bellus GA, Gaudenz K, Zackai EH, Clark LA, Szabo J, Francomano CA, and Muenke M.  

Identical mutations in three different fibroblast growth factor receptor genes in autosomal 
dominant craniosynostosis syndromes.  Nature Genet 14(2):174-176, 1996. 

 
53. Johnson MR, Polymeropoulos MH, Vos HL, Ortiz De Luna RI, and Francomano CA.  A 

nonsense mutation in the cathepsin K gene observed in a family with pycnodysostosis.  
Genome Research 6(11):1050-1055, 1996. 

 



     12 

54. Ide SE, Ortiz De Luna R, Francomano CA, and Polymeropoulos MH.  Exclusion of the 
MSX1 homeobox gene as the gene for the Ellis van Creveld syndrome in the Amish. Hum 
Genet 98(5):572-575, 1996. 

55. Polymeropoulos MH, Ide SE, and Francomano CA.  Brachydactyly type C gene maps to 
human chromosome 12q24.  Genomics 38(1):45-50, 1996. 

 
56. McIntosh I, Clough MV, Schaffer AA, Puffenberger EG, Horton VK, Peters K, Abbott MH, 

Roig CM, Cutone S, Ozelius L, Kwiatkowski DJ, Pyeritz RE, Brown LJ, Pauli RM, 
McCormick MK, and Francomano CA.  Fine mapping of the nail-patella syndrome locus at 
9q34.  Am J Hum Genet 60(1):133-142, 1997. 

 
57. Moloney DM, Wall SA, Ashworth GJ, Oldridge M, Glass IA, Francomano CA, Muenke M, 

and Wilkie AOM.  Prevalence of Pro250Arg mutation of fibroblast growth factor receptor 3 
in coronal craniosynostosis.  Lancet 349(9058):1059-1062, 1997. 

 
58. Muenke M, Gripp KW, McDonald-McGinn DM, Gaudenz K, Whitaker LA, Bartlett SP, 

Markowitz RI, Robin NH, Nwokoro N, Mulvihill JJ, Losken W, Mulliken JB, Guttmacher 
AE, Wilroy RS, Clarke LA, Hollway G, Ades L, Haan E, Mulley JC, Cohen MM, Bellus GA, 
Francomano CA, Moloney DM, Wall SA, Wilkie AOM, and Zackai EH.  A unique point 
mutation in the fibroblast growth factor receptor 3 (FGFR3) defines a new craniosynostosis 
syndrome.  Am J Hum Genet 60(3):555-564, 1997. 

 
59. McIntosh I, Clough MV, Schaffer AA, Francomano CA, McCormick MK.  Fine mapping of 

the nail-patella syndrome locus and integration of new markers into the 9q34 map.  Ann 
Hum Genet 61: 216-217, 1997 

 
60. Johnson MR, Wilkin DJ, Vos HL, Ortiz De Luna RI, Dehejia AM, Polymeropoulos MH, and 

Francomano CA.  Characterization of human extracellular matrix protein 1 gene within the 
Pycnodysostosis candidate region on chromosome 1q21.  Matrix Bio 16(5): 289-292, 1997. 

 
61. Stone DL, Agarwala R, Schaffer AA, Weber JL, Vaske D, Oda T, Chandrasekharappa SC, 

Francomano CA, and Biesecker LB. Genetic and physical mapping of the McKusick-
Kaufmann (hydrometrocolpos-polydactyly) syndrome.  Hum Mol Genet 7(3):475-481, 1998. 

 
62. Mogayzel PJ Jr, Carroll JL, Loughlin GM, Hurko O, Francomano CA, and Marcus CL.  

Sleep-disordered breathing in children with achondroplasia.  J Pediatr 132(4):667-671, 1998. 
 
63. Agarwala R, Biesecker LG, Hopkins KA, Francomano CA, and Schäffer AA.  Software for 

constructing and verifying pedigrees within large genealogies and an application to the Old 
Order Amish of Lancaster county.  Genome Res 8(3):211-221, 1998. 

 
64. O’Connell AC, Dent B, Brennan T, and Francomano CA.  Pycnodysostosis: Oro-Facial 

manifestations in two pediatric patients.  Pediatr Dent 20(3):204-207, 1998. 
 



     13 

65. Chang S, Rosenberg MJ, Morton H, Francomano CA, and Biesecker LG.  Identification of a 
mutation in liver glycogen phosphorylase in glycogen phosphorlase I glycogen storage 
disease type VI.  Hum Mol Genet 7(5):865-70, 1998. 

 
66. Wilkin DJ; Szabo JK; Cameron R; Henderson S; Bellus GA; Mack ML; Kaitila I; Loughlin J; 

Munnich A. Sykes B; Bonaventure J; Francomano CA.  Mutations in fibroblast growth-factor 
receptor 3 in sporadic cases of achondroplasia occur exclusively on the paternally derived 
chromosome.  Am J Hum Genet  63(3):711-716, 1998. 

 
67. Eyaid WM, Clough MV, Root H, Scott KM, McCormick MK, Zhang X, Lisitsyn NA, Kearns 

WG, Francomano CA, Richards JE, and McIntosh I.  Physical mapping of the nail patella 
syndrome interval at 9q34: Ordering of STSs and ESTs.  Hum Genet  103:525-526, 1998. 

 
68. McIntosh I, Dreyer SD, Clough MV, Dunston JA, Eyaid WM, Roig CM, Montgomery T, Ala-

Mello S, Kaitila I, Winterpacht A, Zabel B, Frydman M, Cole WG, Francomano CA, and Lee 
B.  Mutation Analysis of LMX1B Gene in Nail Patella Syndrome Patients.  Am J Hum Genet  
63:1651-1658, 1998. 

 
69. Montgomery RA, Geraghty MT, Bull E, Gelb BD, Johnson M, McIntosh I, Francomano CA, 

and Dietz HC.  Multiple molecular mechanisms underlying subdiagnostic variants of the 
Marfan Syndrome. Am J Hum Genet 63:1703-11, 1998. 

 
70. Tavormina PL, Bellus GA, Webster MK, Bamshad MJ, Fraley AE, McIntosh I, Szabo J, Jiang 

W, Jabs EW, Wilcox WR, Wasmuth JJ, Donoghue DJ, Thompson LM, and Francomano CA.  
A novel skeletal dysplasia with developmental delay and acanthosis nigricans is caused by a 
Lys650Met mutation in the fibroblast growth factor receptor 3 gene.  Am J Hum Genet  
64:722-731, 1999. 

 
71. Gong Y,Krakow D, Marceino J, Wilkin D, Chitayat D, Babul-Hirji R, Hudgins L, Cremers 

CW, Cremers FPM, Brunner HG, Reinker K, Rimoin DL, Cohn DH, Goodman FR, Reardon 
W, Patton M, Francomano CA, and Warman ML.  Heterozygous mutations in the gene 
encoding noggin affect human joint morphogenesis.  Nature Genetics 21:302-304,1999. 

 
72. Bellus GA, Bamshad MJ, Przylepa K, Dorst J, Lee R, Hurko O, Jabs EW, Curry CJR, Wilcox 

WR, Lachman RS, Rimoin DL, and Francomano CA.  Severe achondroplasia with 
developmental delay and acanthosis nigricans (SADDAN): Phenotypic analysis of a new 
skeletal dysplasia caused by the fibroblast growth factor receptor 3 Lys650Met mutation.  
Am J Med Genet 85:33-65, 1999. 

 
73. Wilkin DJ, Artz AS, South S, Lachman RS, Rimoin DL, McKusick VA, Stratikis C, 

Francomano CA, and Cohn DH.  Small Deletions in the Type II Collagen Triple Helix 
Produce Kniest Dysplasia.  Am J Med Genet 85:105-12, 1999. 

 
74. Deere M, Sanford T, Francomano CA, Daniels K, and Hecht J.  Identification of 9 novel 

mutations in cartilage oligomeric matrix protein in patients with pseudoachondroplasia and 
multiple epiphyseal dysplasia.  Am J Med Genet 85:486-90, 1999. 

 



     14 

75. Vajo Z, King LM, Jonassen T, Ho N, Munnich A, Wilkin DJ, Clarke CF, and Francomano 
CA.  Conservation of the C. elegans timing gene clk-1 from yeast to human: a gene regulating 
ubiquinone biosynthesis with potential implications for aging.  Mammalian Genome  
10:1000-1004, 1999. 

 
76. Ho N, Punturieri A, Wilkin D, Szabo J, Johnson M, Whaley J, Davis J, Clark A, Weiss S, and 

Francomano CA.  Mutations of CTSK result in pycnodysostosis via a reduction in cathepsin 
K protein.  J Bone and Mineral Res 14: 1649-53, 1999. 

