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Business Address 
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P.O. Box 20186 
Houston, TX  77225 
Phone: 713-500-9819   FAX: 713-500-0900 
email: Lori.S.Sullivan@uth.tmc.edu 
 
Personal 
 
Date of birth:  February 6, 1963.  Citizenship:  USA. 
 
Education 
 
• B.A. May 1984, Johns Hopkins University, Baltimore, Maryland.  Major:  Biology 
• Ph.D. June 1990, Biology Department, University of California, Los Angeles 
 Research Specialization:  Molecular evolution 
 Thesis Advisor:  Clifford F. Brunk, Ph.D. 
• Postdoctoral Fellow, University of Texas Health Science Center - Houston, June 1990-April 

1991.  Sponsor:  Wen-Hsiung Li, Ph.D. 
• Postdoctoral Fellow, University of Texas Health Science Center - Houston, April 1991-Jan. 

1995.  Sponsor:  Stephen P. Daiger, Ph.D. 
 
Employment 
 
• Laboratory Technician, Johns Hopkins School of Hygiene and Public Health, Division of 

Biophysics, 1984. 
• Research Associate, Department of Biology, University of California, Los Angeles, 1984-1990.  
• Assistant Professor of Biological Sciences, Human Genetics Center, University of Texas - 

Houston School of Public Health, 1995 to 2003.   
• Laboratory Supervisor, Laboratory for the Molecular Diagnosis of Inherited Eye Disease, 

University of Texas – Houston, CLIA ID#45D0935007, 1996 to 2020. 
• Faculty Associate, Human Genetics Center, University of Texas - Houston School of Public 

Health, Sept. 2003 to present. 
 
Consulting 
 
• AGTC (Applied Genetics Technology Corporation), 2019 - 2022  
• 4DMT (4D Molecular Therapeutics), 2021 – 2023 
• BlueRock Therapeutics, 2025 to present 
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Honors and Professional Activities 
 
• NIH Predoctoral Fellowship in Genetics and Regulatory Mechanisms, 1986-1989 (USPHS-GM 

Research Service Award). 
• NIH Postdoctoral Fellowship, 1992-1994, "Candidate Genes for Retinal Degeneration on 

Chromosome 8". 
• Chair, UT-Houston Committee on the Status of Women, 1999-2000. 
• Coordinator, Clinical Genome Resource (ClinGen) Leber Congenital Amaurosis/ early onset 

Retinal Dystrophy Variant Curation Expert Panel, 2022 – present 
• Member, Clinical Genome Resource (ClinGen) Retina Gene Curation Expert Panel, 2021 - 

present 
• Member, Clinical Genome Resource (ClinGen) X-linked Inherited Retinal Disease Variant 

Curation Expert Panel, 2021 – present 
• Member, Clinical Genome Resource (ClinGen) Education, Coordination and Training Working 

Group, 2022-present 
• Member, NIH/NEI eyeGENE Expert Panel, 2024 – present 
• Member, Clinical Genome Resource (ClinGen) Maculopathy Variant Curation Expert Panel, 

2024 – present 
 
 
Professional Memberships 
 
• American Society of Human Genetics since 1993. 
• Association for Research in Vision and Ophthalmology since 1991. 
• University of Texas Association of Women Faculty 1993-1998. 
 
Recent Major Research Support 
 
Agency, title, period: National Eye Institute, NIH, “DNA Linkage Studies of Degenerative Retinal 
Diseases with Supplement”, 09/15/2008 - 08/31/2018 
PI and role:  Dr. Sullivan, Coinvestigator, (Dr. S.P. Daiger, PI) 
Description:  This project involves analysis of a large adRP cohort to identify genes and mutations 
causing autosomal dominant retinitis pigmentosa using classic methods such as linkage analysis 
as well as modern methods such as next-generation DNA sequencing. 
 
Agency, title, period: National Eye Institute, NIH, “EyeGENE National Ophthalmic Disease 
Genotyping Network, Houston Subcontract”, 10/01/2007 - 10/31/2018 
PI and role:  Dr. Sullivan, Coinvestigator, (Dr. S.P. Daiger, PI) 
Description:  This subcontract provides support for DNA testing of samples from patients with 
autosomal dominant retinitis pigmentosa and related diseases, as part of the national EyeGENE 
Consortium.   
 
Agency, title, period: Foundation Fighting Blindness, “Identification of the Remaining Genes and 
Mutations Causing Autosomal Dominant Retinitis Pigmentosa (adRP)”, 12/1/2018-11/30/2023 
PI and role:  Dr. Sullivan, Coinvestigator, (Dr. S.P. Daiger, PI) 
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Description: In prior research supported by the Foundation Fighting Blindness we have enrolled 
and collected blood samples from over 1,500 families with a clinical diagnosis of adRP.  This 
project focuses on families in which mutations have not yet been found and involves 
collaboration with several other laboratories using novel bioinformatic and laboratory 
approaches to disease gene identification. 
 
Agency, title, period: Foundation Fighting Blindness, “Registry of IRD-associated variants and 
cases”, 01/01/2020-12/31/2022 
PI and role: Dr. Sullivan, Curator adRP (Dr. Johan T. den Dunnen Dr.. Frans P.M. Cremers , PIs) 
Description: This project is to collect, assess and register non-syndromic IRD, Bardet Biedl 
and Usher syndrome associated variants, phenotypes and cases in gene specific LOVDs. 
 
Agency, title, period: Regents of the University of California-San Francisco (RUCSF)/Fogarty 
International Center/NIH/National Eye Institute, “Expert curation of clinically significant variants 
in genes for early onset retinal degeneration”, Houston Consortium, 07/01/2022-05/31/2025 
PI and role: Dr. Sullivan, PI Houston Consortium (Dr. Jacque Duncan, PI, UCSF)  
Description: This project is to continue the process of establishing a variant curation expert panel 
(VCEP) within the NIH-sponsored Clinical Genome Resource (ClinGen), to curate genetic variants 
in genes associated with LCA and other early-onset retinal diseases. Curated variants will be 
entered in the ClinVar public database and will enable accurate, consistent, high quality 
interpretation of genetic test results and improve patient care. 
 
Agency, title, period: Foundation Fighting Blindness, “Management and Curation of the RetNet 
database”, 6/15/2024 – 6/14/2027. 
PI and role: Dr. Sullivan, Curator 
Description: This project will update, curate, and manage the “RetNet” database, a resource for 
the international IRD research community. RetNet has tracked new and updated gene 
discoveries in the IRD field since 1990 and is now part of the Foundation Fighting Blindness.  
 
Agency, title, period: Regents of the University of California-San Diego (RUCSD) /NIH/National 
Eye Institute, “Expert curation of clinically significant variants in genes for early onset retinal 
degeneration”, Houston Consortium, 10/15/2025-06/30/2028 
PI and role: Dr. Sullivan, PI Houston Consortium (Dr. Radha Ayyagari, PI, UCSD)  
Description: This project is to continue define the clinical relevance of genetic variants 
associated with Leber congenital amaurosis (LCA) and early onset retinal degeneration 
(eoRD) by continuing the work of our variant curation expert panel (VCEP) to develop 
disease-gene specified rules for curation, and to systematically classify variants, 
implementing the specified rules and ClinGen-approved protocols. The results will 
generate an FDA expert level approved resource of accurately classified variants in 
LCA/eoRD genes that will improve the consistency and accuracy of interpreting 
diagnostic genetic test results, leading to more precise diagnosis and improved medical 
care. 
 
