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DEPDC5-Related Epilepsy

Balduini, Carlo L, MD; University of Pavia
MYHO9-Related Disease

Bale, Sherri J, PhD; GeneDx, Inc

Autosomal Recessive Congenital Ichthyosis

Bali, Deeksha S, PhD; Duke University Medical Center
Glycogen Storage Disease Type I
Phosphorylase Kinase Deficiency

Balint, Bettina, MD; UCL Queen Square Institute of Neurology
Hereditary Hyperekplexia Overview

Ballhausen, Diana, MD; Lausanne University Hospital
Achondrogenesis Type 1B
Atelosteogenesis Type 2
Diastrophic Dysplasia
SLC26A2-Related Multiple Epiphyseal Dysplasia

Ball, Megan, MD; Murdoch Children's Research Institute
Mitochondrial DNA-Associated Leigh Syndrome Spectrum

Ballout, Rami A, MD; National Institutes of Health
Xq28 Duplication Syndrome, Int22h1/Int22h2 Mediated

Baloh, Robert H, MD, PhD; Cedars Sinai Medical Center
TARDBP-Related Amyotrophic Lateral Sclerosis-Frontotemporal Dementia

Balwani, Manisha, MD, MS; Icahn School of Medicine at Mount Sinai
Congenital Erythropoietic Porphyria
Erythropoietic Protoporphyria, Autosomal Recessive
X-Linked Protoporphyria
Banka, Siddharth, MD, PhD; University of Manchester
G6PC3 Deficiency

Bannwarth, Sylvie, PhD; Nice Hospital
CHCHD10-Related Disorders

Baple, Emma L, BSc, MBBS, PhD; University of Exeter Medical School
HYAL?2 Deficiency
KPTN-Related Disorder
PI4KA-Related Disorder

Troyer Syndrome

Bar-Aluma, Bat-El, MD; Tel Aviv University
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Familial Dysautonomia

Baradaran-Heravi, Alireza, MD, PhD; University of British Columbia

Schimke Immunoosseous Dysplasia

Barakat, Tahsin Stefan, MD, MSc, PhD; Erasmus MC University Medical Center
YIF1B-Related Neurodevelopmental Disorder

Baralle, Diana, MBBS, MD; University of Southampton
PURA-Related Neurodevelopmental Disorders
TRIO-Related Neurodevelopmental Disorder

Barbaro, Michela, PhD; Karolinska University Hospital
Acute Intermittent Porphyria

Barbarot, Sébastien, MD, PhD; Service de Génétique médicale - CHU
Hereditary Fibrosing Poikiloderma with Tendon Contractures, Myopathy, and Pulmonary Fibrosis

Barbosa-Matos, Rita, BSc, PhD; University of Porto

Diffuse Gastric and Lobular Breast Cancer Syndrome

Barbosa, Mafalda, MD, PhD; Icahn School of Medicine at Mount Sinai

Treacher Collins Syndrome

Baris, Hagit N, MD; The Genetics Clinic - Rambam Health Care Campus
GLYT1 Encephalopathy

Barrett, Timothy, MBBS, PhD; University of Birmingham
Alstrom Syndrome
WESI1 Spectrum Disorder

Barrios, Emily S; Children's National Medical Center
Succinic Semialdehyde Dehydrogenase Deficiency

Barr, Marci L, ScM; Geisinger Health System
Lysosomal Acid Lipase Deficiency

Barron, Karyl, MD; National Institute of Allergy and Infectious Diseases

Adenosine Deaminase 2 Deficiency

Barry, Brenda ], MS; Harvard Medical School

Duane Syndrome

Barth, Peter G, MD, PhD; University of Amsterdam
EXOSC3 Pontocerebellar Hypoplasia
TSENS54 Pontocerebellar Hypoplasia

Barton, James C, MD; Southern Iron Disorders Center
HFE-Related Hemochromatosis

Basel-Salmon, Lina, MD, PhD; Rabin Medical Center
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Kaufman Oculocerebrofacial Syndrome

Basel, Donald, MD; Medical College of Wisconsin
COL1A1/2 Osteogenesis Imperfecta

Baskin, Berivan, PhD; Uppsala University Hospital

Cherubism

Bason, Lynn D, MS; Children's Hospital of Philadelphia
Alagille Syndrome

Basson, Craig T, MD, PhD; Novartis Institutes for BioMedical Research
Holt-Oram Syndrome

Bassuk, Alexander G, MD, PhD; University of lowa
PRICKLEI1-Related Disorders

Bauer, Andrew J, MD; Children’s Hospital of Philadelphia
DICER1 Tumor Predisposition

Baulac, Stéphanie, PhD; Institut du Cerveau et de la Moelle épiniere
DEPDC5-Related Epilepsy

Baumann, Matthias, MD; Medical University of Innsbruck
FKBP14 Kyphoscoliotic Ehlers-Danlos Syndrome

Baumbach-Reardon, Lisa, PhD; Dr Kiran C Patel College of Medicine - Tampa Bay Campus
Spinal Muscular Atrophy, X-Linked Infantile

Bayat, Allan; Danish Epilepsy Center

GRIA2-Related Neurodevelopmental Disorder
Bayrak-Toydemir, Pinar, MD, PhD; University of Utah

Capillary Malformation-Arteriovenous Malformation Syndrome

Bayzaei, Zahra, PhD; Shiraz University of Medical Sciences
Tyrosinemia Type II

Beales, Philip L, BSc, MD; University College London

Bardet-Biedl Syndrome Overview

Bean, Lora JH, PhD; PerkinElmer Genomics, Inc
Epimerase Deficiency Galactosemia

Mowat-Wilson Syndrome

Beara-Lasic, Lada, MD; New York University School of Medicine

Dent Disease

Bearden, David R, MD; University of Rochester School of Medicine
KCNT1-Related Epilepsy

Beaudet, Arthur L, MD; Baylor College of Medicine
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ACTG2 Visceral Myopathy

Beaudin, Marie, MD; Université Laval
SYNEI Deficiency

Bech-Hansen, N Torben, PhD; University of Calgary
X-Linked Congenital Stationary Night Blindness

Becker, Michael A, MD; University of Chicago Medical Center
Phosphoribosylpyrophosphate Synthetase Superactivity

Beckwith, ] Bruce, MD; Loma Linda University

Beckwith-Wiedemann Syndrome

Bedoyan, Jirair K, MD, PhD; University of Pittsburgh School of Medicine

Pyruvate Carboxylase Deficiency

Begtrup, Amber H, PhD; GeneDx, Inc
EPB42-Related Hereditary Spherocytosis

Behne, Robert; Boston Children's Hospital
AP-4-Associated Hereditary Spastic Paraplegia

Beighton, Peter H, MD, PhD; University of Cape Town
SOST-Related Sclerosing Bone Dysplasias

Beitel, Lenore K, PhD; McGill University

Androgen Insensitivity Syndrome

Bejjani, Bassem A, MD; Washington State University

Primary Congenital Glaucoma

Bellini, Giulia, PhD; Second University of Naples
KCNQ2-Related Disorders
KCNQ3-Related Disorders

Bellus, Gary A, MD, PhD; Geisinger Health System
Hypochondroplasia

Belmont, John W, MD, PhD; Baylor College of Medicine
CHD?7 Disorder

Ben Harouch, Shani, MD; Galilee Medical Center

INSR-Related Severe Insulin Resistance Syndrome

Ben Yaou, Rabah, MD; Centre de Recherche en Myologie
Emery-Dreifuss Muscular Dystrophy

Ben Zeev, Bruria, MD; Sheba Medical Center, Sackler School of Medicine
MECR-Related Neurologic Disorder

Ben-Zeev, Bruria, MD; Sheba Medical Center
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TECPR2-Related Hereditary Sensory and Autonomic Neuropathy with Intellectual Disability

Bendahhou, Said, PhD; Université Nice Sophia Antipolis
Hypokalemic Periodic Paralysis

Bender, MA, MD, PhD; University of Washington
Sickle Cell Disease

Benke, Tim A, MD, PhD; University of Colorado School of Medicine
CDKLS5 Deficiency Disorder

Bennett, James, MD, PhD; University of Washington
IMAGe Syndrome

Bennett, Michael J, PhD; Children's Hospital of Philadelphia

Carnitine Palmitoyltransferase 1A Deficiency

Bennett, Robin L, MS; University of Washington
HFE-Related Hemochromatosis

Bennett, Steffany AL, PhD; University of Ottawa
ASAH1-Related Disorders

Bens, Susanne, MD; Ulm University & Ulm University Medical Center
Rhabdoid Tumor Predisposition Syndrome

Bentivegna, Angela, PhD; University of Milano-Bicocca

Juvenile Hemochromatosis

Bento, Celeste, PhD; Centro Hospitalar e Universitario de Coimbra

Primary Familial and Congenital Polycythemia

Bercovitch, Lionel G, MD; Brown Medical School

Pseudoxanthoma Elasticum
Berglof, Anna, PhD, VMD; Karolinska Institutet
X-Linked Agammaglobulinemia
Berkovic, Samuel F, MD; Epilepsy Research Institute
Autosomal Dominant Sleep-Related Hypermotor (Hyperkinetic) Epilepsy
Bernard, Geneviéve, MD, MSc; McGill University Health Center
POLR3-Related Leukodystrophy

Bernier, Raphael, PhD; University of Washington
CHD8-Related Neurodevelopmental Disorder with Overgrowth

Berry-Kravis, Elizabeth M, MD, PhD; Rush University Medical Center
Congenital Central Hypoventilation Syndrome
FMR1 Disorders

Berry, Gerard T, MD; Boston Children's Hospital
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Classic Galactosemia and Clinical Variant Galactosemia
Bertaux, Karine, PhD; La Timone Children’s Hospital
Trichohepatoenteric Syndrome
Bertini, Enrico S, MD; Ospedale Bambino Gesu
ALS2-Related Disorder
Bertola, Francesca, PhD; ASST Monza - San Gerardo Hospital
Juvenile Hemochromatosis
Betensky, Brian; Weill Medical College of Cornell University
21-Hydroxylase-Deficient Congenital Adrenal Hyperplasia
Bhagwat, Pranjali K; Baylor College of Medicine
ACTG2 Visceral Myopathy
Bharath, Rose Dawn; National Institute of Mental Health and Neurosciences

Isolated Sulfite Oxidase Deficiency
Bhatia, Gita, PhD; University of Texs Medical Branch

Canavan Disease
Bhatia, Sameer, MBBS, MD; Sir Ganga Ram Hospital
Fructose-1,6-Bisphosphatase Deficiency

Bhattacharjee, Arin, PhD; University of Buftalo
KCNT1-Related Epilepsy

Bhat, Venkatraman, MD; Mazumdar Shaw Medical Centre / Narayana Hrudayalaya Hospitals

HOXA1-Related Disorders

Bhavani, Gandham SriLakshmi, MSc, PhD; Manipal Academy of Higher Education
EXOC6B-Related Spondyloepimetaphyseal Dysplasia with Joint Laxity
Multicentric Osteolysis Nodulosis and Arthropathy