 
77. Ben-Yosef T and Francomano  CA.  Characterization of the Human Talin gene:  genomic 

structure, chromosomal  localization, and expression patterns.  Genomics 62: 316-319, 1999. 
 
78. Ho NC, Francomano CA, van Allen M.  Jeune asphyxiating thoracic dystrophy and short-rib 

polydactyly type III (Verma-Naumoff) are variants of the same disorder.  Am J Med Genet 
90: 310-314, 2000.  

 
79. Ruiz-Perez VL, Ide SE, Strom TM, Lorenz B, Wilson D, Woods K, King L, Francomano CA, 

Freisinger P, Spranger S, Marino B, Dallapiccola B, Wright M, Meitinger T, Polymeropoulos 
MH, Goodship J.  Mutations in a new gene in Ellis-Van Creveld syndrome and Weyers 
acrodental dysostosis.  Nat Genet. 24(3):283-86, 2000. 

 
80. Wilkin DJ, Liberfarb R, Davis J, Levy HP, Cole WG, Francomano CA, Cohn DH.Rapid 

determination of COL2A1 mutations in individuals with Stickler syndrome: analysis of 
potential premature termination codons.  Am J Med Genet. 94(2):141-8, 2000. 

 
81. Johnston JJ, Kelly RI, Crawford TO, Morton DH, Agarwala R, Koch T, Schaffer AA, 

Francomano CA, and Biesecker LG.  Amish Nemaline Myopathy:  Description of a novel 
phenotype with a mutation in Troponin T1.   Am J Hum Genet  67:814-21, 2000. 

 
82. Ho NC, Jia L, Driscoll C, Gutter E, Francomano CA. A Skeletal Gene Database. Journal of 

Bone and Mineral Research 15:2095-122, 2000. 
 
83. Bellus GA, Spector EB, Speiser PW, Weaver CA, Garber AT, Bryke CR, Israel J, Rosengren 

SS, Webster MK, Donoghue DJ, FrancomanoCA.  Distinct missense mutations of the FGFR3 
lys650 codon modulate receptor kinase activation and the severity of the skeletal dysplasia 
phenotype.  Am J Hum Genet 67(6):1411-21, 2000. 

 
84. Ho NC, Lacbawan F, Ho V, Francomano CA. Severe Hypodontia and Oral Xanthoma in 

Alagille Syndrome. American Journal of Medical Genetics 93:250-2, 2000. 
 
85. Iwata T, Chen L, Li C, Ovchinnikov DA, Behringer RR, Francomano CA, Deng CX. A 

neonatal lethal mutation in FGFR3 uncouples proliferation and differentiation of growth 
plate chondrocytes in embryos.  Hum Mol Genet. 9(11):1603-13, 2000. 

 
86. Ho NC, Levy H, Francomano CA, Elkayam O.  Minocycline-induced generalized 

postinflammatory elastolysis.  Am J Med. 109:340-1, 2000.  
 



     15 

 
87. Rose P, Levy H, Ahn N, Sponsellar P, Magyari T, Davis J, Francomano C.  A comparison of 

the Berlin and Ghent nosologies in the diagnosis of Marfan syndrome.  Genet Med 2:278-82, 
2000. 

 
88. Rose PS, Ahn NU, Levy HP, Ahn UM, Davis J, Liberfarb RM, Nallamshetty L, Sponsellar 

PD, Francomano CA.  Thoracolumbar spinal abnormalities in Stickler syndrome.  Spine 
26:403-409, 2001. 

 
89. King L and Francomano CA.  Characterization of a human gene for nucleosomal binding 

protein, NSBP1. Genomics 71:163-173, 2001. 
 
90. Rose P, Ahn N, Levy H, Magid D, Davis J, Liberfarb R, Sponsellar P, Francomano C.  The 

hip in Stickler syndrome.  J Pediatr Orthop 21:657-63, 2001. 
 
91. Iwata T, Li CL, Deng CX, Francomano CA.  Highly activated Fgfr3 with the K644M 

mutation causes prolonged survival dwarf mice.  Hum Mol Genet 10:1255-64, 2001. 
 
92. Szymko-Bennett YM, Mastroianni MA, Shotland LI, Davis J, Ondrey FG, Balog JZ, Rudy SF, 

McCullagh L, Levy HP, Liberfarb RM, Francomano CA, Griffith AJ.  Auditory dysfunction 
in Stickler syndrome.  Arch Otolaryngol Head and Neck Surg 127:1061-1068, 2001. 

 
93. Peters KF, Kong F, Horne R, Francomano CA, Biesecker BB.  Living with Marfan Syndrome    

I. Perceptions of the Condition.  Clinical Genetics 60:273-282,2001. 
 
94. Peters KF, Horne R, Kong F, Francomano CA, Biesecker BB.  Living with Marfan Syndrome 

II. Medication Adherence and Physical Activity Modification.  Clinical Genetics 60:283-292, 
2001. 

 
95. Jia, L, Young MF, Powell J, Yang L, Touchman J, Bouffard G, Ho NC, Hotchkiss R, Robey 

PG, Francomano CA.  Gene Expression Profile of Human Bone Marrow Stroma Cells: High-
throughput EST Sequencing Analysis.  Genomics 79:7-17, 2002 

 
96. Ho NC, Hadley DW, Jain PK, Francomano CA.  Diagnosis Please:  Dural Ectasia in the 

Marfan Syndrome.  Radiology 222:513-514, 2002. 
 
97. Jia L, Ho NC, Park SS, Powell J, Francomano CA.  Comprehensive Resource:  Skeletal Gene 

Database.  Am J Med Genet (Sem Med Genet) 106:275-281, 2002. 
 
98. Arikawa-Hirasawa E, Le AH, Nichino I, Nonaka I, Ho NC, Francomano CA, Govindraj P, 

Hassell JR, Devaney JM, Spranger J, Stevenson RE, Iannaccone S, Dalakas MC, Yamada Y.  
Structural and functional mutations of the perlecan gene cause Schwartz-Jampel syndrome, 
with myotonic myopathy and chondrodysplasia.  Am J Hum Genet 70:1368-1375, 2002. 

 
99. Wenstrup RJ, Meyer RA, Lyle JS, Hoechstetter L, Rose PS, Levy HP, Francomano CA.  

Prevalence of aortic root dilation in Ehlers-Danlos Syndrome.  Genetics in Medicine 4:112-
117, 2002. 



     16 

 
100. Everman DB, Bartels CF, Yang Y, Yanamandra N, Goodman FR, Mendoza-Londono JR, 

Savarirayan R, White SM, Graham Jr. JM, Gale RP, Svarch E, Newman WG, Kleckers AR, 
Francomano CA, Govindaiah V, Singh L, Morrison S, Thomas JT, Warman ML. The 
mutational spectrum of Brachydactyly type C.  Am J Hum Genet 112(3):291-6, 2002. 

 
101. Gooding HC, Boehm K, Thompson RE, Hadley D, Francomano CA, Biesecker BB. Issues 

surrounding prenatal genetic testing for achondroplasia. Prenat Diagn 22(10):933-40, 2002. 
 
102. Zhang ZJ, Huckle J, Francomano CA, Spencer RG. The influence of pulsed low-intensity 

ultrasound on matrix production of chondrocytes at different stages of differentiation: an 
explant study. Ultrasound Med Biol 28(11-12):1547-1553, 2002. 

 
103. Liberfarb RM, Rose PS, Levy HP, Davis J, Balog JZ, Griffith AJ, Szymko YM, Wilkin DJ, 

Johnston J, Francomano CA.  Phenotype / genotype correlations in 10 families with Stickler 
syndrome resulting from 7 mutations in the type II collagen gene locus COL2A1 Genet Med. 
5(1):21-7, 2003. 

 
104. Platte P, Papanicolaou GJ, Johnston J, Klein CM, Doheny KF, Pugh EW, Roy-Gagnon M-

H, Stunkard AJ, Francomano CA, Wilson AF.  A study of linkage and association of BMI in 
the Old-Order Amish.  Am J Med Genet 121C: 71-80, 2003 

 
105. Ridanpaa M, Jain P, McKusick VA, Francomano CA, Kaitila I.  The major mutation in 

the RMRP gene causing CHH among the Amish is the same as that found in most Finnish 
cases.. Am J Med Genet 121C: 81-3, 2003 

 
106. Francomano CA , McKusick VA, Biesecker L.  Medical genetics studies among the 

Amish:  Historical perspective.. Am J Med Genet 121C: 1-4, 2003 
 
107. Lin T, Sandusky SB, Xue H, Fishbein KW, Spencer RG, Rao MS, Francomano CA.  A 

central nervous system specific mouse model for thanatophoric dysplasia type II.  Hum Mol 
Genet 12:2863-71, 2003. 