 
 
 
Publications 
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SP Daiger.  Linkage mapping of autosomal dominant retinitis pigmentosa (RP1) to the 
pericentric region of human chromosome 8. Genomics 11:857-869, 1991 

 
7. W-H Li and LA Sadler.  DNA variation in humans and its implications for human evolution. 

Oxford Surveys in Evolutionary Biology, Vol. 8, Oxford University Press, 1992. 
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11. LA Sadler, KL McNally, NS Govind, CF Brunk, RK Trench.  The nucleotide sequence of the small 
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14. J Gu, L Sadler, S Daiger, D Wells, M Wagner.  Dinucleotide repeat polymorphism at the CRH 

gene. Hum Mol Genet. 2:85, 1993. 
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15. S Wood, KB Othmane, USR Bergerheim, SH Blanton, R Bookstein, RA Clarke, SP Daiger, H Donis-

Keller, D Drayna, S Kumar, RJ Leach, H-J Ludecke, J Oshima, LA Sadler, NK Spurr, T Steinbrueck, 
J Trapman, M Wagner, Z Wang, D Wells, CA Westbrook.  Report of the first international 
workshop on human chromosome 8 mapping. Cytogenet Cell Genet. 64:133-146, 1993. 

 
16. LS Sullivan, J Parrish, MJ Wagner, D Wells, SH Blanton, SP Daiger.  Tetranucleotide repeat 

polymorphism (D8S582) for human EST00680. Hum Mol Genet. 3:386, 1994. 
 
17. RE McGuire, AM Gannon, LS Sullivan, JA Rodriguez, SP Daiger.  A second family with autosomal 

dominant retinitis pigmentosa linked to chromosome 7q (RP10): Evidence for a major adRP 
gene. Human Genetics 95:71-74, 1995. 

 
18. SP Daiger, LA Sadler, JA Rodriguez.  Correlation of phenotype with genotype in inherited retinal 

degeneration. Behavioral and Brain Sciences 18:491-506, 1995. 
 
19. RE McGuire, LS Sullivan, SH Blanton, MW Church, JR Heckenlively, SP Daiger.  X-linked 

dominant cone-rod degeneration:  Linkage mapping of a new locus (RP15) to Xp22.13-p22.11. 
Am J Hum Genet 57:87-94, 1995 

 
20. NK Spurr, S Blanton, R Bookstein, R Clarke, R Cottingham, S Daiger, D Drayna, P Faber, S 

Horrigan, K Kas, C Kirchgessner, S Kumar, RJ Leach, H-J Lüedecke, Y Nakamura, M-J Pébusque, 
S Ranta, E Sim, LS Sullivan, L Takle, J Vance, M Wagner, D Wells, C Westbrook, L Yaremko, D 
Zaletayev, O Zuffardi, S Wood.  Report of the second international workshop on human 
chromosome 8 mapping 1994. Cytogenet. Cell Genet. 68:147-164, 1995. 

 
21. LS Sullivan and SP Daiger.  Inherited retinal degeneration: exceptional genetic and clinical 

heterogeneity.  Molecular Medicine Today 2:380-386, 1996. 
 
22. S Xu, M Denton, L Sullivan, SP Daiger, A Gal. Genetic mapping of RP1 on 8q11-q21 in an 

Australian family with autosomal dominant retinitis pigmentosa reduces the critical region to 
4 cM between D8S601 and D8S285. Hum Genet 98:741-743, 1996. 

 
23. MM Sohocki, LS Sullivan, WR Harrison, EJ Sodergren, F Elder, G Weinstock, S Tanase, SP Daiger. 

Molecular characterization and localization to 8q34 of the human glutamate pyruvate 
transaminase (GPT) locus. Genomics 40:247-252, 1997.  

 
24. MM Sohocki, LS Sullivan, HA Mintz-Hittner, K Small, RE Ferrell, SP Daiger. Exclusion of atypical 

vitelliform macular dystrophy from 8q24.3 and from other known macular degenerative loci. 
Am J Hum Genet 61:239-241, 1997.  

 
25. RW Yee, LS Sullivan, HT Lai, EL Stock, Y Lu, MN Khan, SH Blanton, SP Daiger. Linkage Mapping 

of Thiel-Behnke corneal dystrophy (CDB2) to chromosome 10q23-q24. Genomics, 46:152-154, 
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51. A Gire, LS Sullivan, SJ Bowne, DG Birch, D Hughbanks-Wheaton, JR Heckenlively, SP Daiger. The 
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56. T Yamashita, J Liu, J Gao, S LeNoue, C Wang, J Kaminoh, SJ Bowne, LS Sullivan, SP Daiger, K 

Zhang, MEC Fitzgerald, VJ Kefalov, J Zuo. Essential and synergistic roles of RP1 and RP1L1 in 
rod photoreceptor axoneme and retinitis pigmentosa. J Neurosci. 29:9748-9760, 2009. 
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548, 2010. 
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pigmentosa. Am J Hum Genet. 86:805-812, 2010. 
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uncommon cause of cone and cone-rod dystrophies. Ophthalmic Genetics, 31:139-140, 2010. 
 
62. SJ Bowne, LS Sullivan, DC Koboldt, L Ding, R Fulton, RM Abbott, EJ Sodergren, DG Birch, DH 
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GJ Farrar, SP Daiger, P Humphries. A dominant-acting mutation in RPE65 identified by whole-
exome sequencing causes retinitis pigmentosa with choroidal involvement. Euro J Hum Genet. 
10:1-8, 2011. PubMed PMID: 21654732; PMCID: PMC3190249. 
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pigmentosa (adRP) due to mutations in KLHL7. Arch Ophthalmol. 129:1475-1482, 2011. 
PubMed PMID: 22084217; PMCID: PMC4106140. 
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21857984. 
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71. SP Daiger, SJ Bowne, LS Sullivan, SH Blanton, GM Weinstock, DC Koboldt, RS Fulton, D Larsen, 

P Humphries, MM Humphries, EA Pierce, R Chen, Y Li. Application of next-generation 
sequencing to identify genes and mutations causing autosomal dominant retinitis pigmentosa 
(adRP). Adv Exp Med Biol. 801:123-129, 2014. PubMed PMID: 24664689. 

 
72. F Wang, H Wang, HF Tuan, DH Nguyen, V Sun, V Keser, SJ Bowne, LS Sullivan, H Luo, L Zhao, X 

Wang, JE Zaneveld, JS Salvo, S Siddiqu, L Mao, DK Wheaton, DG Birch, KE Branham, JR 
Heckenlively, C Wen, K Flagg , H Ferreyra, J Pei, A Khan, H Ren, K Wang, I Lopez, R Qamar, JC 
Zenteno, R Ayala-Ramirez, B Buentello-Volante, Q Fu, DA Simpson, Y Li, R Sui, G Silvestri, SP 
Daiger, RK Koenekoop , K Zhang, R Chen. Next generation sequencing-based molecular 
diagnosis of retinitis pigmentosa: identification of a novel genotype-phenotype correlation 
and clinical refinements. Hum Genet. 133:331-345, 2014. PubMed PMID: 24154662. 

 
73. DC Koboldt, DE Larson, LS Sullivan, SJ Bowne, KM Steinberg, JD Churchill, AC Buhr, N Nutter, 

EA Pierce, SH Blanton, GM Weinstock, RK Wilson, SP Daiger. Exome-based mapping and 
variant prioritization for inherited Mendelian disorders. Am J Hum Genet. 94:373-384, 2014. 
PubMed PMID: 24560519. 