Progressive Pseudorheumatoid Dysplasia

Bhoj, Elizabeth, MD, PhD; Children's Hospital of Philadelphia
Bryant-Li-Bhoj Neurodevelopmental Syndrome

Biaggioni, Italo, MD; Vanderbilt University Medical Center
Dopamine Beta-Hydroxylase Deficiency

Biancheri, Roberta, MD, PhD; Great Ormond Street Hospital

Hypomyelination and Congenital Cataract

Bidichandani, Sanjay I, MBBS, PhD; University of Oklahoma Health Sciences Center

Friedreich Ataxia

Biesecker, Leslie G, MD; National Institutes of Health
GLI3-Related Pallister-Hall Syndrome
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Greig Cephalopolysyndactyly Syndrome
Proteus Syndrome
SLC25A19-Related Thiamine Metabolism Dysfunction

Bijarnia-Mahay, Sunita, MBBS; Sir Ganga Ram Hospital
Fructose-1,6-Bisphosphatase Deficiency

Bikker, Hennie, PhDj; University of Amsterdam
Long QT Syndrome Overview
Trichorhinophalangeal Syndrome

Binder, Gerhard, MD; University Children's Hospital
SHOX Deficiency Disorders

Bindu, Parayil Sankaran, MD; Children's Hospital at Westmead
Huppke-Brendel Syndrome
Isolated Sulfite Oxidase Deficiency

Bird, Thomas D, MD; University of Washington
ADCY5 Dyskinesia
Alzheimer Disease Overview
Charcot-Marie-Tooth Hereditary Neuropathy Overview
GDAPI1-Related Hereditary Motor and Sensory Neuropathy

GeneReviews

GJB1 Disorders: Charcot-Marie-Tooth Neuropathy (CMT1X) and Central Nervous System Phenotypes

Hereditary Ataxia Overview

Hereditary Neuropathy with Liability to Pressure Palsies
Myotonic Dystrophy Type 1

SAMDOYL Ataxia-Pancytopenia Syndrome
Spinocerebellar Ataxia Type 14

Spinocerebellar Ataxia Type 7

Bissell, D Montgomery, MD; University of California San Francisco
Hereditary Coproporphyria

Bjork, Bryan Cary, PhD; Harvard Medical School
IRF6-Related Disorders

Blackstone, Craig, MD, PhD; Massachusetts General Hospital
Spastic Paraplegia 15

Blake, Kim, MD; Dalhousie University
CHD?7 Disorder

Blau, Nenad, PhD; University Children's Hospital

Aromatic L-Amino Acid Decarboxylase Deficiency

Bleesing, Jack JH, MD, PhD; Cincinnati Children's Hospital
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Autoimmune Lymphoproliferative Syndrome

Bley, Annette E, MD; University Children's Hospital

Canavan Disease

Bleyer, Anthony ], MD, MS; Wake Forest School of Medicine
Autosomal Dominant Tubulointerstitial Kidney Disease -- MUC1
Autosomal Dominant Tubulointerstitial Kidney Disease -- REN

Autosomal Dominant Tubulointerstitial Kidney Disease -- UMOD

Bloise, Raffaella, MD; ICS Maugeri
CACNAI1C-Related Disorders

Catecholaminergic Polymorphic Ventricular Tachycardia

Bloomer, Joseph, MD; University of Alabama at Birmingham
Erythropoietic Protoporphyria, Autosomal Recessive
X-Linked Protoporphyria

Bober, Michael B, MD, PhD; Nemours Children’s Health
Chondrodysplasia Punctata 1, X-Linked
Hypochondroplasia
Microcephalic Osteodysplastic Primordial Dwarfism Type II
Rhizomelic Chondrodysplasia Punctata Type 1
RNU4atac-opathy

Boccuto, Luigi, MD; Clemson University
Phelan-McDermid Syndrome-SHANK3 Related

Bodell, Adria, MS; Beth Israel Deaconess Medical Center
FLNA Deficiency

Boehm, Corinne D, MS; GC Johns Hopkins Hospital
X-Linked Adrenoleukodystrophy

Boerkoel, Cornelius F, MD, PhD; University of British Columbia
NSDHL-Related Disorders
Schimke Immunoosseous Dysplasia
Snyder-Robinson Syndrome

Spinocerebellar Ataxia with Axonal Neuropathy, Autosomal Recessive
UNCB80 Deficiency

Boespflug-Tanguy, Odile, MD, PhD; UMR INSERM 676 / Hopital Robert Debré
ALS2-Related Disorder
Childhood Ataxia with Central Nervous System Hypomyelination / Vanishing White Matter

Bohlega, Saeed A, MD; King Faisal Specialist Hospital and Research Center
Woodhouse-Sakati Syndrome
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Bojanowski, Christine, MD; Tulane University School of Medicine
Cystic Fibrosis

Bolduc, Véronique, PhD; National Institute of Neurological Disorders and Stroke
Collagen VI-Related Dystrophies

Boman, Helge, MD, PhD; Haukeland University Hospital
ADAMTSL4-Related Eye Disorders
Cold-Induced Sweating Syndrome including Crisponi Syndrome

Congenital Stromal Corneal Dystrophy

Bomont, Pascale, PhD; Institute for Neurosciences of Montpellier
GAN-Related Neurodegeneration

Bonafé, Luisa, MD, PhD; Lausanne University Hospital
Achondrogenesis Type 1B
Atelosteogenesis Type 2
Diastrophic Dysplasia
SLC26A2-Related Multiple Epiphyseal Dysplasia

Bonkovsky, Herbert, MD; Wake Forest University School of Medicine
Familial Porphyria Cutanea Tarda
Hepatoerythropoietic Porphyria

Bonkowski, Emily, ScM; St Jude Children's Research Hospital
GNATI1-Related Neurodevelopmental Disorder

Bonne, Giséle, PhD; Centre de Recherche en Myologie
Emery-Dreifuss Muscular Dystrophy

Bontoux, Luc, MD; Centre Hospitalier Universitaire d'Angers
SH3TC2-Related Hereditary Motor and Sensory Neuropathy

Boon, Elles M], PhD; Leiden University Medical Center
CADASIL

Boon, Laurence M, MD, PhD; Cliniques universitaires Saint-Luc
TEK-Related Venous Malformations

Boonstra, Nils-Erik, MD; Haukeland University Hospital
ADAMTSL4-Related Eye Disorders

Booth, Kevin, PhD; Indiana School of Medicine

GJB2-Related Autosomal Recessive Nonsyndromic Hearing Loss

Borck, Guntram, MD, PhD; University of Ulm

Kaufman Oculocerebrofacial Syndrome

Bornfeld, Norbert, MD; University of Essen


https://www.ncbi.nlm.nih.gov/books/n/gene/cf/
https://www.ncbi.nlm.nih.gov/books/n/gene/bethlem/
https://www.ncbi.nlm.nih.gov/books/n/gene/adamtsl4-eyes/
https://www.ncbi.nlm.nih.gov/books/n/gene/ciss/
https://www.ncbi.nlm.nih.gov/books/n/gene/csc-dys/
https://www.ncbi.nlm.nih.gov/books/n/gene/gan/
https://www.ncbi.nlm.nih.gov/books/n/gene/achon1b/
https://www.ncbi.nlm.nih.gov/books/n/gene/ao2/
https://www.ncbi.nlm.nih.gov/books/n/gene/diastrophic-d/
https://www.ncbi.nlm.nih.gov/books/n/gene/edm/
https://www.ncbi.nlm.nih.gov/books/n/gene/porphyria-ct/
https://www.ncbi.nlm.nih.gov/books/n/gene/hep/
https://www.ncbi.nlm.nih.gov/books/n/gene/gnai1-ndd/
https://www.ncbi.nlm.nih.gov/books/n/gene/edmd/
https://www.ncbi.nlm.nih.gov/books/n/gene/cmt4c/
https://www.ncbi.nlm.nih.gov/books/n/gene/cadasil/
https://www.ncbi.nlm.nih.gov/books/n/gene/vmcm/
https://www.ncbi.nlm.nih.gov/books/n/gene/adamtsl4-eyes/
https://www.ncbi.nlm.nih.gov/books/n/gene/dfnb1/
https://www.ncbi.nlm.nih.gov/books/n/gene/kos/

GeneReviews Authors

Retinoblastoma

Borroni, Barbara, MD; University of Brescia

Spinocerebellar Ataxia Type 38

Bosanko, Katherine, MS; University of Arkansas for Medical Sciences
SATB2-Associated Syndrome

Bostwick, Bret, MD; Baylor College of Medicine
CDK13-Related Disorder
PORCN-Related Developmental Disorders

Bouchard, Jean-Pierre, MD; Laval University
ARSACS
SYNEL1 Deficiency

Boulinguiez, Alexis, PhD; Centre de Recherche en Myologie
Oculopharyngeal Muscular Dystrophy

Bourdeaut, Franck, MD, PhD; Paris Sciences et Lettres Research University
Rhabdoid Tumor Predisposition Syndrome

Bourgeois, Patrice, PhD; La Timone Children’s Hospital

Trichohepatoenteric Syndrome

Boussion, Simon, MD; CHU de Lille
Thrombocytopenia Absent Radius Syndrome

Bowdin, Sarah, BMed, MSc; Addenbrooke's Hospital

Cherubism

Bower, Matthew A, MS; University of Minnesota Medical Center, Fairview
PAX2-Related Disorder

Boyce, Alison M, MD; National Institute of Dental and Craniofacial Research
Fibrous Dysplasia / McCune-Albright Syndrome

Boycott, Kym M, MD, PhD; Children's Hospital of Eastern Ontario
Mandibulofacial Dysostosis with Microcephaly
Microcephaly-Capillary Malformation Syndrome
THOCS Intellectual Disability Syndrome
VLDLR Cerebellar Hypoplasia
X-Linked Congenital Stationary Night Blindness

Boyd, Charles D, PhD; John A Burns School of Medicine, University of Hawaii

Pseudoxanthoma Flasticum

Boyd, Kerry E, MD; Hamilton Health Services
Smith-Magenis Syndrome

19


https://www.ncbi.nlm.nih.gov/books/n/gene/retinoblastoma/
https://www.ncbi.nlm.nih.gov/books/n/gene/sca38/
https://www.ncbi.nlm.nih.gov/books/n/gene/satb2-dis/
https://www.ncbi.nlm.nih.gov/books/n/gene/cdk13-dis/
https://www.ncbi.nlm.nih.gov/books/n/gene/focal-dh/
https://www.ncbi.nlm.nih.gov/books/n/gene/arsacs/
https://www.ncbi.nlm.nih.gov/books/n/gene/syne1ca-ar/
https://www.ncbi.nlm.nih.gov/books/n/gene/opmd/
https://www.ncbi.nlm.nih.gov/books/n/gene/rtps/
https://www.ncbi.nlm.nih.gov/books/n/gene/sd-thes/
https://www.ncbi.nlm.nih.gov/books/n/gene/tar/
https://www.ncbi.nlm.nih.gov/books/n/gene/cherubism/
https://www.ncbi.nlm.nih.gov/books/n/gene/papr/
https://www.ncbi.nlm.nih.gov/books/n/gene/mccune-albright/
https://www.ncbi.nlm.nih.gov/books/n/gene/mf-dys-mic/
https://www.ncbi.nlm.nih.gov/books/n/gene/miccap-ms/
https://www.ncbi.nlm.nih.gov/books/n/gene/thoc6-id/
https://www.ncbi.nlm.nih.gov/books/n/gene/vldlr-ch/
https://www.ncbi.nlm.nih.gov/books/n/gene/csnb/
https://www.ncbi.nlm.nih.gov/books/n/gene/pxe/
https://www.ncbi.nlm.nih.gov/books/n/gene/sms/