 
108. Ho NC, Sandusky S, Madkie V, Francomano CA, Dalakas MC.  Clinico-pathogenetic 

findings and management of chondrodystrophic myotonia (Schwartz-Jampel syndrome): a 
case report.  BMC Neurol 3. E-pub 2003 July 02. 

 
109. Zhang ZJ, Huckle J, Francomano CA, Spencer RG.  The effects of pulsed low-intensity 

ultrasound on chondrocyte viability, proliferation, gene expression and matrix production.  
ultrasound Med Biol 29:1645-51, 2003.  

 
110. Bektas A, Schurman SH, Sharov AA, Carter MG, Dietz HC, Francomano CA.  Klotho 

gene variation and expression in 20 inbred mouse strains.  Mammalian Genome 15:759-767, 
2004.   

 



     17 

111. Zhang Z, McCaffery JM, Spencer RG, Francomano CA.  Hyaline cartilage engineered by 
chondrocytes in pellet culture: Histological, immunohistochemical and ultrastructural 
analysis in comparison with cartilage explants.  J Anat 205:229-37, 2004. 

 
112. Ho NC, Guarnieri M, Brant LJ, Parkk SS, Sun B, North M, Francomano CA, Carson BS.  

Living with achondroplasia:  Quality of life evaluation following cervico-medullary 
decompression.  Am J Med Genet.  2004 Oct 14 (Epub ahead of print). 

 
113. Zhang Z, McCaffery JM, Spencer RG, Francomano CA.  Growth and  integration of 

neocartilage with native cartilage in vitro.  J.  Orthop Res 23:433-9, 2005. 
 
 
 
 
 
 
Manuscripts submitted 
 
114. Papanicolaou GJ, Siffert W, Klein CM, Stunkard AJ, Wilson AF, Francomano CA, Platte 

P.  G Protein Beta 3 Subunit C825T polymorphism and blood pressure in the Old-Order 
Amish. 

 
 

Editorials, Reviews and Chapters: 
 
1. Francomano CA and Kazazian HH Jr.  DNA analysis in genetic disorders.  Ann Rev Med 

37:377-395, 1986. 
 
2. Francomano CA, Le PL, and Pyeritz RE.  Molecular genetic studies in achondroplasia.  In: 

Human Achondroplasia: A Multidisciplinary Approach.  Nicoletti B, Kopits SE, Ascani E 
and McKusick VA (Eds).  Plenum Press: New York, 1988, 48: 53-58.  

 
3. Francomano CA and Antonarakis SE.  Approaches to the diagnosis of renal genetic 

disorders using DNA analysis.  In: Inheritance of Kidney and Urinary Tract Diseases.  
Spitzer A and Avner ED (Eds).  Kluwer Academic Publishers: Boston, 1990, pp 53-63. 

 
4. Francomano CA, Killen P, and Yamada Y.  Analysis of connective tissue genes in 

autosomal dominant polycystic kidney disease.  In: Advances in the Pathogenesis of 
Polycystic Kidney Disease.  Carone FA and Dobbie JW (Eds). TP&T, Inc., Chicago, Illinois, 
1990, pp. 27-31. 

 
5. Francomano CA.  Spondyloepimetaphyseal dysplasia.  In: Birth Defects Encyclopedia.  

Buyse ML (Ed).  Blackwell Scientific Publications: Cambridge, Massachusetts, 1990, pp. 
1584-85. 

 
6. Francomano CA.  Diagnostic approaches to renal genetic disorders using DNA analysis.  

Ped Nephrol 6(1):113-118, 1992. 



     18 

 
7. Schinzel A, McKusick VA, Francomano CA, and Pearson PL.  Report of the committee for 

clinical disorders and chromosome aberrations.  In: Human Gene Mapping 1993: A 
Compendium. Cuticchia AJ and Pearson PL (Eds).  The Johns Hopkins University Press, 
Baltimore, MD, 1993, pp. 735-772. 

 
8. Francomano CA.  Genetic basis of Dwarfism.  New Eng J Med 332(1):58-59, 1995. 
 
9. Francomano CA.  Key role for a minor collagen.  Nature Genetics 9(1):6-8, 1995. 
 
10. Schinzel A, McKusick VA, and Francomano CA.  Report of the committee for clinical 

disorders and chromosome abberations.  Human Gene Mapping, 1994: A Compendium.  
(Cuticchia AJ, ed.).  Johns Hopkins University Press, Baltimore, MD. 1995, pp. 1017-1071. 

 
 
 
 
11. Carson BS, Francomano CA, and Hurko O.  Neurosurgical management of 

Achondroplasia and its complications.  In: Operative Neurosurgical Techniques.  
Schmidek HH and Sweet WH (Eds).  W.B. Saunders Co., Philadelphia, PA. 1995, pp 2107-
2118. 

 
12. McKusick VA, Amberger JS, and Francomano CA,  Progress in Medical Genetics: Map-

Based Gene Discovery and the Molecular Pathology of Skeletal Dysplasias.  Am J Med 
Genet  63(1):98-105, 1996. 

 
 
13. Francomano CA, McIntosh I, and Wilkin D.  Bone dysplasias in man:  Molecular insights. 

Current Opinion in Genetics and Development 6: 301-308, 1996. 
 
14. Schinzel A, McKusick VA, and Francomano CA .  Report of the Committee for Clinical 

Disorders and Chromosome Abberations.  In: Human Gene Mapping, 1995: A 
compendium.  (Cuticchia AJ, ed.).  Johns Hopkins University Press, Baltimore, MD. 1996, 
pp. 1409-1453. 

 
15. Bellus GA, McIntosh I, Szabo J, Aylsworth A, Kaitila I, and Francomano CA.  

Hypochondroplasia:  Molecular Analysis of the Fibroblast Growth Factor Receptor 3 
Gene.  In: Molecular and Developmental Biology of Cartilage, Vol. 785.  Annals of NY 
Acad of Sci, 1996, pp. 182-187. 

 
16. Francomano CA.  Amish Culture.  In: Cultural and Ethnic Diversity: A Guide for Genetics 

Professionals.  (Fisher NL, ed.)  Johns Hopkins University Press, Baltimore, MD. 1996, pp. 
176-197. 

 
17. Francomano CA and Collins FS.  The Human Genome Project: Implications for Medical 

Practice.  Today’s Internist November/December 1997, pp.11-15. 
 



     19 

18. Fineman RM, Francomano CA, Ribble JG.  Accessing Genetics Resources.  Patient Care 
32:145, 1998. 

 
19. Muenke M, Francomano CA, Cohen Jr. MM, and Jabs EW.  Fibroblast Growth Factor 

Receptor-Related Skeletal Disorders: Principles of Molecular Medicine (Jameson L. ed.)  
Humana Press, Totowa, NJ. 1998, pp. 1029-1038. 

 
20. Wilkin DJ and Francomano CA.  Achondroplasia.  GeneClinics 

[http://www.geneclinics.org/ profiles/achondroplasia/], 1998. 
 
21. Rimoin DL, Francomano CA, Giedion A, Hall C, Kaitila I, Cohn D, Gorlin R, Hall J, 

Horton W, Krakow D, Le Merrer M, Lachman R, Mundlos S, Posnanski AK, Sillence D, 
Spranger J, Warman M, Superti-Furga A, and Wilcox W.  International nomenclature and 
classification of the osteochondrodysplasias (1997).  Am J Med Genet 79:376-382, 1998. 

 
22. Vajo Z, Francomano CA and Wilkin DJ.  The molecular and genetic basis of fibroblast 

growth factor receptor 3 disorders:  The achondroplasia family of skeletal dysplasias, 
Muenke craniosynostosis, and Crouzon syndrome with acanthosis nigricans.  Endocrine 
Reviews 21:23-39, 2000. 

 
23. Granger CB, Keavney B, Francomano C, Olsson G, Yusuf S.  Recommendations for 

national and local regulatory authorities concerning research in genetic markers of 
disease.  Am Heart J. 140(4):3-5, 2000.  

 
24. Carson B, Francomano CA, Hurko OH, Rigamonti D. “Surgical Management of 

Achondroplasia and its Neurosurgical Complications” in Schmidek HH (ed): Schmidek 
and Sweet’s Operative Neurosurgical Techniques, 4th ed.  W.B. Saunders Co.  2000. 

