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CV SUMMARY 

 

Professor Saggar has recently been appointed as a Visiting Consultant at the Crumlin Hospital, Genetics 

Department in Dublin and Cork University Hospital, Cork. He is also director of the clinic, ‘Inherited Disorders 

of Connective Tissue’ and founder/lead of the ‘International Gene Clinic’. These clinics are the largest UK private 

genetic clinics for genetic conditions and have an international reputation of good standing. The clinics offer a 

complete clinical and laboratory diagnostic service for patients and families with all forms of inherited conditions.  

Professor Saggar recently retired as an NHS Consultant in the South West Thames Regional Genetics Department 

at St George’s Hospital/Honorary Senior Lecturer within St Georges University of London Medical School but 

still retains an honorary NHS contract. He was the Senior Consultant within the NHS multidisciplinary team 

responsible for providing services for a population of approximately 2.7 million across the region.  

Professor Saggar continues to take part in regional clinics in both general adult and paediatric dysmorphology 

alongside specialist clinics for patients with connective tissue diseases, kidney disorders, tuberous sclerosis, 

cancer family histories and other speciality areas. He was responsible for leading the Marfan/Aortopathy syndrome 

(connective tissue diseases) clinics at St George’s and the Brompton/ Harefield Hospitals. Professor Saggar has a 

broad and comprehensive record of experience in general medicine, namely respiratory, diabetes/endocrinology, 

cardiology, intensive care, nephrology and neurology.  

Professor Saggar regularly attends and contributes to the weekly Genetics Unit Journal Club and is an attending 

member of the British Society of Human Genetics, Clinical Genetics Society and the London Dysmorphology 

Club. He also contributes to international genetic meetings. 

Professor Saggar has a long-standing interest in ethnic minority health and equity of access. In 2003 he helped 

design and complete a collaborative, multi-centre pilot survey examining ethnic access to 3 UK genetic centres.  

He was Honorary General Secretary to the Clinical Genetics Society (CGS) for 4 years and was also on the Board 

of GenePool, a formative early part of the Department of Health’s ‘national electronic Library of Health’ initiative 

to provide an information service and web portal for genetics information and incorporation of genetics knowledge 

into clinical practice. Professor Saggar also sits on numerous other advisory committees including Past President 

of the Medical Genetics Section of the Royal Society of Medicine, London, lead for International Development 

for the CGS and was formerly the Chair of the Medical Advisory Committee at a private hospital. 

Professor Saggar is a founder trustee and medical advisor to the Polycystic Kidney Disease Charity (UK) and also 

medical advisor and former Chair to SPECS, an umbrella organization for local groups and societies for people 

with impaired vision. 

Professor Saggar lectures locally, nationally and internationally. He is actively committed to research and is 

currently collaborating in several major national and international research projects. He has over 40 publications 

and continues to publish actively, both peer-reviewed original papers and book chapters.  

 

PRESENT APPOINTMENT  

March 2021 to date  CONSULTANT IN CLINICAL GENETICS 

    CRUMLIN CHILDREN’S HOSPITAL, DUBLIN 

 

Sept 2000 to Nov 2021 CONSULTANT PHYSICIAN AND CLINICAL GENETICIST 

  HONORARY SENIOR LECTURER IN MEDICINE 

  ST GEORGE'S HOSPITAL MEDICAL SCHOOL, LONDON 

 

PREVIOUS POSTS 

 

Oct 1996 Jul 2000 SENIOR REGISTRAR IN CLINICAL GENETICS AND HONORARY LECTURER IN MEDICINE 

  ST GEORGE'S HOSPITAL MEDICAL SCHOOL  

 

Oct 1993 Sept 1996 WILLIAMS FELLOW OF THE UNIVERSITY OF LONDON 

  ST GEORGE'S HOSPITAL MEDICAL SCHOOL  

 

May 1991 Sept 1993 CLINICAL RESEARCH FELLOW (Honorary Registrar) 

  ST GEORGE'S MEDICAL SCHOOL, BLOOD PRESSURE UNIT,  

 

Nov 1990 Mar 1991 REGISTRAR IN GENERAL MEDICINE 

  ST. ANDREW’S HOSPITAL, LONDON 

 

April 1988 Sept 1990 RESEARCH FELLOW IN RENAL MEDICINE 

  KAROLINSKA INSTITUTE, STOCKHOLM 

 