20 GeneReviews®

Brabbing-Goldstein, Dana, MD; Rabin Medical Center
Kaufman Oculocerebrofacial Syndrome
Bradbury, Kimberley, BA, MA, MBBS; Great Ormond Street Hospital for Children
BCL11A-Related Intellectual Disability
Braden, Ruth, PhD; University of Melbourne
FOXP1 Syndrome
Brais, Bernard, M Phil, MD, PhD; McGill University
ARSACS

GAA-FGF14-Related Ataxia
Oculopharyngeal Muscular Dystrophy

Bramswig, Nuria C, MD; University Hospital Miinster
UNCB80 Deficiency

Brandi, Maria Luisa, MD, PhD; Italian Foundation for Research on Bone Diseases
Multiple Endocrine Neoplasia Type 1
Brand, Randall, MD; University of Pittsburgh
MUTYH Polyposis
Brandt, Vicky L; Baylor College of Medicine
MECP2 Disorders
Spinocerebellar Ataxia Type 1

Brashear, Allison, MD; Wake Forest School of Medicine
ATP1A3-Related Neurologic Disorders

Braverman, Nancy E, MD, MS; McGill University
Chondrodysplasia Punctata 1, X-Linked
Rhizomelic Chondrodysplasia Punctata Type 1
Zellweger Spectrum Disorder

Bredrup, Cecilie, MD, PhD; Haukeland University Hospital
Congenital Stromal Corneal Dystrophy

Bree, Alanna F, MD; Dermatology Specialists of Houston
TP63-Related Disorders

Brennan, Christine, PhD; University of Colorado
Smith-Magenis Syndrome

Bresin, Elena, MD; Istituto di Ricerche Farmacologiche Mario Negri-IRCCS
Genetic Atypical Hemolytic-Uremic Syndrome

Bressman, Susan B, MD; Columbia University Medical Center
DYT1 Early-Onset Isolated Dystonia


https://www.ncbi.nlm.nih.gov/books/n/gene/kos/
https://www.ncbi.nlm.nih.gov/books/n/gene/bcl11a-id/
https://www.ncbi.nlm.nih.gov/books/n/gene/foxp1/
https://www.ncbi.nlm.nih.gov/books/n/gene/arsacs/
https://www.ncbi.nlm.nih.gov/books/n/gene/fgf14-ataxia/
https://www.ncbi.nlm.nih.gov/books/n/gene/opmd/
https://www.ncbi.nlm.nih.gov/books/n/gene/unc80-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/men1/
https://www.ncbi.nlm.nih.gov/books/n/gene/maps/
https://www.ncbi.nlm.nih.gov/books/n/gene/rett/
https://www.ncbi.nlm.nih.gov/books/n/gene/sca1/
https://www.ncbi.nlm.nih.gov/books/n/gene/rapid-odp/
https://www.ncbi.nlm.nih.gov/books/n/gene/cdp1-xlr/
https://www.ncbi.nlm.nih.gov/books/n/gene/rcdp/
https://www.ncbi.nlm.nih.gov/books/n/gene/pbd/
https://www.ncbi.nlm.nih.gov/books/n/gene/csc-dys/
https://www.ncbi.nlm.nih.gov/books/n/gene/aec/
https://www.ncbi.nlm.nih.gov/books/n/gene/sms/
https://www.ncbi.nlm.nih.gov/books/n/gene/husa/
https://www.ncbi.nlm.nih.gov/books/n/gene/dystonia/

GeneReviews Authors

Breuning, Martijn H, MD, PhD; Leiden University Medical Center
CADASIL

Brewer, Eileen D, MD; Baylor College of Medicine
Lowe Syndrome

Brice, Alexis, MD; Hopital Pitié-Salpétriere
Parkin Type of Early-Onset Parkinson Disease
Spastic Paraplegia 11

Brice, Glen W, RGN BSc (Hons); St George's, University of London
Lymphedema-Distichiasis Syndrome
Milroy Disease

Briere, Lauren, MS; Massachusetts General Hospital
GNAO1-Related Disorder

Briggs, Michael D, PhD; Newcastle University
COMP-Related Pseudoachondroplasia
Multiple Epiphyseal Dysplasia, Dominant
Brilliant, Murray H, PhD; University of Wisconsin School of Medicine

Oculocutaneous Albinism Type 4

Brisson, Jean-Denis, MD; Sherbrooke University

Hereditary Motor and Sensory Neuropathy with Agenesis of the Corpus Callosum

Broadbridge, Elizabeth, BS; National Human Genome Research Institute
RUNX1 Familial Platelet Disorder with Associated Myeloid Malignancies

Brockmann, Knut, MD; University Medical Center
FOXG1 Syndrome

Brock, Pamela, MS; The Ohio State University Comprehensive Cancer Center
Multiple Endocrine Neoplasia Type 4

Brock, Stefanie, MD; Universitair Ziekenhuis Brussel
PAFAH1BI1-Related Lissencephaly / Subcortical Band Heterotopia

Bronicki, Lucas, PhD; Cincinnati Children's Hospital Medical Center
WAS-Related Disorders

Brooks, Brian P, MD, PhD; National Eye Institute

Oculocutaneous Albinism and Ocular Albinism Overview

Brosh, Robert M, PhD; National Institute on Aging/NIH

Warsaw Syndrome

Brower, Cheryl L, MSPH, RN; Puget Sound Blood Center
Hemophilia A

21


https://www.ncbi.nlm.nih.gov/books/n/gene/cadasil/
https://www.ncbi.nlm.nih.gov/books/n/gene/lowe/
https://www.ncbi.nlm.nih.gov/books/n/gene/jpd/
https://www.ncbi.nlm.nih.gov/books/n/gene/spg11/
https://www.ncbi.nlm.nih.gov/books/n/gene/lds/
https://www.ncbi.nlm.nih.gov/books/n/gene/milroy/
https://www.ncbi.nlm.nih.gov/books/n/gene/gnao1-dis/
https://www.ncbi.nlm.nih.gov/books/n/gene/psach/
https://www.ncbi.nlm.nih.gov/books/n/gene/edm-ad/
https://www.ncbi.nlm.nih.gov/books/n/gene/oca4/
https://www.ncbi.nlm.nih.gov/books/n/gene/accpn/
https://www.ncbi.nlm.nih.gov/books/n/gene/runx1/
https://www.ncbi.nlm.nih.gov/books/n/gene/foxg1-ndd/
https://www.ncbi.nlm.nih.gov/books/n/gene/men4/
https://www.ncbi.nlm.nih.gov/books/n/gene/chrom17-lis/
https://www.ncbi.nlm.nih.gov/books/n/gene/was/
https://www.ncbi.nlm.nih.gov/books/n/gene/oca-oa-ov/
https://www.ncbi.nlm.nih.gov/books/n/gene/warsaw/
https://www.ncbi.nlm.nih.gov/books/n/gene/hemo-a/

22 GeneReviews®
Hemophilia B

Brown, Jeremy M, MD; Addenbrooke's Hospital
CHMP2B Frontotemporal Dementia

Brown, W Ted, MD, PhD; Institute for Basic Research in Developmental Disabilities

Hutchinson-Gilford Progeria Syndrome

Bruckner, Anna L, MD; University of Colorado School of Medicine
Epidermolysis Bullosa Simplex

Bruel, Ange-Line, PhD; University of Burgundy
Oral-Facial-Digital Syndrome Type I

Brugada, Josep, MD, PhD; University of Barcelona
Brugada Syndrome

Brugada, Pedro, MD, PhD; Free University of Brussels
Brugada Syndrome

Brugada, Ramon, MD, PhD; University of Girona
Brugada Syndrome

Brunetti-Pierri, Nicola, MDj; University of Naples "Federico II"
Chondrodysplasia Punctata 1, X-Linked
Myhre Syndrome

Brunkow, Mary E, PhD; Institute for Systems Biology
SOST-Related Sclerosing Bone Dysplasias

Brunner, Han, MD, PhD; Radboud University Medical Center

Autosomal Dominant Robinow Syndrome

Bruno, Claudio, MD, PhD; Gaslini Institute

Hypomyelination and Congenital Cataract

Brunzell, John D, MD; University of Washington School of Medicine

Familial Lipoprotein Lipase Deficiency

Brusco, Alfredo, PhD; University of Turin
Spinocerebellar Ataxia Type 28
Spinocerebellar Ataxia Type 38

Brussino, Alessandro, MD; University of Turin

Spinocerebellar Ataxia Type 28

Bryant, Laura, PhD; Children's Hospital of Philadelphia
Bryant-Li-Bhoj Neurodevelopmental Syndrome

Bryceson, Yenan, PhD; Karolinska Institutet

Familial Hemophagocytic Lymphohistiocytosis


https://www.ncbi.nlm.nih.gov/books/n/gene/hemo-b/
https://www.ncbi.nlm.nih.gov/books/n/gene/ftd-chmp2b/
https://www.ncbi.nlm.nih.gov/books/n/gene/hgps/
https://www.ncbi.nlm.nih.gov/books/n/gene/ebs/
https://www.ncbi.nlm.nih.gov/books/n/gene/ofd1/
https://www.ncbi.nlm.nih.gov/books/n/gene/brugada/
https://www.ncbi.nlm.nih.gov/books/n/gene/brugada/
https://www.ncbi.nlm.nih.gov/books/n/gene/brugada/
https://www.ncbi.nlm.nih.gov/books/n/gene/cdp1-xlr/
https://www.ncbi.nlm.nih.gov/books/n/gene/myhre/
https://www.ncbi.nlm.nih.gov/books/n/gene/sost/
https://www.ncbi.nlm.nih.gov/books/n/gene/rob-ad/
https://www.ncbi.nlm.nih.gov/books/n/gene/hypo-mcc/
https://www.ncbi.nlm.nih.gov/books/n/gene/lpl/
https://www.ncbi.nlm.nih.gov/books/n/gene/sca28/
https://www.ncbi.nlm.nih.gov/books/n/gene/sca38/
https://www.ncbi.nlm.nih.gov/books/n/gene/sca28/
https://www.ncbi.nlm.nih.gov/books/n/gene/brylib/
https://www.ncbi.nlm.nih.gov/books/n/gene/hlh/