 
25. Wilkin DJ, Hecht JT and Francomano CA.  "Achondroplasia and Pseudoachondroplasia" 

in Scriver CR, Beaudet AL, Sly WS, Valle D, Childs B, and Vogelstein B (eds): The 
Metabolic and Molecular Basis of Inherited Disease, 8th ed. McGraw-Hill, New York, NY 
2001, pp. 5379-5398.   

 
26. Wilkin DJ, Liberfarb R, and Francomano CA.  "Stickler Syndrome" in Cassidy SB, and 

Allanson JE (eds):  Clinical Management of Common Genetic Syndromes.  Wiley-Liss, 
New York 2001, pp. 405-416 

 
27. Francomano CA, Muenke MM.  “Craniosynostosis Syndromes and Skeletal Dysplasias 

Caused by Mutations in Fibroblast Growth Factor Receptor Genes” in Steinmann B and 
Royce P (eds): Connective Tissue and Its Heritable Disorders, Wiley-Liss, New York, 2001, 
pp. 917-946.  

   
28. Francomano CA, Ho NC.  Latest Developments in Skeletal Dysplasias.  Am J Med Genet 

(Sem Med Genet) 106:241-43, 2002.  
 
Submitted: 
 



     20 

29. Ho NC, Sandusky S, Francomano CA, Dalakas MC.  Schwartz-Jampel Syndrome. 
 
30. Knebel AR, Hudgings C, Biesecker BB, Caine E, Baggs J, Davies E, Francomano C, Griffin-

Sobel J, Penticuff JH, Howell RR, Kavanaugh K, Lunney J, McGrath G, Miles M, Nolan M, 
Phipps E, Quigley R, Rushton C, Stockdale A, Sudia-Robinson T, Taylor-Brown S, Thomas 
SA, Thomson E, Tilden VP, Twomey J, Wilfond B, Williams J.   End-of-life in Genetics: 
Literature and research directions. 

 
31. Ho NC, Tran JR, Madike V, Bektas A, Francomano CA.  Marfan Syndrome (eponym). 
 
 
Books: 
 
1. McKusick VA with the assistance of Francomano CA, Antonarakis SE and Pearson, PL.  

Mendelian Inheritance in Man.  A catalog of human genes and genetic disorders. 9th 
edition 1990, 10th edition 1992, 11th edition 1994, 12th edition 1996.  The Johns Hopkins 
University Press, Baltimore and London. 

 
2. Lea DH, Jenkins J and Francomano CA.  Genetics in Clinical Practice: New Directions for 

Nursing and Health Care. Jones and Bartlett, Boston, 1998. 
 
Letters: 
 
1. Schwindinger WF, Francomano CA, Levine MA, and McKusick VA.  DNA light on the 

Tegernsee giant.  Lancet 338(8780):1454-5, 1991. 
 
2. Bellus GA, Escallon CS, Ortiz DeLuna RI, McIntosh I, Schumway J, Blakemore KJ, and 

Francomano CA.  First-trimester prenatal diagnosis in a couple at risk for homozygous 
achondroplasia.  Lancet 344:1511-1512, 1994. 

 
3. Dietz H, Furthmayr UFH, Francomano CA, DePaepe A, Devereux R, Ramirez F, and 

Pyeritz R.  The question of heterogeneity in Marfan syndrome.  Nature Genetics 17:468-
475, 1995. 

 
4. Hecht JT, Llerrera CA, Greenhaw GA, Francomano CA, Bellus GA, and Blanton SH.  

Confirmatory linkage of hypochondroplasia to chromosome 4p.  J Med Genet 57:505-506, 
1995. 

 
5. Fried LP, Francomano CA, MacDonald SM, Wagner EM, Bias WB, Stokes EJ, Newman 

MM, and Stobo JD.  Challenges for Junior Faculty: Mentoring and Family - Reply.  J Am 
Med Assoc  276:1954-1955, 1996. 

 
6.   Ho NC, Lacbawan F, Francomano CA, Ho V.  Severe Hypodontia and Oral Xanthomas in 

Alagille Syndrome.  Am J Med Genet 93:250-252, 2000. 
 
 
Abstracts:  



     21 

  
1. Francomano CA, Trojak JE, and McKusick VA.  Cartilage hair hypoplasia in the Amish: 

Increased susceptibility to malignancy.  Am J Hum Genetics 35:89A, 1983. 
 
2. Francomano CA, Tsipouras P, Mallonee R, Phillips J, Pyeritz R, Pizanis A, and Ramirez F.  

Linkage analysis of alpha 2(I) procollagen genes in the Marfan syndrome.  Clinical 
Research 32:289A, 1984. 

 
3. Tsipouras P, Francomano CA, Pyeritz RE, Pizanis A, Mallonee R, Phillips JA, and Ramirez 

F.  Genetic linkage studies in the Marfan syndrome.  Ped Res 18(4):226A, 1984. 
 
4. Waber L, Francomano CA, Brusilow S, Valle D, Freeman F, and Goodman S.  Medium 

chain acyl-CoA dehydrogenase deficiency.  Ped Res 18(4):302A, 1984. 
 
5. Reid C, Metz S, Meny R, Phillips J III, Francomano CA, and Pyeritz R.  Respiratory 

problems in achondroplasia.  Ped Res 18(4):402A,  1984. 
 
6. Reid C, Wang H, McPherson R, Maria B, Francomano CA, Phillips J III, Rosenbaum A, 

and Pyeritz R.  Cervical cord compression in achondroplasia.  Ped Res 18(4):382A, 1984. 
 
7. Reid C, Metz S, Meny R, Allen R, Phillips J, Kopits S, Francomano CA, Smith P, and 

Pyeritz R.  Sleep abnormalities in children with achondroplasia.  Sleep Res 13:181, 1984. 
 
8. Francomano CA, Nunez AM, Yamada Y, and Phillips J III.  Cartilage collagen gene 

analysis in human chondrodysplasias.  Am J Hum Genet 36(4):137S, 1984. 
 
9. Killen PD, Francomano CA, Modi WS, O'Brien SJ, and Yamada Y.  Chromosomal 

localization of the human alpha 2(IV) collagen gene.  Am J Hum Genet 39(supp):A160, 
1986. 

 
10. Hecht JT, Francomano CA, Horton WA, and Annegers JF.  Altered pattern of mortality in 

achondroplasia.  Am J Hum Genet 39(supp):A65, 1986. 
 
11. Johannes RS, Zrubek WS, and Francomano CA.  The relational algebra of Southern blots.  

Am J Hum Genet 39(supp):A95, 1986. 
 
12. Francomano CA, Le P-L, Liberfarb R, Streeten E, and Pyeritz RE.  Collagen gene linkage 

analysis in the Marfan and Stickler syndromes.  Am J Hum Genet 39(supp):A92, 1986. 
 
13. Francomano CA, Pyeritz RE, Nunez AM, and Yamada Y.  Type II collagen gene analysis 

in human skeletal dysplasias.  International Congress of Human Genetics, Berlin, 
September, 1986. 

 
14. Francomano CA, Pyeritz RE, Nunez AM, and Yamada Y.  Molecular genetic analysis in 

human achondroplasia.  First International Conference on Achondroplasia, Rome, 
November, 1986. 

 



     22 

15. Francomano CA, Maumenee I, Liberfarb RM, and Pyeritz RE.  Cosegregation of Stickler 
syndrome and type II collagen gene (COL2A1) alleles.  Am J Hum Genet 41(supp):A97, 
1987. 

 
16. Cutting GR, Kazazian HH Jr, Antonarakis SE, Killen PD, Yamada Y, and Francomano CA.  

Macrorestriction analysis maps COL4A1 and COL4A2 collagen genes within a 400kb 
region on chromosome 13q34.  Am J Hum Genet 41(supp):A163, 1987. 

 
17. Francomano CA, Chu M-L, Timpl R, Killen PK, Yamada Y, Hong HK, and Pyeritz RE.  

Molecular genetic linkage studies in the Marfan syndrome.  Proc of First International 
Symposium on the Marfan Syndrome, July 8-10, 1988, page 12. 

 
18. Francomano CA, Rowan BG, Maumenee IH, Liberfarb RM, Hirose T, Stoll HU and Pyeritz 

RE.  Type II collagen gene analysis in the epiphyseal dysplasias.  Proc of March of Dimes 
Clinical Genetics Conference: Heritable Disorders of Connective Tissue and Skeletal 
Dysplasias; July 10-13, 1988, page 18. 