Feb 1987 Jan 1988 REGISTRAR TO THE LIVER UNIT  



  KING'S COLLEGE HOSPITAL, LONDON 

 

Mar 1986 Feb 1986 REGISTRAR  WITH SPECIAL INTERESTS  

  CHELMSFORD HOSPITALS, ESSEX 

 

 

PUBLICATIONS  
 

1. Kaplanis J, Samocha KE, Wiel L, Zhang Z, Arvai KJ, Eberhardt RY, Gallone G, Lelieveld SH, Martin HC, McRae 

JF, Short PJ, Torene RI, de Boer E, Danecek P, Gardner EJ, Huang N, Lord J, Martincorena I, Pfundt R, Reijnders MRF, 

Yeung A, Yntema HG; Deciphering Developmental Disorders Study, Vissers LELM, Juusola J, Wright CF, Brunner HG, 

Firth HV, FitzPatrick DR, Barrett JC, Hurles ME, Gilissen C, Retterer K. Evidence for 28 genetic disorders discovered by 

combining healthcare and research data. Nature. 2020 Oct;586(7831):757-762.  

 

2. Wai HA, Lord J, Lyon M, Gunning A, Kelly H, Cibin P, Seaby EG, Spiers-Fitzgerald K, Lye J, Ellard S, Thomas 

NS, Bunyan DJ, Douglas AGL, Baralle D; Splicing and disease working group. Blood RNA analysis can increase clinical 

diagnostic rate and resolve variants of uncertain significance. Genet Med. 2020 Jun;22(6):1005-1014. Erratum in: Genet 

Med. 2020 Apr 1; 

 

3. Perrino PA, Talbot L, Kirkland R, Hill A, Rendall AR, Mountford HS, Taylor J; WGS500 Consortium, Buscarello 

AN, Lahiri N, Saggar A, Fitch RH, Newbury DF. Multi-level evidence of an allelic hierarchy of USH2A variants in hearing, 

auditory processing and speech/language outcomes. Commun Biol. 2020 Apr 20;3(1):180.  

 

4. Tye C, Mcewen FS, Liang H, Underwood L, Woodhouse E, Barker ED, Sheerin F, Yates JRW, Bolton PF; 

Tuberous Sclerosis 2000 Study Group. Long-term cognitive outcomes in tuberous sclerosis complex. Dev Med Child 

Neurol. 2020 Mar;62(3):322-329.  

 

5. Rio-Machin A, Vulliamy T, Hug N, Walne A, Tawana K, Cardoso S, Ellison A, Pontikos N, Wang J, Tummala H, 

Al Seraihi AFH, Alnajar J, Bewicke-Copley F, Armes H, Barnett M, Bloor A, Bödör C, Bowen D, Fenaux P, Green A, 

Hallahan A, Hjorth-Hansen H, Hossain U, Killick S, Lawson S, Layton M, Male AM, Marsh J, Mehta P, Mous R, Nomdedéu 

JF, Owen C, Pavlu J, Payne EM, Protheroe RE, Preudhomme C, Pujol-Moix N, Renneville A, Russell N, Saggar A, Sciuccati 

G, Taussig D, Toze CL, Uyttebroeck A, Vandenberghe P, Schlegelberger B, Ripperger T, Steinemann D, Wu J, Mason J, 

Page P, Akiki S, Reay K, Cavenagh JD, Plagnol V, Caceres JF, Fitzgibbon J, Dokal I. The complex genetic landscape of 

familial MDS and AML reveals pathogenic germline variants. Nat Commun. 2020 Feb 25;11(1):1044. 

 

6. Aitken S, Firth HV, McRae J, Halachev M, Kini U, Parker MJ, Lees MM, Lachlan K, Sarkar A, Joss S, Splitt M, 

McKee S, Németh AH, Scott RH, Wright CF, Marsh JA, Hurles ME, FitzPatrick DR; DDD Study. Finding Diagnostically 

Useful Patterns in Quantitative Phenotypic Data. Am J Hum Genet. 2019 Nov 7;105(5):933-946.  

 

7. Tye C, Mcewen FS, Liang H, Underwood L, Woodhouse E, Barker ED, Sheerin F, Yates JRW, Bolton PF; 

Tuberous Sclerosis 2000 Study Group. Long-term cognitive outcomes in tuberous sclerosis complex. Dev Med Child 

Neurol. 2019 Sep 19. doi: 10.1111/dmcn.14356. 