GeneReviews Authors

Brzezinski, Jack, MD, PhD; Hospital for Sick Children

Wilms Tumor Predisposition

Briiggemann, Norbert, MD; University of Liibeck
Parkin Type of Early-Onset Parkinson Disease

Buck, Cassandra, MS; Massachusetts General Hospital
Isolated Gonadotropin-Releasing Hormone (GnRH) Deficiency

Buckley, Michael Francis, MB ChB, PhD; Prince of Wales Hospital

Hepatic Veno-Occlusive Disease with Immunodeficiency

Bull, Laura N, PhD; University of California, San Francisco
ATP8B1 Deficiency

Bupp, Caleb, MD; Spectrum Health

Bachmann-Bupp Syndrome

Burgmaier, Kathrin, MDj; University of Cologne
Autosomal Recessive Polycystic Kidney Disease - PKHD1

Burkardt, Deepika, DO; National Human Genome Research Institute
HIST1HI1E Syndrome

Burke, Wylie, MD, PhD; University of Washington
BRCAL1- and BRCA2-Associated Hereditary Breast and Ovarian Cancer

Burnett, John R, MB ChB, MD, PhD; University of Western Australia
Abetalipoproteinemia
APOB-Related Familial Hypobetalipoproteinemia
Chylomicron Retention Disease
Familial Combined Hypolipidemia
Familial Lipoprotein Lipase Deficiency

Tangier Disease

Burrage, Lindsay, MD, PhD; Baylor College of Medicine
TANGO?2 Deficiency

Burr, Amanda, MS; Casey Eye Institute / Oregon Health & Science University
RPE65-Related Leber Congenital Amaurosis / Early-Onset Severe Retinal Dystrophy

Burrell, T Lindsey, PhD; Emory University School of Medicine
3929 Recurrent Deletion

Burt, Randall W, MD; Huntsman Cancer Institute
APC-Associated Polyposis Conditions

Bushby, Katharine Mary, MB ChB, MD; University of Newcastle upon Tyne
Collagen VI-Related Dystrophies

23


https://www.ncbi.nlm.nih.gov/books/n/gene/wilms-ov/
https://www.ncbi.nlm.nih.gov/books/n/gene/jpd/
https://www.ncbi.nlm.nih.gov/books/n/gene/kms/
https://www.ncbi.nlm.nih.gov/books/n/gene/vodi/
https://www.ncbi.nlm.nih.gov/books/n/gene/pfic/
https://www.ncbi.nlm.nih.gov/books/n/gene/bachmann-bupp/
https://www.ncbi.nlm.nih.gov/books/n/gene/pkd-ar/
https://www.ncbi.nlm.nih.gov/books/n/gene/h1-4/
https://www.ncbi.nlm.nih.gov/books/n/gene/brca1/
https://www.ncbi.nlm.nih.gov/books/n/gene/ab-lipo-p/
https://www.ncbi.nlm.nih.gov/books/n/gene/apob-hbl/
https://www.ncbi.nlm.nih.gov/books/n/gene/cmr/
https://www.ncbi.nlm.nih.gov/books/n/gene/fch/
https://www.ncbi.nlm.nih.gov/books/n/gene/lpl/
https://www.ncbi.nlm.nih.gov/books/n/gene/tangier/
https://www.ncbi.nlm.nih.gov/books/n/gene/tango2-mea/
https://www.ncbi.nlm.nih.gov/books/n/gene/rpe65-lca/
https://www.ncbi.nlm.nih.gov/books/n/gene/mdel3q29/
https://www.ncbi.nlm.nih.gov/books/n/gene/fap/
https://www.ncbi.nlm.nih.gov/books/n/gene/bethlem/

24

Busra, Aynekin, PhD; University College London
WARS?2 Deficiency

Butler-Browne, Gillian, PhD; Centre de Recherche en Myologie
Oculopharyngeal Muscular Dystrophy

Byers, Peter H, MD; University of Washington Medical Center
COL1A1/2 Osteogenesis Imperfecta

Vascular Ehlers-Danlos Syndrome

Bockenhauer, Detlef, MD, PhD; University Hospitals Leuven
X-Linked Hypophosphatemia

Bonnemann, Carsten G, MD; National Institute of Neurological Disorders and Stroke

Collagen VI-Related Dystrophies

C

Cabalza, Jessica L; George Washington University School of Medicine
Succinic Semialdehyde Dehydrogenase Deficiency

Cabanillas, Maria E, MD; University of Texas MD Anderson Cancer Center
CDC73-Related Disorders

Caggana, Michele, ScD; Wadsworth Center - New York State Department of Health
Krabbe Disease

Calame, Daniel, MD, PhD; Baylor College of Medicine
ENTPD1-Related Neurodevelopmental Disorder

Caldovic, Ljubica, PhD; Children's National Hospital

Ornithine Transcarbamylase Deficiency

Cali, Elisa, MD; UCL Queen Square Institute of Neurology
Riboflavin Transporter Deficiency

Callewaert, Bert L, MD, PhD; Ghent University Hospital
Arterial Tortuosity Syndrome
Congenital Contractural Arachnodactyly
ELN-Related Cutis Laxa
LTBP4-Related Cutis Laxa

Calvert, Guy, DPhil; Dup15q Alliance
Maternal 15q Duplication Syndrome

Camacho, Jose A, MD; University of California, Irvine

Hyperornithinemia-Hyperammonemia-Homocitrullinuria Syndrome

Camaschella, Clara, MD; Istituto Scientifico San Raffaele

GeneReviews

®


https://www.ncbi.nlm.nih.gov/books/n/gene/wars2-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/opmd/
https://www.ncbi.nlm.nih.gov/books/n/gene/oi/
https://www.ncbi.nlm.nih.gov/books/n/gene/eds4/
https://www.ncbi.nlm.nih.gov/books/n/gene/rickets-xlh/
https://www.ncbi.nlm.nih.gov/books/n/gene/bethlem/
https://www.ncbi.nlm.nih.gov/books/n/gene/ssadh/
https://www.ncbi.nlm.nih.gov/books/n/gene/hrpt2/
https://www.ncbi.nlm.nih.gov/books/n/gene/krabbe/
https://www.ncbi.nlm.nih.gov/books/n/gene/entpd1-ndd/
https://www.ncbi.nlm.nih.gov/books/n/gene/otc-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/riboflavin-tn/
https://www.ncbi.nlm.nih.gov/books/n/gene/arterial-t/
https://www.ncbi.nlm.nih.gov/books/n/gene/cca/
https://www.ncbi.nlm.nih.gov/books/n/gene/eln-cutis-laxa/
https://www.ncbi.nlm.nih.gov/books/n/gene/ltbp4-cutis-laxa/
https://www.ncbi.nlm.nih.gov/books/n/gene/dup15q/
https://www.ncbi.nlm.nih.gov/books/n/gene/hhhs/

GeneReviews Authors

TFR2-Related Hemochromatosis

Campeau, Philippe M, MD; Sainte-Justine Hospital
KAT6B Disorders
Spondylometaphyseal Dysplasia, Corner Fracture Type
TBC1D24-Related Disorders

Campuzano, Oscar, PhD; University of Girona

Brugada Syndrome

Cao, Antonio, MD; Consiglio Nazionale delle Ricerche
Alpha-Thalassemia

Beta-Thalassemia

Capece, Tara; University of Pittsburgh
ZAP70-Related Combined Immunodeficiency

Capp, Philip K; George Washington University School of Medicine
Succinic Semialdehyde Dehydrogenase Deficiency

Caprioli, Jessica, Biol Sci D; IRCCS - Istituto di Ricerche Farmacologiche Mario Negri

Genetic Atypical Hemolytic-Uremic Syndrome

Caputi, Caterina, MD; Sapienza Universita di Roma
PRICKLE1-Related Disorders

Carey, Catherine, MD; Torbay Hospital
Alstrom Syndrome

Cario, Holger, MD; University Medical Center Ulm
Primary Familial and Congenital Polycythemia

Carlberg, Katie, MD; University of Washington
Sickle Cell Disease

Carlo, Maria I, MD; Memorial Sloan Kettering Cancer Center
BAP1 Tumor Predisposition Syndrome

Carmignac, Virginie, PhD; Université de Bourgogne
Salih Myopathy

Caron, Nicholas S, PhD; University of British Columbia
Huntington Disease

Carr, Ann, MS; Westat
DICER1 Tumor Predisposition

Carrillo, Nuria, MD; National Human Genome Research Institute
Disorders of Intracellular Cobalamin Metabolism
GNE Myopathy

25


https://www.ncbi.nlm.nih.gov/books/n/gene/tfr2/
https://www.ncbi.nlm.nih.gov/books/n/gene/kat6b-dis/
https://www.ncbi.nlm.nih.gov/books/n/gene/smdcf/
https://www.ncbi.nlm.nih.gov/books/n/gene/tbc1d24-dis/
https://www.ncbi.nlm.nih.gov/books/n/gene/brugada/
https://www.ncbi.nlm.nih.gov/books/n/gene/a-thal/
https://www.ncbi.nlm.nih.gov/books/n/gene/b-thal/
https://www.ncbi.nlm.nih.gov/books/n/gene/zap70-scid/
https://www.ncbi.nlm.nih.gov/books/n/gene/ssadh/
https://www.ncbi.nlm.nih.gov/books/n/gene/husa/
https://www.ncbi.nlm.nih.gov/books/n/gene/me-ataxia/
https://www.ncbi.nlm.nih.gov/books/n/gene/alstrom/
https://www.ncbi.nlm.nih.gov/books/n/gene/pfcp/
https://www.ncbi.nlm.nih.gov/books/n/gene/sickle/
https://www.ncbi.nlm.nih.gov/books/n/gene/bap1-tpds/
https://www.ncbi.nlm.nih.gov/books/n/gene/salih-myo/
https://www.ncbi.nlm.nih.gov/books/n/gene/huntington/
https://www.ncbi.nlm.nih.gov/books/n/gene/pp-blastoma/
https://www.ncbi.nlm.nih.gov/books/n/gene/cbl/
https://www.ncbi.nlm.nih.gov/books/n/gene/ibm/

26 GeneReviews®
Propionic Acidemia

Carson, Vincent ], MD; Clinic for Special Children
Maple Syrup Urine Disease

Carter, Melissa T, MD, MSc; The Children’s Hospital of Eastern Ontario
Microcephaly-Capillary Malformation Syndrome
NOTCH3-Related Lateral Meningocele Syndrome

Carvalho, Luciani Renata, MD, PhD; Hospital das Clinicas da Faculdade de Medicina da Universidade de Sdo
Paulo

PROP1-Related Combined Pituitary Hormone Deficiency

Carvill, Gemma, PhD; Northwestern University
CHD2-Related Neurodevelopmental Disorders
KCNT1-Related Epilepsy