 
74. LS Sullivan, DC Koboldt, SJ Bowne, S Lang, SH Blanton, E Cadena, CE Avery, RA Lewis, K Webb-

Jones, DH Wheaton, DG Birch, R Coussa, H Ren, I Lopez, C Chakarova, RK Koenekoop, CA 
Garcia, RS Fulton, RK Wilson, GM Weinstock, SP Daiger. A dominant mutation in hexokinase 1 
(HK1) causes retinitis pigmentosa. Invest Ophthalmol Vis Sci. 55:7147-7158, 2014. PubMed 
PMID: 25190649. 

 
75. SP Daiger, SJ Bowne, LS Sullivan. Genes and Mutations Causing Autosomal Dominant Retinitis 

Pigmentosa. Cold Spring Harb Perspect Med. Oct 10, 2014. PubMed PMID: 25304133. 
 



11 

76. SP Shankar, DG Birch, RS Ruiz, DK Hughbanks-Wheaton, LS Sullivan, SJ Bowne, EM Stone, SP 
Daiger. Founder Effect of a c.828+3A>T Splice Site Mutation in Peripherin 2 (PRPH2) Causing 
Autosomal Dominant Retinal Dystrophies. JAMA Ophthalmol. Feb 12, 2015 [Epub ahead of 
print] PubMed PMID: 25675413.  

 
77. SP Daiger, LS Sullivan, SJ Bowne, DC Koboldt, SH Blanton, DK Wheaton, CE Avery, ED Cadena, 

RK Koenekoop, RS Fulton, RK Wilson, GM Weinstock, RA Lewis, DG Birch. Identification of a 
Novel Gene on 10q22.1 Causing Autosomal Dominant Retinitis Pigmentosa (adRP). Adv Exp 
Med Biol. 854:193-200, 2016. PubMed PMID: 26427411. 

 
78. SP Strom, MJ Clark, A Martinez, S Garcia, AA Abelazeem, A Matynia, S Parikh, LS Sullivan, SJ 

Bowne, SP Daiger, MB Gorin. De Novo Occurrence of a Variant in ARL3 and Apparent 
Autosomal Dominant Transmission of Retinitis Pigmentosa. PLoS One. Mar 10;11(3):2016. 
eCollection 2016. PubMed PMID: 26964041. 

 
79. SJ Bowne, LS Sullivan, DK Wheaton, KG Locke, KD Jones, DC Koboldt, RS Fulton, RK Wilson, SH 

Blanton, DG Birch, SP Daiger. North Carolina macular dystrophy (MCDR1) caused by a novel 
tandem duplication of the PRDM13 gene. Mol Vis. 22:1239-1247, 2016. eCollection 2016. 
PubMed PMID: 27777503. 

 
80. SP Shankar, DK Hughbanks-Wheaton, DG Birch, LS Sullivan, KN Conneely, SJ Bowne, EM Stone, 

SP Daiger. Autosomal Dominant Retinal Dystrophies Caused by a Founder Splice Site Mutation, 
c.828+3A>T, in PRPH2 and Protein Haplotypes in trans as Modifiers. Invest Ophthalmol Vis Sci. 
57:349-359, 2016. PubMed PMID: 26842753. 

 
81. AS Thomas, K Branham, RN Van Gelder, SP Daiger, LS Sullivan, SJ Bowne, JR Heckenlively, ME 

Pennesi. Multimodal Imaging in Wagner Syndrome. Ophthalmic Surg Lasers Imaging Retina. 
47:574-579, 2016. PubMed PMID: 27327288. 

 
82. MJ Ventura, D Wheaton, M Xu, D Birch, SJ Bowne, LS Sullivan, SP Daiger, AE Whitney, RO Jones, 

AB Moser, R Chen, MF Wangler. Diagnosis of a mild peroxisomal phenotype with next-
generation sequencing. Mol Genet Metab Rep. 9:75-78, 2016. eCollection 2016 Dec. PubMed 
PMID: 27872819.  

 
83. LS Sullivan, SJ Bowne, DC Koboldt, EL Cadena, JR Heckenlively, KE Branham, DH Wheaton, KD 

Jones, RS Ruiz, ME Pennesi, P Yang, D Davis-Boozer, H Northrup, VV Gurevich, R Chen, M Xu, Y 
Li, DG Birch, SP Daiger. A Novel Dominant Mutation in SAG, the Arrestin-1 Gene, is a Common 
Cause of Retinitis Pigmentosa in Hispanic Families in the Southwestern United States. Invest 
Ophthalmol Vis Sci. 58:2774-2784, 2017. PubMed PMID: 28549094. 

 
84. KD Jones, DK Wheaton, SJ Bowne, LS Sullivan, DG Birch, R Chen, SP Daiger. Next-generation 

sequencing to solve complex inherited retinal dystrophy: A case series of multiple genes 
contributing to disease in extended families. Mol Vis. Jul 20;23:470-481, 2017. eCollection 
2017. PubMed PMID: 28761320. 

 



12 

85. SA Vishnivetskiy, LS Sullivan, SJ Bowne, SP Daiger, EV Gurevich, VV Gurevich. Molecular Defects 
of the Disease-Causing Human Arrestin-1 C147F Mutant. Invest Ophthalmol Vis Sci. 59(1):13-
20, 2018. PubMed PMID: 29305604. 

 
86. SP Daiger, SJ Bowne, LS Sullivan, K Branham, DK Wheaton, KD Jones, CE Avery, ED Cadena, JR 

Heckenlively, DG Birch. Molecular Findings in Families with an Initial Diagnose of Autosomal 
Dominant Retinitis Pigmentosa (adRP). Adv Exp Med Biol. 1074:237-245, 2018. PubMed 
PMID:29721949. 

 
87. K Kiser, KD Webb-Jones, SJ Bowne, LS Sullivan, SP Daiger, DG Birch. Time course of disease 

progression of PRPF31-mediated retinitis pigmentosa. Am J Ophthalmol. 2018 Dec 21. pii: 
S0002-9394(18)30680-9. [Epub ahead of print] PubMed PMID: 30582903. 

 
88. SP Daiger, LS Sullivan, SJ Bowne, ED Cadena, D Koboldt, KM Bujakowska, EA Pierce. Detection 

of Large Structural Variants Causing Inherited Retinal Diseases. Adv Exp Med Biol. 
2019;1185:197-202. PubMed PMID: 31884611. 

 
89. AT Fahim, LS Sullivan, SJ Bowne, KD Jones, DKH Wheaton, NW Khan, JR Heckenlively, KT 

Jayasundera, KH Branham, CA Andrews, MI Othman, AJ Karoukis, DG Birch, SP Daiger. X-
Chromosome Inactivation Is a Biomarker of Clinical Severity in Female Carriers of RPGR-
Associated X-Linked Retinitis Pigmentosa. Ophthalmol Retina. 2020 May;4(5):510-520. Epub 
2019 Nov 18. PubMed PMID: 31953110. 