 
19. Arn PH, Byers PH, Godfrey M, Holbrook K, Hollister DW, Sakai LY, Francomano CA, and 

Pyeritz RE.  A child with a severe form of cutis laxa.  Proc of March of Dimes Clinical 
Genetics Conference:  Heritable Disorders of Connective Tissue and Skeletal Dysplasias; 
July 10-13, 1988, page 2. 

 
20. Francomano CA, Rowan BG, Liberfarb RM, Hirose T, Maumenee IH, Stoll HU, and 

Pyeritz RE.  The Stickler and Wagner syndromes: Evidence for genetic heterogeneity.  Am 
J Hum Genet 43(supp):A83, 1988. 

 
21. Lumadue J, Rowan BG, and Francomano CA.  Structural alteration of the type II collagen 

gene in an individual with spondyloepiphyseal dysplasia congenita.  Am J Hum Genet 
43(supp):A193, 1988. 

 
22. Cutting G, Francomano CA, Chu ML, Timpl R, McCormick MK, Warren AC, Hong HK, 

Pyeritz RE, and Antonarakis SE.  Genetic linkage analysis and macrorestriction mapping 
of COL6A1 and COL6A2, structural genes of type VI collagen.  Am J Hum Genet 
43(supp):A141, 1988. 

 
23. Finkelstein JE, Doege K, Yamada Y, Pyeritz RE, Graham JM, Moeschler JB, and  

Francomano CA.  Analysis of chondroitin sulfate proteoglycan core protein (CSPGCP) 
and link protein (CSPGLP) genes in achondroplasia and pseudoachondroplasia.  
Cytogenet Cell Genet 51:998, 1989. 

 
24. Francomano CA, Finkelstein JE, Yamada Y, Pyeritz RE, Graham JM, Moeschler JB, and 

Doege K.  Analysis of the chondroitin sulfate proteoglycan core protein (CSPGCP) gene in 
achondroplasia and pseudoachondroplasia.  Am J Hum Genet 45(supp):A140, 1989. 

 
25. Meyers DA, Beaty TH, Colyer CR, and Francomano CA.  Methods for genetic mapping in 

an inbred population isolate.  Am J Hum Genet 45(supp): A152, 1989. 
 



     23 

26. Francomano CA, Hecht J, Finkelstein J, Pyeritz R, and Horton W.  Achondroplasia and 
pseudoachondroplasia: Status of the search for molecular defects.  Am J Hum Genet 49 
(supp):A9, 1991. 

 
27. Kainulainen K, Steinmann B, Collins F, Dietz HC, Francomano CA, Child A, Kilpatrick 

MW, Brock DJH, Keston M, Kaitila I, Pyeritz RE, and Peltonen L.  The Marfan syndrome: 
no evidence for heterogeneity in different populations and more precise mapping of the 
gene.  Am J Hum Genet 49(supp):A16, 1991. 

 
28. Puffenberger EG, Stefansson K, Pyeritz RE, Kwiatkowski DJ, and Francomano CA.  The 

hexabrachion gene: refined mapping and exclusion as the causative gene in nail-patella 
syndrome.  Am J Hum Genet 49(supp):A355, 1991. 

 
29. Dietz HC, Francomano CA, Cutting GR, Maslen CL, Sakai LY, and Pyeritz RE.  The 

fibrillin locus and heritable disorders of connective tissue: Genotype-phenotype 
associations.  Twelfth Annual David W. Smith Workshop on Malformations and 
Morphogenesis.  Lake Arrowhead, CA, 1991. 

 
30. Dietz HC, Sakai LY, Cutting GR, Pyeritz RE, and Francomano CA.  A frameshift mutation 

in the fibrillin gene: reduced transcript, stable truncated protein, and mild Marfan 
phenotype.  Clinical  Research 4:294A, 1992.  

 
31. Dietz HC, Pyeritz RE, Sakai LY, Francomano CA, and Cutting GR.  Variability of cellular 

and clinical phenotype in the Marfan syndrome: three novel mutations in the fibrillin 
gene.  Pediatric Research 31:132A, 1992. 

 
32. Dietz HC, Francomano CA, Sakai LY, Cutting GR, Pyeritz RE and Maumenee IH.  

Mutations in the fibrillin gene are associated with diverse ophthalmologic and other 
clinical manifestations of Marfan syndrome.  The IX Meeting of the International Society 
of Genetic Eye Disease and the VI International Symposium on Retinoblastoma.  Siena, 
Italy, 1992. 

 
33. Petersen GM, Francomano CA, Kinzler K, Krush A, and Nakamura Y.  Presymptomatic 

direct detection of APC gene mutations in familial adenomatous polyposis (FAP).  Am J 
Hum Genet, 51 (supp):A40, 1992. 

 
34. Cook A, Hecht JT, Blanton SH, Pauli RM, Gregg RG, Francomano CA, Raskind W, Conrad 

EU, Schmale G, Schellenberg G, Wijsman E, Wagner MJ, and Wells DE.  Possible genetic 
heterogeneity in hereditary multiple exostoses.  Am J Hum Genet 51(supp):A362, 1992. 

 
35. Francomano CA, Saraiva JM, Pyeritz RE, Cutting GC, and Dietz HC.  Clustering of 

fibrillin-1 missense mutations in Marfan syndrome patients at cysteine residues in EGF-
like domains.  Am J Hum Genet 51(supp):A7, 1992. 

 
36. Amelung PJ, Panhuysen CM, Meyers DA, Francomano CA, Postma DS, Bleeker ER, and 

Levitt RC.  Atopy, asthma and bronchial hyperresponsiveness: exclusion of linkage to 
candidate loci on chromosomes 11q and 6p.  Am J Hum Genet 51(supp):A359, 1992. 



     24 

 
37. Dietz HC, Kendzior RJ, Francomano CA, Pyeritz RE, and Cutting GR.  Skipping of a 

constitutive exon in vivo rescues the open reading frame of a FIB 15 nonsense allele in a 
patient with Marfan syndrome.  Am J Hum Genet 51(supp): A53, 1992. 

 
38. Blanton SH, Francomano CA, Horton WA, Wang Y, Conner B, and Hecht JT.  Linkage 

studies in Pseudoachondroplasia.  Am J Hum Genet 51(supp):A360, 1992. 
 
39. Dietz HC, Pyeritz RE, Sakai LY, Bull EC, and Francomano CA.  Discordant Marfan 

syndrome severity in two patients with frameshift mutations in the fibrillin gene (FBN1) 
and severe reduction of mutant allele transcript.  Second International Symposium on the 
Marfan Syndrome.  San Francisco, CA, 1992. 

 
40. Dietz HC, Kendzior RJ, Francomano CA, Pyeritz RE, and Cutting GR.  A nonsense 

mutation induces skipping of a constitutive fibrillin (FBN1) exon in vivo in a patient with 
Marfan syndrome.  Second International Symposium on the Marfan Syndrome.  San 
Francisco, CA, 1992. 

 
41. Dietz HC, Saraiva JM, Pyeritz RE, Cutting GR, and Francomano CA.  Clustering of 

fibrillin-1 missense mutations in Marfan Syndrome patients at cysteine residues in EGF-
like domains.  Second International Symposium on the Marfan Syndrome.  San Francisco, 
CA, 1992. 

 
42. Dietz HC, Cutting GR, Francomano CA, and Pyeritz RE.  Variability of cellular and 

clinical phenotype in the Marfan syndrome: Five novel mutations in the fibrillin gene.  
Proc of the Greenwood Genetic Center 12:73, 1993. 

 
43. Kline AD, Bellus GA, Francomano CA, Akintade AA, Palmer FB, Walters M, and Thomas 

GT.  Interstitial deletion involving 3q22-3q23 not associated with the Blepharophimosis 
(BPES) syndrome.  APS/Society for Pediatric Research, 1993. 

 
44. Francomano CA, Carson B, Seidler A, James C, Matthews C, Miller D, Roig C, and Hurko 

O.  Morbidity and mortality in achondroplasia: efficacy of prospective evaluation and 
surgical intervention.  Am J Hum Genet 53(supp):A112, 1993. 

 
45. McIntosh I, Hefferon TW, Warman ML, Olsen BR, and Francomano CA.  Mutation of 

Type X collagen (COL10A1) resulting in Schmid metaphyseal chondrodysplasia.  Am J 
Hum Genet  53(supp):A1201, 1993. 

 
46. Abbott MH and Francomano CA.  Schmid metaphyseal chondrodysplasia: clinical 

observations in a large Mormon kindred.  Am J Hum Genet 53(supp):A394, 1993. 
 
47. Jabra A, Marble M, and Francomano CA.  Profound obstructive sleep apnea as a 

complication of Juvenile Hyaline Fibromatosis.  Am J Hum Genet 53(supp):A457, 1993.  
 