Casari, Giorgio, PhD; San Raffaele University
Spastic Paraplegia 7

Casey, Hannah L, BS; University of Chicago
Spinocerebellar Ataxia Type 6

Cassidy, Suzanne B, MD; Children's Hospital of Philadelphia
Prader-Willi Syndrome

Cathey, Sara S, MD; Greenwood Genetic Center
GNPTAB-Related Disorders

Caudill, Marissa; University of Connecticut Health Center

Isolated Gonadotropin-Releasing Hormone (GnRH) Deficiency

Cavallin, Mara, MD; Paris Descartes University

Tubulinopathies Overview

Cebulla, Colleen, MD, PhD; The Ohio State University
BAP1 Tumor Predisposition Syndrome

Cecchi, Alana C, MS; University of Texas Health Science Center

Heritable Thoracic Aortic Disease Overview

Cederbaum, Stephen, MD; UCLA Medical Center

Arginase Deficiency

Chaix, Charléne; La Timone Children’s Hospital

Trichohepatoenteric Syndrome

Chamberlain, Stormy, PhD; University of Connecticut Health Center
Maternal 15q Duplication Syndrome

Chamova, Teodora, MD, PhD; Medical University of Sofia


https://www.ncbi.nlm.nih.gov/books/n/gene/propionic-a/
https://www.ncbi.nlm.nih.gov/books/n/gene/msud/
https://www.ncbi.nlm.nih.gov/books/n/gene/miccap-ms/
https://www.ncbi.nlm.nih.gov/books/n/gene/lms/
https://www.ncbi.nlm.nih.gov/books/n/gene/prop1/
https://www.ncbi.nlm.nih.gov/books/n/gene/chd2-dis/
https://www.ncbi.nlm.nih.gov/books/n/gene/kcnt1-epilepsy/
https://www.ncbi.nlm.nih.gov/books/n/gene/spg7/
https://www.ncbi.nlm.nih.gov/books/n/gene/sca6/
https://www.ncbi.nlm.nih.gov/books/n/gene/pws/
https://www.ncbi.nlm.nih.gov/books/n/gene/ml2/
https://www.ncbi.nlm.nih.gov/books/n/gene/kms/
https://www.ncbi.nlm.nih.gov/books/n/gene/tubulin-ov/
https://www.ncbi.nlm.nih.gov/books/n/gene/bap1-tpds/
https://www.ncbi.nlm.nih.gov/books/n/gene/taa/
https://www.ncbi.nlm.nih.gov/books/n/gene/arg1/
https://www.ncbi.nlm.nih.gov/books/n/gene/sd-thes/
https://www.ncbi.nlm.nih.gov/books/n/gene/dup15q/

GeneReviews Authors

CTDP1-Related Congenital Cataracts, Facial Dysmorphism, and Neuropathy

Chander, Varuna, MS; Baylor College of Medicine
Xia-Gibbs Syndrome

Chandra, Sharat, MD; Cincinnati Children's Hospital Medical Center
WAS-Related Disorders

Chang, Irene J, MD, MSc; University of California at San Francisco
Medium-Chain Acyl-Coenzyme A Dehydrogenase Deficiency

Chanprasert, Sirisak, MD; Baylor College of Medicine
TK2-Related Mitochondrial DNA Maintenance Defect, Myopathic Form

Chansky, Howard A, MD; University of Washington
Hereditary Multiple Osteochondromas

Chan, Sophelia HS, MD; University of Hong Kong
CHKB-Related Muscular Dystrophy

Chao, Daniel L, MD, PhD; Shiley Eye Institute / UCSD

RPE65-Related Leber Congenital Amaurosis / Early-Onset Severe Retinal Dystrophy

Chapman, Kimberly A, MD, PhD; Children's National Health System

Urea Cycle Disorders Overview

Charles, Jane, MD; Medical University of South Carolina
Smith-Magenis Syndrome

Chaussenot, Annabelle, MD; Nice Hospital
CHCHD10-Related Disorders

Chelban, Viorica, MD; University College London Institute of Neurology
NKX6-2-Related Disorder

Chen, Dong-Hui, MD, PhD; University of Washington Medical Center
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Conley, Mary Ellen, MD; University of Tennessee
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Mowat-Wilson Syndrome

Conway, Gerard S, MD; University College London

Perrault Syndrome

Conway, Robert, MD; Wayne State University
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Cook Shukla, Lola, MS; Indiana University School of Medicine

Parkinson Disease Overview

Cook, Edwin H, MD; University of Illinois at Chicago
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Cooper, Edward C, MD, PhD; Baylor College of Medicine
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Crino, Peter B, BA, MD, PhD; University of Maryland School of Medicine
KPTN-Related Disorder

Crombez, Eric A, MD; Ultragenyx Pharmaceutical Inc

Arginase Deficiency

Crosby, Andrew H, BSc, PhD; University of Exeter Medical School
HYAL?2 Deficiency
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Crowley, Leon, MSc; King's College London
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Culver, Kathy, MS; Sutter Pacific Medical Foundation/California Pacific Medical Center
Simpson-Golabi-Behmel Syndrome Type 1
Cunnift, Christopher M, MD; Weill Cornell Medical College
Bloom Syndrome
Smith-Lemli-Opitz Syndrome
Cunningham, Lea, MD; National Cancer Institute
RUNX1 Familial Platelet Disorder with Associated Myeloid Malignancies
Cunningham, Michael L, MD, PhD; University of Washington Schools of Medicine and Dentistry
Saethre-Chotzen Syndrome
Curiel, Julian, BS; Children’s National Health System
TUBB4A-Related Leukodystrophy
Cutting, Garry R, MD; Johns Hopkins University
Cystic Fibrosis
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Treacher Collins Syndrome
Coérdova, Lilian, MD; University of British Columbia

Diffuse Gastric and Lobular Breast Cancer Syndrome

D

D'Adamo, Maria Cristina, PhD; University of Malta
Episodic Ataxia Type 1
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Progressive Pseudorheumatoid Dysplasia
Dale, David C, MD; University of Washington Medical Center
ELANE-Related Neutropenia
Daley, Shane M, MDj; Mayo Clinic
Jervell and Lange-Nielsen Syndrome
Dalton, Joline C, MS; Institute of Human Genetics
Myotonic Dystrophy Type 2
Spinocerebellar Ataxia Type 8
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Danek, Adrian, MD; Ludwig-Maximilians-Universitat
McLeod Neuroacanthocytosis Syndrome
VPS13A Disease
Danzi, Matt, PhD; University of Miami Miller School of Medicine
GAA-FGF14-Related Ataxia
Darras, Basil T, MD; Boston Children's Hospital / Harvard Medical School
Dystrophinopathies
Das, Soma, PhD; University of Chicago
PAFAHI1BI1-Related Lissencephaly / Subcortical Band Heterotopia
X-Linked Myotubular Myopathy

Davenport, Sandra LH, MD; Sensory Genetics and Neurodevelopment
CHD?7 Disorder
Davies, Alexandra K, PhD; University of Cambridge
AP-4-Associated Hereditary Spastic Paraplegia
Davis, Joie; NTH
STAT3 Hyper IgE Syndrome
X-Linked Severe Combined Immunodeficiency
Day, John W, MD, PhD; Stanford University
Myotonic Dystrophy Type 2
Spinocerebellar Ataxia Type 8

Dazzo, Emanuela, PhD; CNR Institute of Neuroscience

Autosomal Dominant Epilepsy with Auditory Features
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De Baere, Elfride, MD, PhD; Ghent University Hospital

Blepharophimosis, Ptosis, and Epicanthus Inversus Syndrome

de Boer, Irene, MD; Leiden University Medical Center

Retinal Vasculopathy with Cerebral Leukoencephalopathy and Systemic Manifestations
de Brouwer, Arjan PM, PhD; Radboud University Nijmegen Medical Center

CLPB Deficiency

Feingold Syndrome 1

Phosphoribosylpyrophosphate Synthetase Deficiency

Phosphoribosylpyrophosphate Synthetase Superactivity

SERACI1 Deficiency

De Camilli, Pietro, PhD; Yale University School of Medicine
VPS13A Disease

de Castro, Luis F, PhD; National Institute of Dental and Craniofacial Research/NITH
Fibrous Dysplasia / McCune-Albright Syndrome

De Castro, Mauricio, MD; Keesler Air Force Base

Multiple Sulfatase Deficiency

De Gobbi, Marco, MD, PhD; University of Torino
TFR2-Related Hemochromatosis

de Graaff, Laura CG, MD, PhD; Erasmus Medical Center
PROP1-Related Combined Pituitary Hormone Deficiency

de Koning, Tom ], MD, PhD; Lund University

Serine Deficiency Disorders

de la Morena, M Teresa, MD; Seattle Children's Hospital
X-Linked Hyper IgM Syndrome

de Leeuw, Nicole, PhD; Radboud University Medical Center
Kleefstra Syndrome

De Leon, Deborah, MS; Columbia University Medical Center
DYT1 Early-Onset Isolated Dystonia

De Leén, Diva D, MD; University of Pennsylvania

Permanent Neonatal Diabetes Mellitus

De Paepe, Anne, MD, PhD; Ghent University Hospital
Arterial Tortuosity Syndrome
Classic Ehlers-Danlos Syndrome
EFEMP2-Related Cutis Laxa
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GeneReviews

®


https://www.ncbi.nlm.nih.gov/books/n/gene/bpes/
https://www.ncbi.nlm.nih.gov/books/n/gene/rvcl/
https://www.ncbi.nlm.nih.gov/books/n/gene/clpb-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/feingold/
https://www.ncbi.nlm.nih.gov/books/n/gene/arts/
https://www.ncbi.nlm.nih.gov/books/n/gene/prs/
https://www.ncbi.nlm.nih.gov/books/n/gene/megdel/
https://www.ncbi.nlm.nih.gov/books/n/gene/chac/
https://www.ncbi.nlm.nih.gov/books/n/gene/mccune-albright/
https://www.ncbi.nlm.nih.gov/books/n/gene/m-sulfatase-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/tfr2/
https://www.ncbi.nlm.nih.gov/books/n/gene/prop1/
https://www.ncbi.nlm.nih.gov/books/n/gene/serine-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/xlhi/
https://www.ncbi.nlm.nih.gov/books/n/gene/kleefstra/
https://www.ncbi.nlm.nih.gov/books/n/gene/dystonia/
https://www.ncbi.nlm.nih.gov/books/n/gene/dmn/
https://www.ncbi.nlm.nih.gov/books/n/gene/arterial-t/
https://www.ncbi.nlm.nih.gov/books/n/gene/eds/
https://www.ncbi.nlm.nih.gov/books/n/gene/efemp2-cutis-laxa/

GeneReviews Authors

GNB5-Related Neurodevelopmental Disorder

de Vernejoul, Marie-Christine, MD, PhD; Hopital Lariboisiere
CLCN7-Related Osteopetrosis

De Vivo, Darryl, MD; Columbia University
Glucose Transporter Type 1 Deficiency Syndrome
Pyruvate Carboxylase Deficiency