 
90. B Cogné, X Latypova, LDS Senaratne, L Martin, DC Koboldt, G Kellaris, L Fievet, G Le Meur, D 

Caldari, D Debray, M Nizon, E Frengen, SJ Bowne, EL Cadena, SP Daiger, KM Bujakowska, EA 
Pierce, M Gorin, N Katsanis, S Bézieau, SM Petersen-Jones, LM Occelli, LA Lyons, L Legeai-
Mallet, LS Sullivan, EE Davis, B Isidor. Mutations in the Kinesin-2 Motor KIF3B Cause an 
Autosomal-Dominant Ciliopathy. Am J Hum Genet. 2020 Jun 4;106(6):893-904. Epub 2020 May 
7. PubMed PMID: 32386558 

 
91. R Sangermano, P Biswas, LS Sullivan, EM Place, S Borooah, J Straubhaar, EA Pierce, SP Daiger, 

KM Bujakowska, R Ayaggari. Identification of a novel large multigene deletion and a frameshift 
indel in PDE6B as the underlying cause of early onset recessive rod-cone degeneration 
In press, Cold Spring Harb Mol Case Stud. 2022 Dec;8(7). Print 2022 Dec. PubMed PMID: 
36376065 

 
92. Birch DG, Cheetham JK, Daiger SP, Hoyng C, Kay C, MacDonald IM, Pennesi ME, Sullivan LS. 

Overcoming the Challenges to Clinical Development of X-Linked Retinitis Pigmentosa 
Therapies: Proceedings of an Expert Panel. Transl Vis Sci Technol. 2023 Jun 1;12(6):5. PubMed 
PMID: 37294701. 

 
93. SP Daiger, LS Sullivan, EL Cadena, SJ Bowne. History of Finding Genes and Mutations Causing 

Inherited Retinal Diseases. Cold Spring Harb Perspect Med 2024 Sep 3;14(9). doi: 
10.1101/cshperspect.a041287. Review. PubMed PMID: 37788881; PubMed Central PMCID: 
PMC11368188. 

 



13 

94. S Malka, P Biswas, AM Berry, R Sangermano, M Ullah, S Lin, M D'Antonio, A Jestin, X Jiao, M 
Quinodoz, L Sullivan, JC Gardner, EM Place, M Michaelides, K Kaminska, OA Mahroo, E Schiff, 
G Wright, F Cancellieri, V Vaclavik, C Santos, AU Rehman, S Mehrotra, HM Azhar Baig, M Iqbal, 
M Ansar, LC Santos, AB Sousa, VH Tran, H Matsui, A Bhatia, MA Naeem, SJ Akram, J Akram, S 
Riazuddin, C Ayuso, EA Pierce, AJ Hardcastle, SA Riazuddin, KA Frazer, JF Hejtmancik, C Rivolta, 
KM Bujakowska, G Arno, AR Webster, R Ayyagari. Substitution of a single non-coding 
nucleotide upstream of TMEM216 causes non-syndromic retinitis pigmentosa and is 
associated with reduced TMEM216 expression. Am J Hum Genet. 2024 Aug 20:S0002-
9297(24)00281-7. Epub ahead of print. PubMed PMID: 39191256. 

 
95. SE de Bruijn, D Panneman, N Weisschuh, EL Cadena, EGM Boonen, L Holtes, GDN Astuti, F 

Cremers, N Leijsten, J Corominas, C Gilissen, A Skowronska, J Woodley, AD Beggs, V Toulis, D 
Chen, M Cheetham, A Hardcastle, TL Mclaren, TM Lamey, JA Thompson, FK Chen, JN De Roach, 
IR Urwin, L Sullivan, S Roosing. Identification of novel 3D-genome altering and complex 
structural variants underlying retinitis pigmentosa type 17 through a multistep and high-
throughput approach. Front Genet. 2024 15:1469686. PubMed PMID: 39507620. 

 
96. M Quinodoz, K Rodenburg, Z Cvackova, et al. De novo and inherited dominant variants in U4 

and U6 snRNAs cause retinitis pigmentosa. Nat Genet. 2026 Jan;58(1):169-179. doi: 
10.1038/s41588-025-02451-4. Epub 2026 Jan 9. PubMed PMID: 41513982; PubMed Central 
PMCID: PMC12807869. 

 
 
Recent Abstracts  
 
1. LA Sadler, SH Blanton, JR Heckenlively, AW Cottingham, M Wagner, JE Parrish, DE Wells, AE 

Retief, L Warnich, SP Daiger.  Linkage and physical mapping of human chromosome 8, including 
autosomal dominant retinitis pigmentosa (RP1).  Cytogenet. Cell Genet. 51:2000, 1991. 

 
2. SP Daiger, LA Sadler, SH Blanton, A Cottingham, M Wagner, A Swaroop, JR Heckenlively.  

Localization of the gene causing the chromosome 8 form of autosomal dominant retinitis 
pigmentosa. Int. Symp. on Retinal Degeneration, Sardinia, Sept. 15-20, 1992. 

 
3. LA Sadler, MD Badzioch, M Wagner, KA Graves, A Swaroop, TL Yang-Feng, K Zheng, SP Daiger.  

Characterization and sequence analysis of a human retinal cDNA that encodes a member of 
the SRY-related gene family. Am. J. Hum. Genet. 51:A135, 1992. 

 
4. SP Daiger, SH Blanton, LA Sadler, AW Cottingham, M Wagner, JR Heckenlively. Linkage 

mapping of one form of autosomal dominant retinitis pigmentosa (RP1) to 8q11-q21. Am. J. 
Hum. Genet. 51:A185, 1992. 

 
5. SP Daiger, LA Sadler, JA Rodriguez, JR Heckenlively.  How do mutations in photoreceptor-

specific proteins lead to retinal degeneration? Controversies in Neuroscience III: Signal 
Transduction in the Retina and Brain, Portland, OR, November,  1992. 

 



14 

6. SP Daiger, LA Sadler, AM Gannon, SH Blanton, RW Cottingham, MJ Wagner, JR Heckenlively.  
Linkage and physical mapping of the chromosome 8 form of autosomal dominant retinitis 
pigmentosa (RP1). Cytogenet. Cell Genet. 64:144, 1993. 

 
7. LA Sadler, SH Blanton, RA Cottingham, CM Craft, A Swaroop, MJ Wagner, JR Heckenlively, SP 

Daiger.  Linkage mapping of one form (RP1) of autosomal dominant retinitis pigmentosa to 
8q11-q21 and exclusion of candidate genes. Am. J. Hum. Genet. 53:A1065, 1993. 

 
8. JZ Gu, E Brundage, SP Daiger, L Sadler, DE Wells, MJ Wagner.  Combined STS and YAC contig 

map of proximal 8q, a region containing the RP1 and BOR genes. Am. J. Hum. Genet. 51:A1778, 
1993.  

 
9. LS Sullivan, SH Blanton, MJ Wagner, J Heckenlively, SP Daiger.  Refined linkage and physical 

mapping of the chromosome 8 form of autosomal dominant retinitis pigmentosa (RP1). 
Second International Workshop on Human Chromosome 8. Cytogenet. Cell Genet., 68:161, 
1995. 

 
10. SA Jordan, RE McGuire, LS Sullivan, AM Gannon, P Humphries, SP Daiger.  Linkage and clinical 

characterization of families with the RP10 (chromosome 7q) form of autosomal dominant 
retinitis pigmentosa.  Am. J. Hum. Genet., 55:189, 1994. 

 
11. SH Blanton, LA Sullivan, SP Daiger.  The CEPH chromosome 8 linkage map: error checking and 

additional markers.  Second International Workshop on Human Chromosome 8.  Cytogenet. 
Cell Genet., 68:156, 1995. 

 
12. LS Sullivan, SH Blanton, MJ Wagner, JR Heckenlively, SP Daiger.  Fine-structure linkage and 

physical mapping of the RP1 form of autosomal dominant retinitis pigmentosa.  Invest. 
Ophthalmol. Vis. Sci. 36:S1004, 1995. 