     25 

48. Eldadah ZA, McIntosh I, Pyeritz RE, Francomano CA, and Dietz HC.  Four novel FBN1 
mutations implicate mutant transcript level and EGF-like domain calcium binding in the 
pathogenesis of Marfan syndrome.  Am J Hum Genet 53(supp):A1154, 1993. 

 
49. Warman ML, Jacencko O, LuValle P, Abbott M, Apte SS, Hefferon T, McIntosh I, Cohn 

DH, Hecht JT, Olsen BR, and Francomano CA.  The effect of type X collagen mutations 
upon the process of endochondral ossification in humans and mice.  Am J Hum Genet 
53(supp):A235, 1993. 

 
50. Sulisalo T, Francomano CA, Maher J, Sistonen P, McKusick V, de la Chapelle A, and 

Kaitila I.  Cartilage-hair hypoplasia gene maps to chromosome 9 in Finnish and Amish 
families and is very closely linked to D9S163.  Am J Hum Genet 53(supp):A1085, 1993. 

 
51. McKusick VA and Francomano CA.  An example of a Living Electronic Book.  “Present 

and Future of Electronic Communication in Biomedical Sciences”.  Alsace, France, 1993. 
 
52. McIntosh I, Abbott MH, and Francomano CA.  Concentration of mutations causing 

Schmid metaphyseal chondrodysplasia in the NC1 domain of type X collagen.  Fifth 
International Conference on the Molecular Biology and Pathology of Matrix.  
Philadelphia, PA, 1994. 

 
53. Francomano CA, Ortiz DeLuna RI, Hefferon TW, Bellus GA, Blanton SH, Hecht JT, and 

McIntosh I.  Current status of mapping studies in achondroplasia.  Fifth International 
Conference on the Molecular Biology and Pathology of Matrix.  Philadelphia, PA, 1994. 

 
54. Hwang S-J, Beaty TH, Panny S, Street N, Joseph JM, Gordon S, Hefferon TW, McIntosh I, 

and Francomano CA.  Study of oral clefts: Indication of gene-environment interaction.  
Am J Hum Genet 55(supp):A308, 1994. 

 
55. McIntosh I, Abbott MH, and Francomano CA.  Concentration of mutations causing 

Schmid metaphyseal chondrodysplasia in the NC1 domain of type X collagen.  Am J Hum 
Genet 55(supp):A362, 1994. 

 
56. Roig C, Carson B, and Francomano CA.  Smith-Lemli-Opitz syndrome with 

craniosynostosis: dramatic cognitive improvement following surgical repair.  Am J Hum 
Genet 55(supp):A311, 1994. 

 
57. Polymeropoulos M, Poush J, Rubenstein JR, and Francomano CA.  Localization of the 

gene for proximal symphalangism to the long arm of human chromosome 17.  Am J Hum 
Genet 55(supp):A185, 1994. 

 
58. Pearson PL, Francomano CA, Antonarakis SE, Bocchini C, Foster P, Li P, Subject Editors, 

and McKusick VA.  Restructuring and Future of "Mendelian Inheritance in Man" (MIM).  
Am J Hum Genet 55(supp):A143, 1994. 

 
59. Hecht JT, Herrera C, Greenhaw GA, Francomano CA, and Blanton SH.  Confirmatory 

linkage study of hypochondroplasia.  Am J Hum Genet 55(supp):A188, 1994.   



     26 

 
60. Francomano CA, Ortiz DeLuna RI, Bellus GA, Hecht JT, Horton WA, Kaitila I, Hefferon 

TW and McIntosh I.  Achondroplasia: Molecular genetic studies.  The 11th Latin American 
Congress of Genetics.  Puerto Vallarta, Mexico, 1994. 

 
61. Bellus GA, Hecht JT, Hefferon TW, Ortiz DeLuna RI, McIntosh I, Smith EA, Aylsworth 

AS, Kaitila I, Horton WA and Francomano CA.  Evaluation of fibroblast growth factor 
receptor 3 (FGFR3) as a candidate gene for hypochondroplasia:  Discovery of a recurrent 
mutation in the tyrosine kinase domain.  The Clinical Research Meeting.  San Diego, CA, 
1995. 

 
62. Francomano CA, Clough MV, Greenspan D, Kwiatkowski DJ, McCormick MK, and 

McIntosh I.  Nail-Patella syndrome -- Refined linkage to markers on 9q34.  The Clinical 
Research Meeting.  San Diego, CA, 1995. 

 
63. Bellus GA, JT Hecht, Ortiz DeLuna RI, Hefferon TW, McIntosh I, and Francomano CA.  

Fibroblast growth factor receptor 3 (FGFR3) and Human Skeletal Dysplasias.  Bone 
Dysplasia Society.  Versailles, France, 1995. 

 
64. Polymeropoulos MH, Ortiz DeLuna RI, Ide SE, and Francomano CA.  The locus for Ellis-

van Creveld syndrome maps to human chromosome 4p16.  Bone Dysplasia Society.  
Versailles, France, 1995. 

 
65. Bellus GA, Szabo JK, McIntosh I, Kaitila I, Aylsworth AS, Hecht JT, and Francomano CA.  

Hypochondroplasia:  A second recurrent mutation of fibroblast growth factor receptor 3 
(FGFR3) at nucleotide 1620.  Am J Hum Genet 57:A47, 1995. 

 
66. Hecht JT, Nelson LD, Crowder E, Wang Y, Elder FFB, Harrison WR, Francomano CA, 

Prange CK, Lennon GG, Deere M, and Lawler J.  Mutations in cartilage matrix protein 
(COMP) cause Pseudoachondroplasia.  Am J Hum Genet 57:A47, 1995. 

 
67. Francomano CA, Ortez deLuna RI, Ide SE, Pyeritz RE, Wright M, and Polymeropoulos 

MH.  The gene for the Ellis Van Creveld syndrome maps to chromosome 4p16.  Am J 
Hum Genet 57:A191, 1995. 

 
68. McIntosh I, Clough MV, Peters K, Greenspan D, Kwiatkowski DJ, McCormick MK, and 

Francomano CA.  Nail-patella syndrome -  Refined linkage to markers on 9q34.  Am J 
Hum Genet 57:A197, 1995. 

 
69. Polymeropoulos MH, Ortez deLuna RI, Ide SE, and Francomano CA.  Mapping of the 

polysyndactyly phenotype to the long arm of human chromosome 2 in a Mexican kindred.  
Am J Hum Genet 57:A200, 1995. 

 
70. McCormick I, Mcintosh I, Rutter M, Francomano CA, and Cutone S.  Positional cloning of 

the Nail-patella syndrome gene.  Am J Hum Genet 57:A264, 1995. 
 



     27 

71. Francomano CA.  Molecular Genetics in Two Forms of Dwarfism in the Amish.  AAAS 
Annual Meeting & Science Innovation Exposition.  Baltimore, MD, 1996.   

 
72. Bellus GA, Gaudenz K, Zachai EH, Clark LA, Szabo J, Francomano CA, and Muenke M.  

A fibroblast growth factor receptor 3 (FGFR3) mutation causes Pfiefer syndrome and 
isolated craniosynostosis.  Am J Hum Genet 59:114, 1996. 

 
73. Francomano CA, Bellus GA, Szabo J, McIntosh I, Dorst J, Lee R, Hurko O, Fraley AE, and 

Bamshad MJ.  A new skeletal dysplasia with severe tibial bowing, profound 
developmental delay and acanthosis nigricans is caused by a Lys 650 Met mutation in 
fibroplast growth factor receptor 3 (FGFR3).  Am J Hum Genet 59:115, 1996. 

 
74. Levy HP, Russell LJ, and Francomano CA.  Simple anonychia in large consanguineous 

pedigree.  Am J Hum Genet 59:530, 1996. 
 
75. McIntosh I, Clough MV, Schäffer AA, Horton VK, McCormick MK, and Francomano CA.  

Fine mapping of the nail-patella syndrome locus at 9q34.  Am J Hum Genet 59:1309, 1996. 
 
76. Polymeropoulos MH, Ide SE, Magyari T, and Francomano CA.  Brachydactyly Type C 

Gene Maps to Chromosome 12q24.  Am J Hum Genet 59:1333, 1996. 
 
77. Szabo J, Bellus GA, Kaitila I, and Francomano CA.  Fibroblast growth factor receptor 3 

(FGFR3) mutations in sporadic cases of achondroplasia occur exclusively on the paternally 
derived chromosome.  Am J Hum Genet 59:1664, 1996. 