De Voer, Richarda M, PhD; Radboud University Medical Center
NTHL1 Tumor Syndrome

de Vries, Bert BA, MD, PhD; Radboud University Medical Center
15q13.3 Recurrent Deletion
DYRKI1A Syndrome
Gabriele-de Vries Syndrome
Koolen-de Vries Syndrome
TRIO-Related Neurodevelopmental Disorder
WAC-Related Intellectual Disability

Deardorft, Matthew A, MD, PhD; Children's Hospital Los Angeles
Cofhin-Siris Syndrome
Cornelia de Lange Syndrome
IMAGe Syndrome
WDR26-Related Intellectual Disability

DeFelice, Magee, MD; Nemours Children's Health
RNU4atac-opathy

Dehghani, Seyed Mohsen, MD, MPH; Shiraz University of Medical Sciences
Tyrosinemia Type II

Dehner, Louis P; Washington University Medical Center
DICER1 Tumor Predisposition

del Gaudio, Daniela, PhD; University of Chicago
Maturity-Onset Diabetes of the Young Overview

Delatycki, Martin B, MBBS, PhD; Murdoch Childrens Research Institute
Friedreich Ataxia

Delgado, Lisvania, BS; University of Texas - Medical Branch

Canavan Disease

Dellefave-Castillo, Lisa, MS; University of Chicago
Amyotrophic Lateral Sclerosis Overview

Arrhythmogenic Right Ventricular Cardiomyopathy Overview
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Dell, Katherine MacRae, MD; Case Western Reserve University School of Medicine
Autosomal Recessive Polycystic Kidney Disease - PKHD1

Demain, Leigh AM, PhD; University of Manchester and Manchester University NHS Foundation Trust

Perrault Syndrome

Demarest, Scott, MD; University of Colorado
CDKLS5 Deficiency Disorder
SLC6A1-Related Neurodevelopmental Disorder

Demirdas, Serwet, MD, PhD; Erasmus Medical Center
TNXB-Related Classical-Like Ehlers-Danlos Syndrome

Dempsey, Melissa A, MS; Parkview Health
Allan-Herndon-Dudley Syndrome
Chondrodysplasia Punctata 2, X-Linked

Demuth, Ilja, PhD; Charité — Universitdtsmedizin Berlin

Nijmegen Breakage Syndrome

Deneubourg, Celine, MSc; King's College London
EPG5-Related Disorder

Depienne, Christel, PhD; Hopital Pitié-Salpétriere
CLCN2-Related Leukoencephalopathy
Congenital Mirror Movements
Spastic Paraplegia 4

Der Kaloustian, Vazken M, MD; McGill University
Hidrotic Ectodermal Dysplasia 2

Derks, Terry GJ, MD, PhD; University Medical Center Groningen
Glycogen Storage Disease Type III

Derry, W Brent, PhD; The Hospital for Sick Children

Familial Cerebral Cavernous Malformation

Desai, Jigar, PhD; Boston Children's Hospital

Congenital Fibrosis of the Extraocular Muscles Overview

Desnick, Robert J, MD, PhD; Icahn School of Medicine at Mount Sinai
Congenital Erythropoietic Porphyria
Erythropoietic Protoporphyria, Autosomal Recessive
Fabry Disease
HEXA Disorders
X-Linked Protoporphyria

Deuitch, Natalie, MS; National Human Genome Research Institute
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RUNXI1 Familial Platelet Disorder with Associated Myeloid Malignancies
TNF Receptor-Associated Periodic Fever Syndrome

Deutschlidnder, Angela B, MD; Mayo Clinic
DYT-GNAL
VPS35-Related Parkinson Disease

Devinsky, Orrin, MD; New York University Langone Medical Center
Maternal 15q Duplication Syndrome

Dgany, Orly, PhD; Felsenstein Medical Research Center, Beilinson Campus
Alpha-Thalassemia
Congenital Dyserythropoietic Anemia Type I
Dhamija, Radhika, MD; Mayo Clinic
FGFR1-Related Hartsfield Syndrome
LZTR1- and SMARCBI1-Related Schwannomatosis

Di Donato, Nataliya, MD, PhD; Universitatsklinikum Carl Gustav Carus

Baraitser-Winter Cerebrofrontofacial Syndrome

Di Giovanni, Giuseppe, PhD; Istituto Euro-Mediterraneo di Scienza e Tecnologia
Episodic Ataxia Type 1

Di Gregorio, Eleonora, PhD; Citta della Salute e della Scienza University Hospital
Spinocerebellar Ataxia Type 38

Di Meo, Ivano, PhD; IRCCS Foundation Carlo Besta Neurological Institute
Ethylmalonic Encephalopathy

Di Paola, Jorge, MD; Washington University School of Medicine
ETV6 Thrombocytopenia and Predisposition to Leukemia

Dias, Cristina, MD, PhD; King's College London
BCL11A-Related Intellectual Disability

Dias, Renuka, PhD; Birmingham Women's and Children's Hospital
WESI Spectrum Disorder

Diaz, George A, MD, PhD; Icahn School of Medicine at Mount Sinai
Thiamine-Responsive Megaloblastic Anemia Syndrome

Dib-Hajj, Sulayman D, PhD; Yale University School of Medicine
SCN9A Neuropathic Pain Syndromes

Dichgans, Martin, MD, PhD; Ludwig-Maximilians-Universitit Miinchen
CADASIL

Dickerson, Kathryn E, MD; University of Texas Southwestern Medical Center

Monosomy 7 Predisposition Syndromes Overview
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Dietz, Harry C, MD; Johns Hopkins University School of Medicine
FBN1-Related Marfan Syndrome
Loeys-Dietz Syndrome

DiGiovanna, John ], MD; National Cancer Institute

Xeroderma Pigmentosum

Digweed, Martin, PhD; Charité — Universitiatsmedizin Berlin

Nijmegen Breakage Syndrome

DiMauro, Salvatore, MD; Columbia University Medical Center
MELAS
MERRF
Mitochondrial DNA Deletion Syndromes

Dimmock, David P, MD; Children's Hospital of Wisconsin

Deoxyguanosine Kinase Deficiency

Dindot, Scott, PhD; Texas A&M University
Maternal 15q Duplication Syndrome

Diop-Bove, Ndeye, PhD; Albert Einstein College of Medicine
Hereditary Folate Malabsorption

Dirksen, Robert T, PhD; University of Rochester School of Medicine and Dentistry

Malignant Hyperthermia Susceptibility

DiStasio, Andrew T, PhD; Nationwide Children's Hospital
ATP7A-Related Copper Transport Disorders

Disteche, Christine M, PhD; University of Washington

Y Chromosome Infertility

DiStefano, Charlotte, PhD; University of California Los Angeles
Maternal 15q Duplication Syndrome

Dobson-Stone, Carol, DPhil; University of Sydney
McLeod Neuroacanthocytosis Syndrome
VPS13A Disease

Dobyns, William B, MD; University of Minnesota
ATP6VO0A2-Related Cutis Laxa
Encephalocraniocutaneous Lipomatosis
PAFAH1BI1-Related Lissencephaly / Subcortical Band Heterotopia
PIK3CA-Related Overgrowth Spectrum

Docherty, Louise Esther, BSc (Hons), PhD; Salisbury NHS Foundation Trust

Diabetes Mellitus, 6q24-Related Transient Neonatal
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Doherty, Dan, MD, PhD; University of Washington
MNI1 C-Terminal Truncation Syndrome

Doherty, Emily S, MD; Carilion Clinic
Muenke Syndrome

Doimo, Mara, PhD; University of Padova

Primary Coenzyme Q10 Deficiency Overview

Dome, Jeffrey S, MD, PhD; Children's National Health System

Wilms Tumor Predisposition

Dominik, Natalia, BSc, MSc; UCL Queen Square Institute of Neurology
Riboflavin Transporter Deficiency
Dong, Hui-Jia; University of Florida College of Medicine
Angelman Syndrome
Donkervoort, Sandra, MS; National Institute of Neurological Disorders and Stroke
Amyotrophic Lateral Sclerosis Overview
Collagen VI-Related Dystrophies
Inclusion Body Myopathy with Paget Disease of Bone and/or Frontotemporal Dementia
Donnai, Dian, MD; University of Manchester and St Mary's Hospital
Donnai-Barrow Syndrome
Doros, Leslie, MD; Children's National Medical Center
DICER1 Tumor Predisposition
Dorsey, Adrianne M; Children's National Medical Center
Succinic Semialdehyde Dehydrogenase Deficiency
Dotti, Maria Teresa, MD; University of Siena
Cerebrotendinous Xanthomatosis
Douthitt Seibel, Gabrielle, ARNP, MN, MPH; Seattle Children's Hospital
Sickle Cell Disease
Douzgou, Sofia, MD, PhD; Haukeland University Hospital
PPP2R1A-Related Neurodevelopmental Disorder
Dowling, James ], MD, PhD; Hospital for Sick Children
X-Linked Myotubular Myopathy
Downs, Jenny, MSc, PhD; Telethon Kids Institute
CDKLS5 Deficiency Disorder

Drillings, Ian; Children's National Medical Center
Succinic Semialdehyde Dehydrogenase Deficiency

Driscoll, Daniel J, MD, PhD; University of Florida College of Medicine
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Prader-Willi Syndrome

Drunat, Séverine, PharmD, PhD; APHP-Robert Debré University Hospital
ASPM Primary Microcephaly
Baraitser-Winter Cerebrofrontofacial Syndrome
WDR62 Primary Microcephaly

du Souich, Christeéle, MSc; University of British Columbia
NSDHL-Related Disorders
UNCB80 Deficiency

Dua Puri, Ratna, MD; Sir Ganga Ram Hospital
Primrose Syndrome

Dubois, Anna, BSc, MBChB; Royal Victoria Infirmary
CYLD Cutaneous Syndrome

Dugan, Stefanie N, MS; BloodCenter of Wisconsin
ANKRD26-Related Thrombocytopenia

Duis, Jessica, MD, MS; Children's Hospital Colorado
Schinzel-Giedion Syndrome

SETBP1 Haploinsufficiency Disorder

Duker, Angela, MS; Nemours Children’s Health
Microcephalic Osteodysplastic Primordial Dwarfism Type II
Rhizomelic Chondrodysplasia Punctata Type 1
RNU4atac-opathy

Duley, John A, PhD; University of Queensland and Mater Research
Phosphoribosylpyrophosphate Synthetase Deficiency
Phosphoribosylpyrophosphate Synthetase Superactivity

Dulski, Jaroslaw, MD, PhD; Medical University of Gdansk
CSF1R-Related Disorder
DCTNI1-Related Neurodegeneration
VPS35-Related Parkinson Disease

Dumitrescu, Alexandra M, MD, PhD; University of Chicago Medical Center
Allan-Herndon-Dudley Syndrome

Dunn, Clinton P, MD; University of Washington
X-Linked Hyper IgM Syndrome

Dunoyer, Margaux, MD; Assistance Publique-Hopitaux de Paris

Congenital Mirror Movements
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Dunwoodie, Sally, BSc, PhD; Victor Chang Cardiac Research Institute
Congenital NAD Deficiency Disorder