 
13. SP Daiger, RE McGuire, LS Sullivan, JR Heckenlively.  X-linked dominant cone-rod dystrophy:  

Linkage mapping of a new locus (CORD3) to Xp22.13-p22.11.  Invest. Ophthalmol. Vis. Sci. 
36:S1065, 1995. 

 
14. JC Sawyer, AM Gannon, LS Sullivan, MJ Wagner, SP Daiger.  Haplotypes for polymorphic amino 

acid substitutions in peripherin/RDS.  Am. J. Hum. Genet., 57:A203, 1995. 
 
15. LS Sullivan, SR Guilford, DG Birch, SP Daiger. A novel splice-site mutation in the gene for 

peripherin/RDS causing dominant retinal degeneration. Invest. Ophthalmol. Vis. Sci. 37:S1145, 
1996. 

 
16. SP Daiger, LS Sullivan, SH Blanton, CA Garcia, DG Birch, JR Heckenlively. Model system for 

linkage testing in families with autosomal dominant retinitis pigmentosa.  Invest. Ophthalmol. 
Vis. Sci. 37:S666, 1996. 

 
17. RW Yee, SP Daiger, LS Sullivan, KW Small. Reis Buckler's corneal dystrophy (RBCD) maps to 

chromosome 5q.  Invest. Ophthalmol. Vis. Sci. 37:S1016, 1996. 



15 

 
18. SP Daiger, LS Sullivan, MM Sohocki, G Weinstock, EJ Sodergren. Linkage testing, physical 

mapping and low-pass cosmid sequencing for positional cloning of genes on human 
chromosome 8 causing retinal degeneration. Third International Workshop on Human 
Chromosome 8, San Antonio, TX, 1996.  

 
19. H Lai, RW Yee, L Sullivan, MA Sos, Y Lu, S Daiger. Genome wide search for linkage of families 

with Reis-Bucklers’ and Meesmans’ corneal dystrophy. Invest. Ophthalmol. Vis. Sci. 38:S1086, 
1997.  

 
20. MM Sohocki, LS Sullivan, H Mintz-Hittner, RE Ferrell, SP Daiger. Exclusion of atypical vitelliform 

macular dystrophy (VMD1) from 8q24 and from other known loci for autosomal dominant 
macular degeneration. Invest. Ophthalmol. Vis. Sci. 38:S794, 1997. 

 
21. LS Sullivan, SP Daiger, MN Khan, HT Lai, Y Lu, RW Yee. Linkage mapping of Thiel-Behnke corneal 

dystrophy (CDTB) to chromosome 10q23-q24. Am. J. Hum. Genet. 61:A296, 1997.  
 
22. MM Sohocki, LS Sullivan, HA Mintz-Hittner, SP Daiger. Identification of candidate genes 

involved in the autosomal dominant cone-rod dystrophy (CORD2) locus which maps to 
19q13.1.  Am. J. Hum. Genet. 61:A295, 1997.  

 
23. RW Yee, LS Sullivan, M Monteiro, SP Daiger. Refined linkage mapping and candidate gene 

screening for Thiel-Behnke corneal dystrophy (CDB2) on 10q23-q24. Invest. Ophthalmol. Vis. 
Sci. 39:B223, 1998 

 
24. MM Sohocki, LS Sullivan, H Mintz-Hittner, RR McInnes, SP Daiger. Cone-rod dystrophy in a 

large Texas family with an E80A mutation in CRX, a photoreceptor-specific homeobox gene. 
Invest. Ophthalmol. Vis. Sci. 39:B220, 1998 

 
25. MM Sohocki, KA Malone, LS Sullivan, SP Daiger. Identification of novel candidate genes for 

inherited retinal disorders. Am. J. Hum. Genet., 63:A386, 1998. 
 
26. LS Sullivan, J Zuo, J Treadway, MM Sohocki, AR Carr, JR Heckenlively, SP Daiger. Comparative 

mapping of the syntenic regions of human chromosome 8cen-q12 and mouse chromosomes 
1, 4 and 8 for positional cloning of RP1, Rd4 and nr. Am. J. Hum. Genet., 63:A259, 1998. 

 
27. SP Daiger, LS Sullivan, MM Sohocki, SJ Bowne, KA Malone, JR Heckenlively. Positional 

candidate cloning of genes causing autosomal dominant retinitis pigmentosa (adRP). Invest. 
Ophthalmol. Vis. Sci. 40:S602, 1999. 

 
28. SJ Bowne, SP Daiger, MM Hims, MM Sohocki, KA Malone, AB McKie, JR Heckenlively, DG Birch, 

CF Inglehearn, SS Bhattacharya, A Bird, LS Sullivan. Mutations in the RP1 gene causing 
autosomal dominant retinitis pigmentosa. Am J. Hum. Genet., 65:A112, 1999. 

 



16 

29. LS Sullivan, SJ Bowne, JR Heckenlively, J Zuo, K Cheon, J Treadaway, WA Hide, A Gal, M Denton, 
CF Inglehearn, SP Daiger. Cloning, characterization and mutation screening of the RP1 gene in 
autosomal dominant retinitis pigmentosa. Am J. Hum. Genet., 65:A492, 1999. 

 
30. MM Sohocki, S Blackshaw, CL Cepko, LS Sullivan, SP Daiger. Human arylhydrocarbon 

interacting protein-like 1 gene (AIPL1), a candidate for inherited retinal disorders: mapping to 
17p13, characterization and mutation testing. Am J. Hum. Genet. 65:A112, 1999. 

 
31. LS Sullivan, KA Malone, SJ Bowne, K Cheon, J Gao, J Zuo, SP Daiger. An unusual degree of 

sequence divergence among mammalian RP1 genes. Invest. Ophthalmol. Vis. Sci. 41:S193, 
2000. 

 
32. RW Yee, LS Sullivan, EB Baylin, R Font, JS Pepose, T Clinch, X Xu, SP Daiger. A novel mutation 

of the keratin 12 gene responsible for a severe phenotype of Meesmans corneal dystrophy. 
Invest. Ophthalmol. Vis. Sci. 41:S538, 2000. 

 
33. RT Tzekov, DH Wheaton, LS Sullivan, SJ Bowne, SP Daiger, DG Birch. Phenotype/genotype 

relationships in patients with RP1 mutations. Invest. Ophthalmol. Vis. Sci. 41:S885, 2000. 
 
34. DH Wheaton, LS Sullivan, SP Daiger, DG Birch. The Southwest Eye Registry: A regional database 

for patients with inherited retinal disorders. Annual Meeting of the Association for Research 
in Vision and Ophthalmology, Ft. Lauderdale, FL, 2001. 

 
35. RW Yee, LS Sullivan, X Xu, SP Daiger. Mutational screening in families with inherited anterior 

basement membrane corneal dystrophies. Annual Meeting of the Association for Research in 
Vision and Ophthalmology, Ft. Lauderdale, FL, 2001. 

 
36. J Zuo, K Cheon, J Gao, J Zhou, LS Sullivan, SJ Bowne, SP Daiger, DB Farber, JR Heckenlively, EA 

Pierce. Characterization of the mouse orthologue of the human Retinitis Pigmentosa 1 (RP1) 
gene and generation of Rp1 knockout mice. Annual Meeting of the Association for Research in 
Vision and Ophthalmology, Ft. Lauderdale, FL. 2001. 