 

8. Ceroni F, Aguilera-Garcia D, Chassaing N, Bax DA, Blanco-Kelly F, Ramos P, Tarilonte M, Villaverde C, da Silva 

LRJ, Ballesta-Martínez MJ, Sanchez-Soler MJ, Holt RJ, Cooper-Charles L, Bruty J, Wallis Y, McMullan D, Hoffman J, 

Bunyan D, Stewart A, Stewart H, Lachlan K; DDD Study, Fryer A, McKay V, Roume J, Dureau P, Saggar A, Griffiths M, 

Calvas P, Ayuso C, Corton M, Ragge NK. New GJA8 variants and phenotypes highlight its critical role in a broad spectrum 

of eye anomalies. Hum Genet. 2019 Sep;138(8-9):1027-1042.  

 

9. O'Donnell-Luria AH, Pais LS, Faundes V, Wood JC, Sveden A, Luria V, Abou Jamra R, Accogli A, Amburgey K, 

Anderlid BM, Azzarello-Burri S, Basinger AA, Bianchini C, Bird LM, Buchert R, Carre W, Ceulemans S, Charles P, Cox 

H, Culliton L, Currò A; Deciphering Developmental Disorders (DDD) Study, Demurger F, Dowling JJ, Duban-Bedu B, 

Dubourg C, Eiset SE, Escobar LF, Ferrarini A, Haack TB, Hashim M, Heide S, Helbig KL, Helbig I, Heredia R, Héron D, 

Isidor B, Jonasson AR, Joset P, Keren B, Kok F, Kroes HY, Lavillaureix A, Lu X, Maas SM, Maegawa GHB, Marcelis CLM, 

Mark PR, Masruha MR, McLaughlin HM, McWalter K, Melchinger EU, Mercimek-Andrews S, Nava C, Pendziwiat M, 

Person R, Ramelli GP, Ramos LLP, Rauch A, Reavey C, Renieri A, Rieß A, Sanchez-Valle A, Sattar S, Saunders C, Schwarz 

N, Smol T, Srour M, Steindl K, Syrbe S, Taylor JC, Telegrafi A, Thiffault I, Trauner DA, van der Linden H Jr, van 

Koningsbruggen S, Villard L, Vogel I, Vogt J, Weber YG, Wentzensen IM, Widjaja E, Zak J, Baxter S, Banka S, Rodan LH. 

Heterozygous Variants in KMT2E Cause a Spectrum of Neurodevelopmental Disorders and Epilepsy. Am J Hum Genet. 

2019 Jun 6;104(6):1210-1222.  

 

10. Gorman KM, Meyer E, Grozeva D, Spinelli E, McTague A, Sanchis-Juan A, Carss KJ, Bryant E, Reich A, Schneider 

AL, Pressler RM, Simpson MA, Debelle GD, Wassmer E, Morton J, Sieciechowicz D, Jan-Kamsteeg E, Paciorkowski AR, 

King MD, Cross JH, Poduri A, Mefford HC, Scheffer IE, Haack TB, McCullagh G; Deciphering Developmental Disorders 

Study; UK10K Consortium; NIHR BioResource, Millichap JJ, Carvill GL, Clayton-Smith J, Maher ER, Raymond FL, 



Kurian MA. Bi-allelic Loss-of-Function CACNA1B Mutations in Progressive Epilepsy-Dyskinesia. Am J Hum Genet. 2019 

May 2;104(5):948-956.  

 

11. Loveday C, Tatton-Brown K, Clarke M, Westwood I, Renwick A, Ramsay E, Nemeth A, Campbell J, Joss S, 

Gardner M, Zachariou A, Elliott A, Ruark E, van Montfort R; Childhood Overgrowth Collaboration, Rahman N. Mutations 

in the PP2A regulatory subunit B family genes PPP2R5B, PPP2R5C and PPP2R5D cause human overgrowth. Hum Mol 

Genet. 2015 Sep 1;24(17):4775-9. Epub 2015 May 13. Erratum in: Hum Mol Genet. 2019 May 1;28(9):1578.  