Spondylocostal Dysostosis, Autosomal Recessive

Dune, Morten, PhD; Rigshospitalet

Myotonia Congenita

Dupré, Nicolas, MD, MSc; Université Laval
Hereditary Motor and Sensory Neuropathy with Agenesis of the Corpus Callosum
SYNEI Deficiency

Dupuis, Lucie, MS, MSc; The Hospital for Sick Children and University of Toronto
Caffey Disease

Dugque Lasio, Maria Laura, MD; Washington University School of Medicine
Pyruvate Carboxylase Deficiency

Dugquette, Antoine, MD, MSc; Centre hospitalier de I'Université de Montréal
Friedreich Ataxia

Durda, Kate M, MS; University of lowa
IRF6-Related Disorders

Durie, Peter R, MD; The Hospital for Sick Children, University of Toronto
Shwachman-Diamond Syndrome

Durr, Alexandra, MD, PhD; Hopital de la Pitié-Salpétriere
Parkin Type of Early-Onset Parkinson Disease
Spastic Paraplegia 11
Spastic Paraplegia 4
Spinocerebellar Ataxia Type 28

Dye, Thomas J, MD; Cincinnati Children's Hospital Medical Center
DLG4-Related Synaptopathy

Dykens, Elisabeth, PhD; University of California, Los Angeles
Smith-Magenis Syndrome

Dyment, David A, DPhil, MD; Children's Hospital of Eastern Ontario
ASAHI-Related Disorders

SHORT Syndrome
TRPM3-Related Neurodevelopmental Disorder

Délot, Emmanuéle C, PhD; Children's National Hospital

Nonsyndromic 46,XX Testicular Disorders/Differences of Sex Development

E
Earley, Chelsea, MD; Columbia University Irving Medical Center


https://www.ncbi.nlm.nih.gov/books/n/gene/nad-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/spondylocostal-d/
https://www.ncbi.nlm.nih.gov/books/n/gene/myotonia-c/
https://www.ncbi.nlm.nih.gov/books/n/gene/accpn/
https://www.ncbi.nlm.nih.gov/books/n/gene/syne1ca-ar/
https://www.ncbi.nlm.nih.gov/books/n/gene/caffey/
https://www.ncbi.nlm.nih.gov/books/n/gene/pdc/
https://www.ncbi.nlm.nih.gov/books/n/gene/friedreich/
https://www.ncbi.nlm.nih.gov/books/n/gene/vws/
https://www.ncbi.nlm.nih.gov/books/n/gene/sds/
https://www.ncbi.nlm.nih.gov/books/n/gene/jpd/
https://www.ncbi.nlm.nih.gov/books/n/gene/spg11/
https://www.ncbi.nlm.nih.gov/books/n/gene/spg4/
https://www.ncbi.nlm.nih.gov/books/n/gene/sca28/
https://www.ncbi.nlm.nih.gov/books/n/gene/dlg4-synap/
https://www.ncbi.nlm.nih.gov/books/n/gene/sms/
https://www.ncbi.nlm.nih.gov/books/n/gene/asah1/
https://www.ncbi.nlm.nih.gov/books/n/gene/short/
https://www.ncbi.nlm.nih.gov/books/n/gene/trpm3-ndd/
https://www.ncbi.nlm.nih.gov/books/n/gene/xxms/
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CSNK2B-Related Neurodevelopmental Disorder

Earl, Rachel, PhD; University of Washington
CHD8-Related Neurodevelopmental Disorder with Overgrowth

Ebens, Christen, MD, MPH; University of Minnesota

Fanconi Anemia

Ebrahimi-Fakhari, Darius, MD, PhD; Harvard Medical School
AP-4-Associated Hereditary Spastic Paraplegia
EPG5-Related Disorder
PRRT2-Related Disorder
Spastic Paraplegia 15

TECPR2-Related Hereditary Sensory and Autonomic Neuropathy with Intellectual Disability

Eccles, Michael R, PhD; University of Otago
PAX2-Related Disorder

Edvardsson, Vidar Orn, MD; The National University Hospital of Iceland

Adenine Phosphoribosyltransferase Deficiency

Edward, Deepak P, MD; University of Illinois at Chicago

Primary Congenital Glaucoma

Edwards, Corwin Q, MD; University of Utah School of Medicine
HFE-Related Hemochromatosis

Efthymiou, Stephanie, MSc, PhD; University College London
GRIA2-Related Neurodevelopmental Disorder
WARS?2 Deficiency

Eggens, Veerle RC, MSc; University of Amsterdam
EXOSC3 Pontocerebellar Hypoplasia
TSENS54 Pontocerebellar Hypoplasia

Eichler, Evan E, PhD; University of Washington School of Medicine
CHD8-Related Neurodevelopmental Disorder with Overgrowth
DYRKI1A Syndrome

Eichler, Florian S, MD; Massachusetts General Hospital

Canavan Disease

Ejaz, Resham, MD; McMaster Children's Hospital
NOTCH3-Related Lateral Meningocele Syndrome

El Feghaly, Jinia, MD; University of Rochester Medical Center
NSDHL-Related Disorders

El-Gharbawy, Areeg, MD; Duke University Medical Center

GeneReviews

®


https://www.ncbi.nlm.nih.gov/books/n/gene/csnk2b-ndd/
https://www.ncbi.nlm.nih.gov/books/n/gene/chd8-ndd-og/
https://www.ncbi.nlm.nih.gov/books/n/gene/fa/
https://www.ncbi.nlm.nih.gov/books/n/gene/ap4-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/epg5/
https://www.ncbi.nlm.nih.gov/books/n/gene/prrt2-parox/
https://www.ncbi.nlm.nih.gov/books/n/gene/spg15/
https://www.ncbi.nlm.nih.gov/books/n/gene/tecpr2-hsan-id/
https://www.ncbi.nlm.nih.gov/books/n/gene/papr/
https://www.ncbi.nlm.nih.gov/books/n/gene/aprt-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/glc/
https://www.ncbi.nlm.nih.gov/books/n/gene/hemochromatosis/
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https://www.ncbi.nlm.nih.gov/books/n/gene/nsdhl-dis/
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Glycogen Storage Disease Type I

El-Hattab, Ayman W, MD; University of Sharjah
Asparagine Synthetase Deficiency
Deoxyguanosine Kinase Deficiency
El-Hattab-Alkuraya Syndrome
FARS2 Deficiency
FBXL4-Related Encephalomyopathic Mitochondrial DNA Depletion Syndrome
Glycogen Storage Disease Type IV
MELAS
Mitochondrial DNA Maintenance Defects Overview
MPV17-Related Hepatocerebral Mitochondrial DNA Maintenance Defect
Primary Carnitine Deficiency

SUCLA2-Related Mitochondrial DNA Depletion Syndrome, Encephalomyopathic Form with Methylmalonic
Aciduria

SUCLG1-Related Mitochondrial DNA Depletion Syndrome, Encephalomyopathic Form with Methylmalonic
Aciduria

TK2-Related Mitochondrial DNA Maintenance Defect, Myopathic Form
Xq28 Duplication Syndrome, Int22h1/Int22h2 Mediated

Elango, Sonya, MS; Icahn School of Medicine at Mount Sinai / Mount Sinai Beth Israel
LRRK2 Parkinson Disease

Elizondo, Leah I; Baylor College of Medicine

Schimke Immunoosseous Dysplasia

Elliott, Alison M, MS, PhD; University of British Columbia

Ritscher-Schinzel Syndrome

Ellison, David H, MD; Oregon Health & Science University
Pseudohypoaldosteronism Type II

Elsas, Louis J, MD; University of Miami

Classic Galactosemia and Clinical Variant Galactosemia

Elsea, Sarah H, PhD; Baylor College of Medicine
Aromatic L-Amino Acid Decarboxylase Deficiency
MBD?5 Haploinsufficiency
Smith-Magenis Syndrome

Else, Tobias, MD; University of Michigan
Hereditary Paraganglioma-Pheochromocytoma Syndromes

POT1 Tumor Predisposition
Elsharkawi, Ibrahim, MD; Washington University
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https://www.ncbi.nlm.nih.gov/books/n/gene/as-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/dguok-mtddepl/
https://www.ncbi.nlm.nih.gov/books/n/gene/el-hattab-alkuraya/
https://www.ncbi.nlm.nih.gov/books/n/gene/fars2-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/fbxl4-mtddepl/
https://www.ncbi.nlm.nih.gov/books/n/gene/gsd4/
https://www.ncbi.nlm.nih.gov/books/n/gene/melas/
https://www.ncbi.nlm.nih.gov/books/n/gene/mtdna-md-ov/
https://www.ncbi.nlm.nih.gov/books/n/gene/mpv17-mtdep/
https://www.ncbi.nlm.nih.gov/books/n/gene/cdsp/
https://www.ncbi.nlm.nih.gov/books/n/gene/sucla2-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/sucla2-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/suclg1-mtddepl/
https://www.ncbi.nlm.nih.gov/books/n/gene/suclg1-mtddepl/
https://www.ncbi.nlm.nih.gov/books/n/gene/tk2-mtddepl/
https://www.ncbi.nlm.nih.gov/books/n/gene/xq28-dup/
https://www.ncbi.nlm.nih.gov/books/n/gene/lrrk2/
https://www.ncbi.nlm.nih.gov/books/n/gene/siod/
https://www.ncbi.nlm.nih.gov/books/n/gene/ritscher-schinzel/
https://www.ncbi.nlm.nih.gov/books/n/gene/pha2/
https://www.ncbi.nlm.nih.gov/books/n/gene/galactosemia/
https://www.ncbi.nlm.nih.gov/books/n/gene/aadc-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/mbd5-dis/
https://www.ncbi.nlm.nih.gov/books/n/gene/sms/
https://www.ncbi.nlm.nih.gov/books/n/gene/paragangliomas/
https://www.ncbi.nlm.nih.gov/books/n/gene/pot1-tpd/
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Pitt-Hopkins Syndrome

Emanuel, Beverly S, PhD; Children's Hospital of Philadelphia
22q11.2 Deletion Syndrome

Emanuel Syndrome

Eng, Charis, MD, PhD; Cleveland Clinic
Multiple Endocrine Neoplasia Type 2

PTEN Hamartoma Tumor Syndrome

Engelborghs, Sebastiaan, MD, PhD; University of Antwerp

C9orf72-Related Amyotrophic Lateral Sclerosis and/or Frontotemporal Dementia

Engelen, Marc, MD, PhD; Amsterdam University Medical Centers

Leukoencephalopathy with Brain Stem and Spinal Cord Involvement and Lactate Elevation

England, Jade, MD, MSc; University of Montreal
Spondylometaphyseal Dysplasia, Corner Fracture Type

Engle, Elizabeth C, MD; Children's Hospital Boston
Congenital Fibrosis of the Extraocular Muscles Overview