 
37. SJ Bowne, LS Sullivan, SH Blanton, CL Cepko, S Blackshaw, DG Birch, D Hughbanks-Wheaton, 

JR Heckenlively, SP Daiger. Mutations in the inosine monophosphate dehydrogenase 1 gene 
(IMPDH1) cause the RP10 form of autosomal dominant retinitis pigmentosa. Annual Meeting 
of the Association for Research in Vision and Ophthalmology, Ft. Lauderdale, FL,  2002. 

 
38. LS Sullivan, SJ Bowne, KA Malone, JR Heckenlively,  A Kennan, P Humphries, SP Daiger, RP1 

Consortium. Characterization of a novel retinal gene, RP1L1, with similarity to RP1 and unusual 
polymorphic variation. Annual Meeting of the Association for Research in Vision and 
Ophthalmology, Ft. Lauderdale, FL, 2002. 

 
39. LS Sullivan, SJ Bowne, MM Hills, JR Heckenlively, DG Birch, D Hughbanks-Wheaton, JE Liebelt, 

SP Daiger. Novel mutations identified in a screen of patients with autosomal dominant retinitis 
pigmentosa. Annual Meeting of the Association for Research in Vision and Ophthalmology, Ft. 
Lauderdale, FL. 2003. 



17 

 
40. SJ Bowne, A Gire, LS Sullivan, JR Heckenlively, DG Birch, D Hughbanks-Wheaton, RA Lewis, SP 

Daiger.  Frequency and spectrum of IMPDH1 mutations associated with autosomal dominant 
retinitis pigmentosa. Annual Meeting of the Association for Research in Vision and 
Ophthalmology, Ft. Lauderdale, FL. 2003. 

 
41. A Gire, SJ Bowne, LS Sullivan, DG Birch, D Hughbanks-Wheaton, JR Heckenlively, SP Daiger. 

Mutations in X-Linked RPGR in families with apparent autosomal dominant retinitis 
pigmentosa (adRP). Annual Meeting of the Association for Research in Vision and 
Ophthalmology, Ft. Lauderdale, FL. 2003. 

 
42. SJ Bowne, LS Sullivan, AI Gire, DG Birch, D Hughbanks-Wheaton, JR Heckenlively, J Zhu, CJ 

RaySpellicy, EM Gutter, SP Daiger. Autosomal dominant retinitis pigmentosa: prevalence of 
disease-causing mutations in known genes. Annual Meeting of the Association for Research in 
Vision and Ophthalmology, Ft. Lauderdale, FL. 2004. 

 
43. LS Sullivan, SJ Bowne, SP Shankar, DG Birch, D Hughbanks-Wheaton, JR Heckenlively, SH 

Blanton, SP Daiger. Autosomal dominant retinitis pigmentosa: exclusion of known and mapped 
genes in three families. Annual Meeting of the Association for Research in Vision and 
Ophthalmology, Ft. Lauderdale, FL. 2004. 

 
44. LS Sullivan, SJ Bowne, SP Shankar, SH Blanton, JR Heckenlively, DG Birch, DH Wheaton, MZ 

Pelias, SP Daiger. Linkage Mapping in families with autosomal dominant retinitis pigmentosa 
(adRP). Invest. Ophthalmol. Vis. Sci. 46: E-Abstract 2293, 2005. 

 
45. DKH Wheaton, P Kozma, GE Fish, KG Locke, SJ Bowne, LS Sullivan, SP Daiger, DG Birch. Clinical 

characterization of RP10 in a large family with an identified (Asp226Asn) IMPDH1 mutation. 
Invest. Ophthalmol. Vis. Sci. 46: E-Abstract 512, 2005. 

 
46. Q Liu, C Cukras, SJ Bowne, J Zhu, LS Sullivan, SP Daiger, EA Pierce. A potential interaction 

between the RP1 and IMPDH1 proteins. Invest. Ophthalmol. Vis. Sci. 46: E-Abstract 1710, 2005. 
 
47. SP Daiger, LS Sullivan, SE Mortimer, L Hedstrom, AI Gire, J Zhu, JR Heckenlively, DG Birch, DH 

Wheaton, SJ Bowne.  Mutations in IMPDH1 are associated with leber congenital amaurosis. 
Invest. Ophthalmol. Vis. Sci. 46: E-Abstract 1815, 2005. 

 
48. SJ Bowne, L.S. Sullivan, J Zhu, Q Liu, EA Pierce, JN Ebright, C Bowes Rickman, SP Daiger. Why 

do mutations in a widely expressed gene, IMPDH1, cause autosomal dominant retinitis 
pigmentosa? Invest. Ophthalmol. Vis. Sci. 46: E-Abstract 3114, 2005. 

 
49. DG Birch, DH Wheaton, KG Locke, SJ Bowne, LS Sullivan, SP Daiger. Clinical characterization of 

RP11 in five families with identified PRPF31 mutations. Invest. Ophthalmol. Vis. Sci. 47: E-
Abstract 1037, 2006. 

 



18 

50.  J Zuo, J Liu, T Yamashita, R Griffith, A Romeo, SJ Bowne, SP Daiger, LS Sullivan, MEC Fitzgerald. 
RP1L1 is required for appropriate outer segment formation. Invest. Ophthalmol. Vis. Sci. 47: 
E-Abstract 4749, 2006. 

 
51. CJ Spellicy, SJ Bowne, LS Sullivan, J Zhu, Q Liu, EA Pierce, SP Daiger. Characterizing retinal 

IMPDH1 in several mammalian species. Invest. Ophthalmol. Vis. Sci. 47: E-Abstract 4901, 2006. 
 
52.  LS Sullivan, SJ Bowne, CR Seaman, DG Birch, DH Wheaton, RA Lewis, SH Blanton, SP Daiger. 

Identification of a large insertion/deletion in the PRPF31 gene in a family with adRP. Invest. 
Ophthalmol. Vis. Sci. 47: E-Abstract 1704, 2006. 

 
53.  SJ Bowne, SP Daiger, JR Heckenlively, DG Birch, D.H. Wheaton, LS Sullivan. Exonic deletions in 

autosomal dominant retinitis pigmentosa genes may be a frequent cause of retinal disease. 
Invest. Ophthalmol. Vis. Sci. 47: E-Abstract 1705, 2006. 

 
54. CJ Spellicy, SP Shankar, LS Sullivan, SJ Bowne, EM Stone, DG Birch, and SP Daiger. Does the 

Complement Factor H (CFH) Tyr402His Polymorphism Affect the Retinal Phenotype of a 
Clinically Variable RDS Mutation? Invest. Ophthalmol. Vis. Sci. 48: E-Abstract 4632, 2007. 

 
55. SJ Bowne, LS Sullivan, ED Cadena, DH Wheaton, JR Heckenlively, DG Birch, and SP Daiger. A 

Screen for Genomic Rearrangements in Genes Known to Cause Autosomal Dominant Retinitis 
Pigmentosa (AdRP) Invest. Ophthalmol. Vis. Sci. 48: E-Abstract 2334, 2007. 

 
56. DK Wheaton, BD Stier, SJ Bowne, LS Sullivan, SP Daiger, and DG Birch. The Southwest Eye 

Registry: A Twelve-Year Evaluation. Invest. Ophthalmol. Vis. Sci. 48: E-Abstract 5494, 2007. 
 
57. SP Daiger, LS Sullivan, AI Gire, CJ Spellicy, DG Birch, D Hughbanks-Wheaton, JR Heckenlively, 

SJ Bowne. Prevalence of Mutations in TOPORS Causing Autosomal Dominant Retinitis 
Pigmentosa (adRP). Invest. Ophthalmol. Vis. Sci. 49: E-Abstract 1302, 2008. 