 

12. Snijders Blok L, Rousseau J, Twist J, Ehresmann S, Takaku M, Venselaar H, Rodan LH, Nowak CB, Douglas J, 

Swoboda KJ, Steeves MA, Sahai I, Stumpel CTRM, Stegmann APA, Wheeler P, Willing M, Fiala E, Kochhar A, Gibson 

WT, Cohen ASA, Agbahovbe R, Innes AM, Au PYB, Rankin J, Anderson IJ, Skinner SA, Louie RJ, Warren HE, Afenjar A, 

Keren B, Nava C, Buratti J, Isapof A, Rodriguez D, Lewandowski R, Propst J, van Essen T, Choi M, Lee S, Chae JH, Price 

S, Schnur RE, Douglas G, Wentzensen IM, Zweier C, Reis A, Bialer MG, Moore C, Koopmans M, Brilstra EH, Monroe GR, 

van Gassen KLI, van Binsbergen E, Newbury-Ecob R, Bownass L, Bader I, Mayr JA, Wortmann SB, Jakielski KJ, Strand 

EA, Kloth K, Bierhals T; DDD study, Roberts JD, Petrovich RM, Machida S, Kurumizaka H, Lelieveld S, Pfundt R, Jansen 

S, Deriziotis P, Faivre L, Thevenon J, Assoum M, Shriberg L, Kleefstra T, Brunner HG, Wade PA, Fisher SE, Campeau PM. 

CHD3 helicase domain mutations cause a neurodevelopmental syndrome with macrocephaly and impaired speech and 

language. Nat Commun. 2018 Nov 5;9(1):4619.  Erratum in: Nat Commun. 2019 Feb 15;10(1):883. Erratum in: Nat 

Commun. 2019 May 2;10(1):2079.  

 

13. Wright, C., et al, DDD study. Clinically-relevant postzygotic mosaicism in parents and children with developmental 

disorders in trio exome sequencing data. Nature Communications volume 10, Article number: 2985 (2019) 

 

14. Snijders Blok L, Rousseau J, Twist J, Ehresmann S, Takaku M, Venselaar H, Rodan LH, Nowak CB, Douglas J, 

Swoboda KJ, Steeves MA, Sahai I, Stumpel CTRM, Stegmann APA, Wheeler P, Willing M, Fiala E, Kochhar A, Gibson 

WT, Cohen ASA, Agbahovbe R, Innes AM, Au PYB, Rankin J, Anderson IJ, Skinner SA, Louie RJ, Warren HE, Afenjar A, 

Keren B, Nava C, Buratti J, Isapof A, Rodriguez D, Lewandowski R, Propst J, van Essen T, Choi M, Lee S, Chae JH, Price 

S, Schnur RE, Douglas G, Wentzensen IM, Zweier C, Reis A, Bialer MG, Moore C, Koopmans M, Brilstra EH, Monroe GR, 

van Gassen KLI, van Binsbergen E, Newbury-Ecob R, Bownass L, Bader I, Mayr JA, Wortmann SB, Jakielski KJ, Strand 

EA, Kloth K, Bierhals T; DDD study, Roberts JD, Petrovich RM, Machida S, Kurumizaka H, Lelieveld S, Pfundt R, Jansen 

S, Deriziotis P, Faivre L, Thevenon J, Assoum M, Shriberg L, Kleefstra T, Brunner HG, Wade PA, Fisher SE, Campeau PM. 

CHD3 helicase domain mutations cause a neurodevelopmental syndrome with macrocephaly and impaired speech and 

language. Nat Commun. 2018 Nov 5;9(1):4619.  

 

15. Faundes V, Newman WG, Bernardini L, Canham N, Clayton-Smith J, Dallapiccola B, Davies SJ, Demos MK, 

Goldman A, Gill H, Horton R, Kerr B, Kumar D, Lehman A, McKee S, Morton J, Parker MJ, Rankin J, Robertson L, Temple 

IK; Clinical Assessment of the Utility of Sequencing and Evaluation as a Service (CAUSES) Study; Deciphering 

Developmental Disorders (DDD) Study, Banka S. Histone Lysine Methylases and Demethylases in the Landscape of 

Human Developmental Disorders. Am J Hum Genet. 2018 Jan 4;102(1):175-187.  

 

16. Alcantara D, Timms AE, Gripp K, Baker L, Park K, Collins S, Cheng C, Stewart F, Mehta SG, Saggar A, Sztriha 

L, Zombor M, Caluseriu O, Mesterman R, Van Allen MI, Jacquinet A, Ygberg S, Bernstein JA, Wenger AM, Guturu H, 

Bejerano G, Gomez- Ospina N, Lehman A, Alfei E, Pantaleoni C, Conti V, Guerrini R, Moog U, Graham JM Jr, Hevner R, 

Dobyns WB, O'Driscoll M, Mirzaa GM. Mutations of AKT3 are associated with a wide spectrum of developmental disorders 

including extreme megalencephaly. Brain. 2017 Oct 1;140(10):2610-2622.  