 
78. Johnson MR, Vos HL, Ortiz de Luna RI, Dehejia A, Polymeropoulos MH, Bornstein P, and 

Francomano CA.  Pycnodysostosis: fine structure mapping and assessment of human 
extracellular matrix protein 1 as a candidate gene.  Am J Hum Genet 59:2316, 1996. 

 
79. McIntosh I, Lichter PR,{R, Clough MV, Roig CM , Wong D, Scott C, Downs C. Stringham 

H, Boehnke M, Francomano CA, and Richards JE.  Glaucoma and nail patella syndrome 
(NPS) co-segregate: One gene or two?  Am J Hum Genet, 61:A101, 1997. 

 
80. Middleton LA, Duffy JL, Smith ACM, and Francomano CA.  Preferences Among Research 

subjects About Storage And Future Use of Their DNA Samples.  Am J Hum Genet 61:A58, 
1997. 

 
81. Iwata T, Nuckolls G, Kuznetsov S, Shum L, Slavkin HC, Robey P, and Francomano CA . 

Fibroblast Growth Factor Receptor 3 (FGFR3) Activity In The Cells From Novel Severe 
Skeletal Dysplasia Patients.  Am J Hum Genet 61: A335, 1997. 

 
82. Ho N, van Allen M, Taylor G, and Francomano CA.  Jeune Asphyxiating Thoracic 

Dystrophy and Short-rib- Polydactyly Type III (Verma-Naumof) Are One And The Same 
Disorder.  Am J Hum Genet 61:A101, 1997. 

 



     28 

83. Stone D; Schaffer A; Agarwala R, Francomano CA, and Biesecker LG.  Genetic And 
Physical Mapping of the McKusick-Kaufmann (hydrometrocolpos-polydactyly) 
Syndrome. Am J Hum Genet, 61(4):A13-A13, 1997. 

 
84. Jia L, Wilkin D, Bittner M, Robey P, Young M, Yamada Y, Krizman D, Bobber R, Liotta L, 

Schuler G, Boguski M, Lennon G, Roodman D, Hotchkiss R, Meltzer P, Trent J, and 
Francomano CA.  SGAP:  The Skeletal Genome Anatomy Project.  Am J Hum Genet 
61:A378, 1997. 

 
85. Francomano CA, Szabo JK, Bellus G, Mack M, Baron J, Leschek E, Plotnick L, McIntosh I, 

and Wilkin DJ  A splice site alteration in the fibroblast growth factor receptor 3 (FGFR3) 
gene is associated with proportionate non-syndromic short stature.  Am J Hum Genet 
61:A333, 1997. 

 
86. Woods KS, Wright M, Ide S, Ho N, Krizman D, Coleman K, Szabo J, Polymeropoulos M, 

Francomano CA, and Goodship J, Towards Positional Cloning of the Gene Involved in 
Ellis Van Crevald Syndrome.  Am J Hum Genet 61(4):A246-246, 1997.  

 
87. Vajo Z, Francomano CA, and Wilkin DJ.  Characterization of the human CLK-1 cDNA;  

association between aging and coenzyme Q biosynthesis  Am J Hum Genet 61:A263, 1997. 
 
88. Bellus GA, Baker A, Spector EB, Hunter AGW, Hecht J, Lewanda AF, Szabo J, and 

Francomano CA,  Mutational Analysis of FGFR3 in Thanatophoric Dysplasia, Type I.  Am 
J Hum Genet 61(4):A326-A326, 1997. 

 
89. Wilkin DJ, Liberfarb R, Mortier GR, Warman M, Cohn DH, and Francomano CA.  Genetic 

heterogeneity in Stickler syndrome:  phenotypic exploration. Poster Presentation.  Am J 
Hum Genet  61:A351, 1997. 

 
90. Roig C, Ho N, Francomano CA.   Epidermal Nevus Syndrome with localized cranial 

defects. Am J Hum Genet  61: A624, 1997. 
 
91. Szabo JK, Wilkin DJ, Cameron R, Henderson S, Bellus G, Kaitila I, Loughlin J, Munnich A, 

Sykes B, Bonaventure J, Francomano CA.  The achondroplasia mutation occurs 
exclusively on the paternally derived fibroblast growth factor receptor 3 (FGFR3) allele.  
Am J Hum Genet  61:A2040, 1997. 

 
92. Clough MV, Eyaid WM, Root H, Scott KM, McCormick MK, Kearns WG, Francomano 

CA, Richards JE, and McIntosh I.  Physical mapping of ESTs and STS around the NPS 
locus on 9q34.  Am J Hum Genet 63 (suppl):A247, 1998. 

 
93. Jia L, Wilkin DJ, King LM, Young M, Rossi DeRubeis A, Powell J, Yang L, Robey P, and 

Francomano CA.  Bone marrow stromal cells and trabecular bone cells: comparative 
functional genomics. Am J Hum Genet 63 (suppl):A250, 1998. 

 



     29 

94. Francomano CA, Mack M, Germain-Lee E, Lin P, Iwata T, and Valle D.  Valosin 
containing protein (VCP) as a candidate gene for cartilage hair hypoplasia (CHH). Am J 
Hum Genet 63 (suppl):A361, 1998. 

 
95. Ho N, Punturieri A, Francomano CA, and Weiss S.  Compound heterozygozity of CTSK 

mutations results in Pycnodysostosis via an absence of Cathespin K.  Am J Hum Genet 63 
(suppl):A365, 1998. 

 
96. Iwata T, Nuckolls G, Shum L, Slavkin HC, and Francomano CA.  Biochemical 

characterization of three fibroblast growth factor receptor 3 mutations at lysine 650 
causing three distinct phenotypes. Am J Hum Genet 63 (suppl):A366, 1998. 

 
97. Lin T, Wilkin DJ, Chen T, Francomano CA, and Wong LC.  Identification of mutations and 

polymorphisms in the COL2A1 gene by temporal temperature gradient gel 
electrophoresis. Am J Hum Genet 63 (suppl):A371, 1998. 

 
98. McIntosh I, Dreyer S, Clough M, Eyaid W, Kopetka J, Roig C, Montgomery T, Ala-Mello S, 

Kaitila L, Winterpacht A, Zabel B, Francomano CA, and Lee B.  Identification of 20 LMX1B 
mutations in nail patella syndrome. Am J Hum Genet 63 (suppl):A373, 1998. 

 
99. Wilkin DJ, Clark AM, Glick IE, Liberfarb R, Cohn DH, and Francomano CA.  Rapid 

identification of common sites of COL2A1 mutations in Stickler syndrome. Am J Hum 
Genet 63 (suppl):A393, 1998. 

 
100. Mayoral W, Levy H, Collier K, Francomano CA, and Tio TL.  GI manifestations in classical 

and hypermobile Ehlers-Danlos syndrome. Am J Hum Genet 63 (suppl): A372, 1998. 
 
101. Iwata T, Chen L, Li C, Francomano CA, and Deng C.  Generation and analysis of a mouse 

model of a lethal dwarfism, Thanatophoric Dysplasia type II.  Am J Hum Genet 65(suppl): 
A47, 1999. 

 
102. Levy HP, Mayoral W, Collier K, Tio TL, and Francomano CA.  Gastroesophageal reflux 

and irritable bowel syndrome in classical and hypermobile Ehlers Danlos syndrome 
(EDS).  Am J Hum Genet 65(suppl): A69, 1999. 

 
103. Jia L, Ho N, Powell J, Yang L, Robey P, Young M, and Francomano C.  Digital gene 

localization of bone-related ESTs.  Am J Hum Genet 65(suppl): A92, 1999.  
 
104. Aylsworth AS, Kelly TE, Blanton SH, Spector E, Fordham LA, Stevenson RE, Sollenberger 

J, Francomano CA, and Bellus GA.   Genetic heterogeneity and therapy potential in 
hypochondroplasia (HCH): preliminary observations and proposal for an international 
collaborative study.  Am J Hum Genet 65(suppl): A141, 1999. 

 
105. Ben-Yosef T, and Francomano CA.  Characterization of the human Talin gene.  Am J Hum 

Genet 65(suppl): A182, 1999. 
 



     30 

106. Ho N, Jia L, King L, Driscoll C, Gutter E, Anderson M, and Francomano C.  Identification 
of a novel gene expressed in human bone marrow stromal cells.  Am J Hum Genet 
65(suppl): A187, 1999. 

 
107. King LM, Iwata T, and Francomano CA.  Characterization of a gene encoding an E-rich 

protein (ERP) expressed in human bone marrow stromal cells.  Am J Hum Genet 
65(suppl): A189, 1999. 