 
58. CJ Spellicy, SJ Bowne, LS Sullivan, D Hughbanks-Wheaton, DG Birch, JR Heckenlively, and SP 

Daiger. Using Peripheral Blood Leukocytes to Detect PRPF31 Haploinsufficiency. Invest. 
Ophthalmol. Vis. Sci. 49: E-Abstract 1302, 2008. 

 
59. SJ Bowne, LS Sullivan, DK Wheaton, DG Birch, JR Heckenlively, and SP Daiger. Disease-causing 

Copy Number Variants (CNVs) in Genes Associated With Autosomal Recessive Retinal 
Degeneration. Invest. Ophthalmol. Vis. Sci. 50: E-Abstract 2307, 2009 

 
60. SP Daiger, SJ Bowne, LS Sullivan, DG Birch, JR Heckenlively, EA Pierce, L Ding, EJ Sodergren, RS 

Fulton, and GM Weinstock.  Targeted High-Throughput DNA Sequencing for Gene Discovery in 
Retinitis Pigmentosa. Invest. Ophthalmol. Vis. Sci. 50: E-Abstract 2323, 2009 

 
61. JS Friedman, JW Ray, N Waseem, K Johnson, MJ Brooks, T Hugosson, KE Branham, DS Krauth, 

SJ Bowne, LS Sullivan, V Ponjavic, AR Webster, DG Birch, GR Abecasis, Y Fann, SS 
Bhattacharya, SP Daiger, JR Heckenlively, S Andréasson, A Swaroop. Autosomal-Dominant 
Retinitis Pigmentosa is caused by mutations in a BTB-Kelch Protein, KLHL7. Abstract #381, 

javascript:openPopupWindow('/viewer/viewAbstractPrintFriendly.asp?CKey=%7B37FCED20-B35B-486F-A9CD-4D7D1069DD3D%7D&SKey=%7B614ED55A-889F-434D-BCBD-75388A08D88D%7D&MKey=%7B7795A420-8CB1-433D-9873-743C5CBD087A%7D&AKey=%7BC7EBB51B-512B-49A6-B4F2-0ADB01DC195B%7D',%20500,%20400);
javascript:openPopupWindow('/viewer/viewAbstractPrintFriendly.asp?CKey=%7B37FCED20-B35B-486F-A9CD-4D7D1069DD3D%7D&SKey=%7B614ED55A-889F-434D-BCBD-75388A08D88D%7D&MKey=%7B7795A420-8CB1-433D-9873-743C5CBD087A%7D&AKey=%7BC7EBB51B-512B-49A6-B4F2-0ADB01DC195B%7D',%20500,%20400);


19 

presented at the 59th Annual Meeting of The American Society of Human Genetics, October 
21, 2009, Honolulu, Hawaii.  Available at 
http://www.ashg.org/2009meeting/abstracts/fulltext/.  

 
62. SP Daiger, LS Sullivan, SJ Bowne, DG Birch, JR Heckenlively, SH Blanton, EA Pierce, L Ding, EJ 

Sodergren, RS Fulton, GM Weinstock. Next Generation Technologies for Gene Discovery in 
Autosomal Dominant Retinitis Pigmentosa. Abstract# 501, presented at the 59th Annual 
Meeting of The American Society of Human Genetics, October 21, 2009, Honolulu, Hawaii.  
Available at http://www.ashg.org/2009meeting/abstracts/fulltext/ 

 
63. SJ Bowne, LS Sullivan, DK Wheaton, K Clark, KE Branham, CJ Spellicy, G Dangol, DG Birch, JR 

Heckenlively,and SP Daiger. Mutations in X-Linked RPGR Account for an Appreciable Fraction 
of Families With a Pedigree Consistent With Autosomal Dominant Retinitis Pigmentosa  Invest 
Ophthalmol Vis Sci 2010;51: E-Abstract 4085. 

 
64. LS Sullivan, SJ Bowne, JW Ray, EL Cadena, SH Blanton, and SP Daiger. A New Locus for 

Autosomal Dominant Retinitis Pigmentosa, RP50, Maps to Chromosome 2q24.1-q31.1  Invest 
Ophthalmol Vis Sci 2010;51: E-Abstract 4089. 

 
65. K Clark, D Birch, D Hoffman, H Patel, SP Daiger, SJ Bowne, LS Sullivan, and DK Wheaton. 

Assessment of Everyday Visual Tasks in Carriers of X-Linked Retinitis Pigmentosa: Use of the 
Visual Activities and Low Luminance Questionnaires  Invest Ophthalmol Vis Sci 2010;51: E-
Abstract 949.  

 
66. DK Wheaton, K Clark, SJ Bowne, LS Sullivan, K Branham, M Othman, JR Heckenlively, A 

Swaroop, SP Daiger, and DG Birch. RP2 Mutations Cause Variable Phenotypes in Carrier 
Females in Two Families With Retinitis Pigmentosa  Invest Ophthalmol Vis Sci 2010;51: E-
Abstract 1351. 

 
67. HV Gudiseva, N Smaoui, IM MacDonald, SJ Bowne, X Wang, LS Sullivan, SP Daiger, JF 

Hejtmancik, and R Ayyagari. Evaluation of a Resequencing Array of 93 Retinal Dystrophy Genes 
 Invest Ophthalmol Vis Sci 2010;51: E-Abstract 1652. 

 
68. AT Fahim, LS Sullivan, SJ Bowne, DG Birch, DK Wheaton, K Clark, and SP Daiger. Polymorphic 

Variation in RPGRIP1 and RPGRIP1L as Potential Modifiers of X-Linked Retinitis Pigmentosa 
Caused by Mutations in RPGR  ARVO Invest Ophthalmol Vis Sci 2010;51: E-Abstract 1658. 

 
69. LS Sullivan, SJ Bowne, MM Humphries, PF Kenna, GM Weinstock, DC Koboldt, SH Blanton, P 

Humphries, and SP Daiger. Detection Of A Dominant-acting Mutation In RPE65 Using Whole-
genome Linkage Mapping And Whole-exome Sequencing  Invest Ophthalmol Vis Sci 2011;52: 
E-Abstract 5403. 

 
70. KD Webb, HM Patel, SJ Bowne, LS Sullivan, AT Fahim, SP Daiger, DR Hoffman, DG Birch, and 

DK Wheaton. Assessment of Phenotypic Variability Among Female Carriers of X-linked Retinitis 
Pigmentosa (xlRP) due to RPGR Mutations. Invest Ophthalmol Vis Sci 2011;52: E-Abstract 4981. 

 

http://www.ashg.org/2009meeting/abstracts/fulltext/
http://www.ashg.org/2009meeting/abstracts/fulltext/


20 

71. Peter Humphries, Paul F. Kenna, Lawrence C. Tam, Sara J. Bowne, Lori S. Sullivan, George 
Weinstock, Susan H. Blanton, Jane G. Farrar, Stephen P. Daiger, and Marian M. Humphries. 
ADRP With Choroidal Involvement Associated With Asp477Gly Mutation Within The RPE65 
Gene Invest Ophthalmol Vis Sci 2011;52: E-Abstract 5408.  

 
72. Dianna K. Wheaton, Yuquan Wen, Kirsten G. Locke, Martin Klein, Sara J. Bowne, Lori S. Sullivan, 

Joseph W. Ray, Stephen P. Daiger, and David G. Birch. Phenotypic Characterization Of Three 
Families With Autosomal Dominant Retinitis Pigmentosa (adRP) Due To Mutations In KLHL7  
Invest Ophthalmol Vis Sci 2011;52: E-Abstract 5402. 