 

17. Sadleir LG, Mountier EI, Gill D, Davis S, Joshi C, DeVile C, Kurian MA; DDD Study, Mandelstam S, Wirrell E, 

Nickels KC, Murali HR, Carvill G, Myers CT, Mefford HC, Scheffer IE. Not all SCN1A epileptic encephalopathies are 

Dravet syndrome: Early profound Thr226Met phenotype. Neurology. 2017 Sep 5;89(10):1035-1042. 

 

18. Wan Y.,  Simpson M., Aragon-Martin J., Osborn P., Regalado E., Guo D., Boileau C., Jondeau G., Benarroch L., 

Isekame Y., Bharj J., Sneddon J., Fisher E., Dean J., Tome Esteban MT, Saggar A., Milewicz D., Jahangiri M., Behr E., 

Smith A., Child A. A mutation in the LMOD1 actin-binding domain segregating with disease in a large British family with 

thoracic aortic aneurysms and dissections. bioRxiv 153452; 2017. doi: https://doi.org/10.1101/ 153452 

 

19. Salpietro, V., Lin, W., Vedove, A.D., Storbeck, M., Liu, Y., Efthymiou, S., Manole, A., Wiethoff, S., Ye, Q., 

Saggar, A., McElreavey, K., Krishnakumar, S.S., Pitt, M., Bello, O.D., Rothman, J.E., Basel-Vanagaite, L., Hubshman, 

M.W., Aharoni, S., Manzur, A.Y., Wirth, B., Houlden, H. (2017) ‘Homozygous mutations in VAMP1 cause a presynaptic 

congenital myasthenic syndrome’, Annals of Neurology. John Wiley and Sons Inc., 81(4), pp. 597–603. 

 

20. Sithambaram S, Bishop N, Shankar L,  Offiah A, Pollitt R, Balasubramanian M, Saggar A, Arundel P. Osteogenesis 

imperfecta type VI presenting as suspected physical abuse -- a report of two cases. Bone Abstracts (2017) 6 P042 

 



21. Christodoulou L, Krishnaiah A, Spyridou C, Salpietro V, Hannan S, Saggar A, Mankad K, Deep A, Kinali M. 

Kenny Caffey syndrome with severe respiratory and gastrointestinal involvement: expanding the clinical phenotype. Quant 

Imaging Med Surg. 2015 Jun;5(3):476-9.  

 

22. Deciphering Developmental Disorders Study. Prevalence and architecture of de novo mutations in developmental 

disorders. Nature. 2017 Feb 23;542(7642):433-438.   

 

23. Kharbanda M, Pilz DT, Tomkins S, Chandler K, Saggar A, Fryer A, McKay V, Louro P, Smith JC, Burn J, Kini U, 

De Burca A, FitzPatrick DR, Kinning E; DDD Study. Clinical features associated with CTNNB1 de novo loss of function 

mutations in ten individuals. Eur J Med Genet. 2017 Feb;60(2):130-135.  

 

24. Pavlidou E, Ramachandran V, Govender V, Wilson C, Das R, Vlachou V, Pavlou E, Saggar A, Mankad K, Kinali 

M. A novel PLP1 mutation associated with optic nerve enlargement in two siblings with Pelizaeus-Merzbacher disease: A 

new MRI finding. Brain Dev. 2017 Mar;39(3):271-274. 

 

25. Pavlidou E, Salpietro V, Phadke R, Hargreaves IP, Batten L, McElreavy K, Pitt M, Mankad K, Wilson C, Cutrupi 

MC, Ruggieri M, McCormick D, Saggar A, Kinali M. Pontocerebellar hypoplasia type 2D and optic nerve atrophy further 

expand the spectrum associated with selenoprotein biosynthesis deficiency. Eur J Paediatr Neurol. 2016 May;20(3):483-8.  