 
108. Johnston JJ, Kelley RI, Morton DH, Crawford TO, Biesecker LG, and Francomano CA.  

Haplotype analysis of markers on chromosome 2q21.2-q22 in nemaline myopathy in the 
Amish: Evidence for genetic heterogeneity.  Am J Hum Genet 65(suppl): A256, 1999. 

 
109. Bellus GA, Speiser PW, Webster MK, Donaghue DJ, and Francomano CA.  A  fibroblast 

growth factor receptor 3 (FGFR3) Lys650Asn mutation causes hypochondroplasia.  Am J 
Hum Genet 65(suppl): A283, 1999. 

 
110. Everman DB, Polinkovsky A, Francomano CA, Graham JM Jr, Goodman FR, Neri G, 

Morrison S, Robin NH, and Warman ML.  Additional CDMP1 mutations suggest that 
brachydactyly type C is locus homogeneous and incompletely penetrant.  Am J Hum 
Genet 65(suppl): A294, 1999. 

 
111. Lin T, Lacbawan FL, Davis J, Muenke M, Wong LC, and Francomano CA.  Deletion of 

Col2A1 IVS7 5donor splice site in Stickler syndrome with SEMD: An expansion of Type II 
collagenopathy phenotypic spectrum.  Am J Hum Genet 65(suppl): A475, 1999. 

 
112.  Mayoral W, Levy HP, Collier K, Francomano CA, Tio TL.  GI manifestations in classical 

(CL) and hypermobile (HM) Ehlers-Danlos syndrome (EDS): Preliminary results.   
Gastroenterology 116: G3941, 1999. 

 
113. Wenstrup RJ, Lyle, PS, Rose PS, Levy HP, Hoechstetter L, Meyer RA, Francomano CA.  

Aortic root dilatation complicates Ehlers-Danlos syndrome.  Genetics in Medicine 2:65, 
2000. 

 
114. Bellus GA, Garber AT, Bryke CR, Weaver CA, Speiser PW, Webster MK, Donoghue DA, 

Francomano CA, Spector EB.  FGFR3 mutations K650N and K650Q cause 
Hypochondroplasia.  Genetics in Medicine 2:76, 2000. 

 
115. Rose P, Davis J, Magyari T, Levy H, and Francomano C.  Incidence and severity of pain in 

Stickler and Ehlers-Danlos syndromes.  Genetics in Medicine 2:85, 2000. 
 
116. Rose P, Levy H, Ahn N, Sponseller P, Magyari T, Davis J, and Francomano C.  A 

comparison of the Berlin and Gent nosologies in the diagnosis of Marfan syndrome:  the 
NIH experience.  Genetics in Medicine 2:86, 2000. 

 
117. Biesecker BB, Peters KT, Francomano CA.  Living with Marfan Syndrome: Perceptions of 

the condition and its management.  Am J Hum Genet 67 (supp): 32, 2000. 
 



     31 

118. Johnston JJ, Kelley RI, Crawford TO, Morton DH, Agarwala F, Koch T, Schaffer A, 
Francomano CA, Biesecker LG.  A novel nemaline myopathy in the Amish caused by a 
mutation in Troponin TI. Am J Hum Genet 67 (supp): 54, 2000. 

 
119. Rose PS, Levy HP, Johnston JJ, Davis J, Griffith AJ, Liberfarb RM, Francomano CA.  

Proposed diagnostic criteria for Stickler Syndrome.  Am J Hum Genet 67 (supp): 56, 2000. 
 
120. Levy HP, Johnston JJ, Davis J, Balog J, Rose PS, Schaffer A. Dietz H, Francomano CA.  A 

new connective tissue disorder with features overlapping those of Ehlers-Danlos, Marfan 
and Stickler syndromes.  Am J Hum Genet 67 (supp): 110, 2000. 

 
121. Goker-Alpan O, Kozma C, Nelson LM, Francomano CA.  Premature ovarian failure and 

marfanoid features:  A new association? Am J Hum Genet 67 (supp): 116, 2000. 
 
122. King LM, Francomano CA.  Characterization of PDZ1, a gene in Xq13,endcoding a protein 

with a single PDZ domain expressed in human bone marrow stromal cells. Am J Hum 
Genet 67 (supp): 184, 2000. 

 
123. Jia L, Young M, Powell J, Touchman J, Bouffard G, Ho NC, Hotchkiss R, Robey P, 

Francomano CA.  The Skeletal Genome Anatomy Project (SGAP): A web site for 
investigation of skeletal biology. Am J Hum Genet 67 (supp): 257, 2000. 

 
124. Ho NC, Jia L, Driscoll CC, Gutter EM, Francomano CA.  A skeletal gene database. Am J 

Hum Genet 67 (supp): 262, 2000. 
 
125. Rose P, Ahn N, Levy H, Magid D, Davis J, Liberfarb R, Sponsellar P, Francomano C.  Hip 

abnormalities in Stickler syndrome.   Am Acad Orthoped Surg, 2000. 
 
126. Arikawa-Hirasawa E, Le AH, Nishino I, Nonaka I, Ho NC, Francomano CA, Govindra P, 

Hassell JR, Devaney JM, Spranger J, Stevenson RE, Iannaccone S, Dalakas MC, Yamada Y. 
Mutations in the perlecan gene of Schwartz-Jampel syndrome: Critical role of perlecan in 
neuromuscular junction functions. Am J Hum Genet. 69 (supp): 212,  2001. 

 
127. Papanicolaou GJ, Siffert W, Platte P, Stunkard AJ, Francomano CA, Wilson AF.  An 

association of the G protein beta 3 subunit C825T  polymorphism and systolic blood 
pressure in the old-order Amish using a regression of offspring on one parent (roop) 
method. Am J Hum Genet. 69 (supp): 404, 2001. 

 
128. Teslovich TM,  McKeane DP, Pearson KE, Francomano CA, Hotchkiss R, Stephan DA. The 

skeletal genome anatomy project (SGAP). Am J Hum Genet. 69 (supp): 453,  2001. 
 
129. Jain, PK, Chandrashekharappa S, Makalowska I, Francomano CA. Physical mapping of 

CHH region and mutation analyses in RMRP gene among Amish and non-Amish patients. 
Am J Hum Genet. 69 (supp): 594, 2001. 

 



     32 

130. Gutter EM, Smith ACM, Hecht JT, Francomano CA. Gonadal mosaicism in 
pseudoachondroplasia: A second family with a Comp mutation of Asp518His. Am J Hum 
Genet. 69(supp): 615, 2001. 

 
131. Francomano CA, Ho NC, Park S, Dudekula D.  The Skeletal Gene Database:  A 

comprehensive resource for skeletal gene information.  Am J Hum Genet 71(supp): 1284, 
2002. 

 
132. Bektas A, Francomano CA.  The murine klotho gene coding sequence is completely 

conserved in laboratory-derived inbred strains.  Am J Hum Genet 71(supp): 1827, 2002. 
 
133. Ho NC, Brant LJ, Park SS, North M, Guanieri MJ, Francomano CA, Carson BS.  Living 

with achondroplasia:  quality of life evaluation following cervico-medullary 
decompression.  Am J Hum Genet 71(supp):245, 2002. 

 
134. Papanicolaou GJ, Platte P, Johnston J, Doheny K, Pugh EW, Roy-Gagnon M-H, Stunkard 

AJ, Francomano CA, Wilson AF.  Linkage and association of BMI to markers on 7q in the 
Old-Order Amish.  Am J Hum Genet 71(supp):258, 2002. 

 
135. Lin T, Sandusky SB, Zhang Z, Francomano CA.  Thanatophoric dysplasia type II mice 

generated through tissue specific cre.  Am J Hum Genet 71(supp):2181, 2002. 
 
136. Bektas A, Taub D, Najjar S, Muller D, Ferrucci L, Francomano CA  Search for association 

with Klotho allele variation and atherosclerosis in the Baltimore Longitudinal Study on 
Aging.  Am J Hum Genet 73(supp):2076, 2003. 

 
137. Papanicolaou GJ, Platte P, Pugh EW, Doheny K, Pirke KM, Roy-Gagnon MH,  Stunkard 

AJ, Francomano C, Wilson AF.  Linkage of biochemical and molecular traits related to 
obesity in the Old Order Amish.  Am J Hum Genet 73(supp):1945, 2003. 

 
138. Lin T, Sandusky SB, Xue H, Fishbein K, Spencer R, Rao M, Francomano CA.  Tissue 

specific FGFR3 transgenic mouse models for thanatophoric dysplasia, type II.  Am J Hum 
Genet 73(supp):899, 2003. 

 
 
 
 
 