 
73. SP Daiger, MR O'Byrne, AT Fahim, SJ Bowne, LS Sullivan, DG Birch, KD Webb, and DK Wheaton. 

Factors Modifying Severity and Penetrance in Males and Females with Retinitis Pigmentosa 
Caused by Mutations in the X-Linked RPGR Gene  Invest Ophthalmol Vis Sci 2012;53: E-
Abstract 4540. 

 
74. SJ Bowne, LS Sullivan, JD Churchill, SH Blanton, DK Wheaton, DG Birch, KE Branham, JR 

Heckenlively, EA Pierce, and SP Daiger. Genome-Wide Linkage Analysis For Gene Discovery In 
Autosomal Dominant Retinitis Pigmentosa  Invest Ophthalmol Vis Sci 2012;53: E-Abstract 
4528. 

 
75. LS Sullivan, SJ Bowne, D Blain, K Goetz, V Ndifor, M Reeves, S Vitez, SJ Tumminia, and SP Daiger. 

Prevalence of Mutations in eyeGENE(R) Probands With Autosomal Dominant Retinitis 
Pigmentosa or Inherited Maculopathy  Invest Ophthalmol Vis Sci 2012;53: E-Abstract 4546. 

 
76. LS Sullivan, SJ Bowne, CE Avery, DK Wheaton, DG Birch, KE Branham, JR Heckenlively, and SP 

Daiger. SNRNP200 Mutations Account for 2% of Autosomal Dominant Retinitis Pigmentosa. 
ARVO Annual Meeting, May 2013. 

 
77. DC Koboldt, DE Larson, LS Sullivan, SJ Bowne, RS Fulton, E Sodergren; SH Blanton, SP Daiger, 

RK Wilson, and GM Weinstock. Variant prioritization and linkage mapping using whole-exome 
sequencing data for families with autosomal dominant retinitis pigmentosa (adRP). ARVO 
Annual Meeting, May 2013. 

 
78. SP Daiger, LS Sullivan, SJ Bowne, GM Weinstock, DC Koboldt, R Chen, JR Heckenlively, KE 

Branham, DG Birch, and DK Wheaton. Application of Whole-Exome and Retinal-Capture Next-
Generation DNA Sequencing to Identify Disease-Causing Mutations in Families with a 
Diagnosis of Autosomal Dominant Retinitis Pigmentosa. ARVO Annual Meeting, May 2013. 

 
79. SP Daiger, JD Churchill, SJ Bowne, LS Sullivan, SH Blanton, D Koboldt, G Weinstock, D Wheaton, 

DG Birch. A novel locus for autosomal dominant retinitis pigmentosa (adRP) on chromosome 
19q13. ARVO Annual Meeting, May 2014. 

 
80. LS Sullivan, SJ Bowne, SH Blanton, DC Koboldt, RK Wilson, R Chen, F Wang, DK Wheaton, DG 

Birch, SP Daiger. Disease-causing mutations in a cohort of autosomal dominant (adRP) families 
without detectable mutations in known adRP genes. ARVO Annual Meeting, May 2015. 

 



21 

81. LS Sullivan, SJ Bowne, DC Koboldt, RS Fulton, KG Locke, KD Webb-Jones, DK Wheaton, RK 
Wilson, DG Birch, SP Daiger. A tandem duplication of PRDM13 in a family with North Carolina 
Macular Dystrophy (MCRD1). ARVO Annual Meeting, May 2016. 

 
82. LS Sullivan, SJ Bowne, KD Jones, KE Branham, JR Heckenlively, DC Koboldt, R Chen, VV 

Gurevich, DG Birch, SP Daiger. An ancestral mutation in SAG (S-antigen visual arrestin) is a 
common cause of autosomal dominant retinitis pigmentosa in Hispanics. ARVO Annual 
Meeting, May 2017. 

 
83. SP Daiger, LS Sullivan, SJ Bowne, EL Cadena, KM Bujakowska, EA Pierce, MB Gorin, X Latypova, 

EE Davis, N Katsanis, L Martin, L Legeai-Mallet, B Cogne, S Bezieau, T Besnard, B Isidor. A novel 
mutation in KIF3B in a family with dominant retinitis pigmentosa and polydactyly. ARVO 
Annual Meeting, May 2018. 

 
84. SP Daiger, LS Sullivan, SJ Bowne, EL Cadena, D Koboldt, KM Bujakowska, EA Pierce, DG Birch. 

Large structural variants account for a substantial fraction of unsolved cases of inherited 
retinal disease. American Society of Human Genetics Annual Meeting, October 2019. 

 
85. LS Sullivan, E Cadena, SJ Bowne, KM Bujakowska, E Galdikaite-Braziene, E Place, EA Pierce, R 

Ayyagari, DC Koboldt, DG Birch, K Jones, KE Branham, SP Daiger. A rare variant in ZBED1, a 
gene from the pseudoautosomal region of the X and Y chromosomes, is a likely cause of 
dominant retinitis pigmentosa in several large families. ARVO annual meeting, May 2022. 

 
86. K Lee, J Ross, W Hankey, AW Webster, LS Sullivan, JL Duncan, R Ayyagari. Optimizing variant 

curation guidelines to improve clinical genetic testing for RPE65 retinopathies utilizing the 
ClinGen framework. ARVO annual meeting, May 2022. Invest. Ophthalmol. Vis. Sci.. 2022; 
63(7):2834 – A0350. 

 
87. KC Worley, K Lee, R Ayyagari, ME Cheetham, E De Baere, K Goetz, RK Koenekoop, L Meng, M 

Nachury, PA Sieving, LS Sullivan, C Zeitz, R Chen. ClinGen variant curation for X-linked inherited 
retinal disease genes. ARVO annual meeting, May 2022. Invest. Ophthalmol. Vis. Sci.. 2022; 
63(7):624 – A0339. 

 
88. L Sullivan, K Lee, R Ayyagari, J Duncan, A Webster, S Daiger. Evidence-based Variant Curation 

in ClinGen for LCA and Early Onset Retinal Dystrophy. 20th International Symposium on Retinal 
Degeneration RD2023, October 2023. 

 
89. LS Sullivan, K Lee, W Hankey, R Ayyagari, JL Duncan, Andrew Webster. Strategies for Evidence-

based Variant Curation for LCA and Early Onset Retinal Dystrophy. ARVO annual meeting, May 
2024. Invest. Ophthalmol. Vis. Sci.. 2024; 65(7):4655. 

 
90. KC Worley, M Mero, W Hankey, L Haer-Wigman, HMJ Hussain, K Lee, PA Sieving, LS Sullivan, C 

Zeitz, RA Lewis, R Chen. ClinGen X-linked Inherited Retinal Disease Variant Curation Expert 
Panel (XLIRD VCEP): RPGR Curation Progress, and Initial modified ACMG criteria for RS1 and 
CHM. ARVO Annual Meeting, May 2024. Invest. Ophthalmol. Vis. Sci.. 2024; 65(7):453. 

 



22 

91. LS Sullivan, W Hankey, K Lee, A Webster, JL Duncan, R Ayyagari. Enhancing Variant Curation 
Protocols to Improve Clinical Genetic Testing for Recessive GUCY2D Retinopathies. ARVO 
Annual Meeting, May 2025. Invest. Ophthalmol. Vis. Sci. 2025;66(8):2730. 