 

26. Saunders EJ, Dadaev T, Leongamornlert DA, Al Olama AA, Benlloch S, Giles GG, Wiklund F, Gronberg H, 

Haiman CA, Schleutker J, Nordestgaard BG, Travis RC, Neal D, Pasayan N, Khaw KT, Stanford JL, Blot WJ, Thibodeau 

SN, Maier C, Kibel AS, Cybulski C, Cannon-Albright L, Brenner H, Park JY, Kaneva R, Batra J, Teixeira MR, Pandha H, 

Govindasami K, Muir K; UK Genetic Prostate Cancer Study Collaborators; UK ProtecT Study Collaborators; 

PRACTICAL Consortium, Easton DF, Eeles RA, Kote-Jarai Z. Gene and pathway level analyses of germline DNA-repair 

gene variants and prostate cancer susceptibility using the iCOGS-genotyping array. Br J Cancer. 2016 Apr 12;114(8):945-

52. 

 

27. Steel D, Salpietro V, Phadke R, Pitt M, Gentile G, Massoud A, Batten L, Bashamboo A, Mcelreavey K, Saggar A, 

Kinali M. Whole exome sequencing reveals a MLL de novo mutation associated with mild developmental delay and without 

'hairy elbows': expanding the phenotype of Wiedemann-Steiner syndrome. J Genet. 2015 Dec;94(4):755-8.  

 

28. Mircsof D, Langouët M, Rio M, Moutton S, Siquier-Pernet K, Bole-Feysot C, Cagnard N, Nitschke P, Gaspar L, 

Žnidarič M, Alibeu O, Fritz AK, Wolfer DP, Schröter A, Bosshard G, Rudin M, Koester C, Crestani F, Seebeck P, Boddaert 

N, Prescott K; DDD Study, Hines R, Moss SJ, Fritschy JM, Munnich A, Amiel J, Brown SA, Tyagarajan SK, Colleaux L. 

Mutations in NONO lead to syndromic intellectual disability and inhibitory synaptic defects. Nat Neurosci. 2015 

Dec;18(12):1731-6. 

 

29. Al Olama, AA., Dadaev T, Hazelett DJ, Li Q, Leongamornlert D, Saunders EJ, Stephens S, Cieza-Borrella C, 

Whitmore I, Benlloch Garcia S, Giles GG, Southey MC, Fitzgerald L, Gronberg H, Wiklund F, Aly M, Henderson BE, 

Schumacher F, Haiman CA, Schleutker J, Wahlfors T, Tammela TL, Nordestgaard BG, Key TJ, Travis RC, Neal DE, 

Donovan JL, Hamdy FC, Pharoah P, Pashayan N, Khaw KT, Stanford JL, Thibodeau SN, Mcdonnell SK, Schaid DJ, Maier 

C, Vogel W, Luedeke M, Herkommer K, Kibel AS, Cybulski C, Wokołorczyk D, Kluzniak W, Cannon-Albright L, Brenner 

H, Butterbach K, Arndt V, Park JY, Sellers T, Lin HY, Slavov C, Kaneva R, Mitev V, Batra J, Clements JA, Spurdle A, 

Teixeira MR, Paulo P, Maia S, Pandha H, Michael A, Kierzek A, Govindasami K, Guy M, Lophatonanon A, Muir K, Viñuela 

A, Brown AA; PRACTICAL Consortium; COGS-CRUK GWAS-ELLIPSE (Part of GAME-ON) Initiative; Australian 

Prostate Cancer BioResource; UK Genetic Prostate Cancer Study Collaborators; UK ProtecT Study Collaborators, 

Freedman M, Conti DV, Easton D, Coetzee GA, Eeles RA, Kote-Jarai Z. Multiple novel prostate cancer susceptibility signals 

identified by fine-mapping of known risk loci among Europeans. Hum Mol Genet. 2015 Oct 1;24(19):5589-602.  
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McCormick D, Kinali M. Zellweger syndrome and secondary mitochondrial myopathy. Eur J Pediatr. 2015 Apr;174(4):557-
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KI, Parthiban V, Prigmore E, Rajan D, Sifrim A, Swaminathan GJ, Tivey AR, Middleton A, Parker M, Carter NP, Barrett 

JC, Hurles ME, FitzPatrick DR, Firth HV; DDD study. Genetic diagnosis of developmental disorders in the DDD study: a 

scalable analysis of genome-wide research data. Lancet. 2015 Apr 4;385(9975):1305-14.  

 

32. Deciphering Developmental Disorders Study. Large-scale discovery of novel genetic causes of developmental 

disorders. Nature. Mar 12;519(7542):223-8. 2015. 
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