Duane Syndrome

Enns, Gregory M, MB ChB; Stanford University
Carnitine-Acylcarnitine Translocase Deficiency
MERRF
NGLY1-Related Congenital Disorder of Deglycosylation

Erez, Ayelet, MD, PhD; Baylor College of Medicine

Argininosuccinate Lyase Deficiency

Ernst Florido, Michelle, MS; Columbia University Vagelos College of Physicians and Surgeons
CSNK2B-Related Neurodevelopmental Disorder

Erro, Roberto, MD, PhD; University of Salerno

Familial Paroxysmal Nonkinesigenic Dyskinesia

Erwin, Angelika, MD, PhD; Cleveland Clinic
Congenital Erythropoietic Porphyria

Escolar, Maria L, MD, MS; Children's Hospital of Pittsburgh - UPMC
Krabbe Disease

Esposito, Dario, MD; Sapienza Universita di Roma
PRICKLEI-Related Disorders

Evangelista, Teresinha, MD; Institut de Myologie
Oculopharyngeal Muscular Dystrophy

Evans, D Gareth, MD; Manchester University Hospitals
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https://www.ncbi.nlm.nih.gov/books/n/gene/smdcf/
https://www.ncbi.nlm.nih.gov/books/n/gene/cfeom/
https://www.ncbi.nlm.nih.gov/books/n/gene/duane/
https://www.ncbi.nlm.nih.gov/books/n/gene/cact-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/merrf/
https://www.ncbi.nlm.nih.gov/books/n/gene/ngly1-cddg/
https://www.ncbi.nlm.nih.gov/books/n/gene/args-aciduria/
https://www.ncbi.nlm.nih.gov/books/n/gene/csnk2b-ndd/
https://www.ncbi.nlm.nih.gov/books/n/gene/pnknd/
https://www.ncbi.nlm.nih.gov/books/n/gene/cep/
https://www.ncbi.nlm.nih.gov/books/n/gene/krabbe/
https://www.ncbi.nlm.nih.gov/books/n/gene/me-ataxia/
https://www.ncbi.nlm.nih.gov/books/n/gene/opmd/
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Nevoid Basal Cell Carcinoma Syndrome

NF2-Related Schwannomatosis

Evans, Kelly N, MD; Seattle Children's Hospital
Apert Syndrome

FGFR Craniosynostosis Syndromes Overview

Everett, Lorraine A; National Human Genome Research Institute

Pendred Syndrome / Nonsyndromic Enlarged Vestibular Aqueduct

Evidente, Virgilio Gerald H, MD; Movement Disorders Center of Arizona

X-Linked Dystonia-Parkinsonism Syndrome

Ewbank, Clifton, MD; University of California San Francisco

Fumarate Hydratase Deficiency

Eymard-Pierre, Eleonore, PhD; Unité mixte de recherche 384 et Fédération de génétique humaine Auvergne
ALS2-Related Disorder

F
Fabre, Alexandre, MD, PhD; La Timone Children's Hospital

Trichohepatoenteric Syndrome

Fahim, Abigail T, MD, PhD; University of Michigan Medical School

Nonsyndromic Retinitis Pigmentosa Overview

Fahrner, Jill A, MD, PhD; Johns Hopkins School of Medicine
TET3-Related Beck-Fahrner Syndrome

Falchetti, Alberto, MD; University Hospital of Careggi
Multiple Endocrine Neoplasia Type 1

Falik Zaccai, Tzipora C, MD; Galilee Medical Center

INSR-Related Severe Insulin Resistance Syndrome

Falk, Marni ], MD; Children's Hospital of Philadelphia
Cohen Syndrome
FGFR Craniosynostosis Syndromes Overview
Mitochondrial DNA Deletion Syndromes

Primary Pyruvate Dehydrogenase Complex Deficiency Overview

Fallatah, Wedad, MD; McGill University
Rhizomelic Chondrodysplasia Punctata Type 1

Fam, Hok Khim, BSc; University of British Columbia

Spinocerebellar Ataxia with Axonal Neuropathy, Autosomal Recessive

Fanin, Marina, PhD; University of Padova


https://www.ncbi.nlm.nih.gov/books/n/gene/bcns/
https://www.ncbi.nlm.nih.gov/books/n/gene/nf2/
https://www.ncbi.nlm.nih.gov/books/n/gene/apert/
https://www.ncbi.nlm.nih.gov/books/n/gene/craniosynostosis/
https://www.ncbi.nlm.nih.gov/books/n/gene/pendred/
https://www.ncbi.nlm.nih.gov/books/n/gene/xdp/
https://www.ncbi.nlm.nih.gov/books/n/gene/fum/
https://www.ncbi.nlm.nih.gov/books/n/gene/iahsp/
https://www.ncbi.nlm.nih.gov/books/n/gene/sd-thes/
https://www.ncbi.nlm.nih.gov/books/n/gene/rp-overview/
https://www.ncbi.nlm.nih.gov/books/n/gene/beck-fahrner/
https://www.ncbi.nlm.nih.gov/books/n/gene/men1/
https://www.ncbi.nlm.nih.gov/books/n/gene/insr-ir/
https://www.ncbi.nlm.nih.gov/books/n/gene/cohen/
https://www.ncbi.nlm.nih.gov/books/n/gene/craniosynostosis/
https://www.ncbi.nlm.nih.gov/books/n/gene/kss/
https://www.ncbi.nlm.nih.gov/books/n/gene/pdhc-def-ov/
https://www.ncbi.nlm.nih.gov/books/n/gene/rcdp/
https://www.ncbi.nlm.nih.gov/books/n/gene/scan1/
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Calpainopathy

Fanto, Manolis, PhD; King's College London
EPG5-Related Disorder

Fan, Yuting, MD; St Luke's Hospital
Y Chromosome Infertility

Faqeih, Eissa, MD; King Fahad Medical City
FARS2 Deficiency

Farlow, Janice, BA, BS; Indiana University School of Medicine

Parkinson Disease Overview

Farndon, Peter A, MD; Birmingham Women's Hospital

Nevoid Basal Cell Carcinoma Syndrome

Farrer, Matthew, PhD; University of British Columbia
LRRK2 Parkinson Disease

Fasham, James, BSc, MBChB, PhD; University of Exeter Medical School
HYAL?2 Deficiency

Fatemi, Ali, MD; Kennedy Krieger Institute
X-Linked Adrenoleukodystrophy

Fathi, Esmat, PhD; St Jude Children's Research Hospital
GNAI1-Related Neurodevelopmental Disorder

Fauth, Christine, MD; Medical University of Innsbruck
FKBP14 Kyphoscoliotic Ehlers-Danlos Syndrome

Fecarotta, Simona, MD; Federico II University
Lysinuric Protein Intolerance
Fechner, Patricia Y, MD; University of Washington

Nonsyndromic Disorders of Testicular Development Overview

Federico, Antonio, MD; University of Siena

Cerebrotendinous Xanthomatosis

Feldman, Gerald L, MD, PhD; Wayne State University School of Medicine
BRCAL1- and BRCA2-Associated Hereditary Breast and Ovarian Cancer

Feldman, Howard H, MD; University of British Columbia

GRN Frontotemporal Dementia

Felton, Thomas, MS; McLendon Clinical Laboratories
DRPLA

Ferreira, Carlos R, MD; National Human Genome Research Institute

Barth Syndrome
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https://www.ncbi.nlm.nih.gov/books/n/gene/ctx/
https://www.ncbi.nlm.nih.gov/books/n/gene/brca1/
https://www.ncbi.nlm.nih.gov/books/n/gene/ftd-grn/
https://www.ncbi.nlm.nih.gov/books/n/gene/drpla/
https://www.ncbi.nlm.nih.gov/books/n/gene/barth/
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Generalized Arterial Calcification of Infancy
Osteoglophonic Dysplasia

Primrose Syndrome

Prolidase Deficiency

Saul-Wilson Syndrome

Fete, Mary, MSN, RN; National Foundation for Ectodermal Dysplasias
Hypohidrotic Ectodermal Dysplasia

Ficicioglu, Can, MD, PhD; Children’s Hospital of Philadelphia
Alpha-Mannosidosis

Field, Amanda, MPH; ResourcePath
DICERI Tumor Predisposition

Figlewicz, Denise A, PhD; University of Michigan Medical School
Facioscapulohumeral Muscular Dystrophy
Filipovich, Alexandra H, MD; Cincinnati Children's Hospital
Familial Hemophagocytic Lymphohistiocytosis
WAS-Related Disorders
X-Linked Hyper IgM Syndrome
X-Linked Lymphoproliferative Disease
Finanger, Erika L, MD; Oregon Health and Science University
Spinal Muscular Atrophy
Fink, John K, MD; University of Michigan
Hereditary Spastic Paraplegia Overview
Finucane, Brenda M, MS; Geisinger Health System
17q12 Recurrent Deletion Syndrome
Maternal 15q Duplication Syndrome
Smith-Magenis Syndrome
Fishbein, Lauren, MD, PhD; University of Colorado School of Medicine
Hereditary Paraganglioma-Pheochromocytoma Syndromes
Fisher, Simon E, DPhil; Max Planck Institute for Psycholinguistics
FOXP2-Related Speech and Language Disorder

Fish, Jennifer, PhD; University of Massachusetts Lowell
SATB2-Associated Syndrome

Fiskerstrand, Torunn, MD, PhD; University of Bergen
ADAMTSLA4-Related Eye Disorders

Fitzgibbon, Jude, PhD; Queen Mary University of London
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https://www.ncbi.nlm.nih.gov/books/n/gene/gaci/
https://www.ncbi.nlm.nih.gov/books/n/gene/og-dysp/
https://www.ncbi.nlm.nih.gov/books/n/gene/primrose/
https://www.ncbi.nlm.nih.gov/books/n/gene/prolidase-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/saul-wilson/
https://www.ncbi.nlm.nih.gov/books/n/gene/x-hed/
https://www.ncbi.nlm.nih.gov/books/n/gene/a-mannosidosis/
https://www.ncbi.nlm.nih.gov/books/n/gene/pp-blastoma/
https://www.ncbi.nlm.nih.gov/books/n/gene/fsh/
https://www.ncbi.nlm.nih.gov/books/n/gene/hlh/
https://www.ncbi.nlm.nih.gov/books/n/gene/was/
https://www.ncbi.nlm.nih.gov/books/n/gene/xlhi/
https://www.ncbi.nlm.nih.gov/books/n/gene/x-lpd/
https://www.ncbi.nlm.nih.gov/books/n/gene/sma/
https://www.ncbi.nlm.nih.gov/books/n/gene/hsp/
https://www.ncbi.nlm.nih.gov/books/n/gene/mdel17q12/
https://www.ncbi.nlm.nih.gov/books/n/gene/dup15q/
https://www.ncbi.nlm.nih.gov/books/n/gene/sms/
https://www.ncbi.nlm.nih.gov/books/n/gene/paragangliomas/
https://www.ncbi.nlm.nih.gov/books/n/gene/foxp2-sl-dis/
https://www.ncbi.nlm.nih.gov/books/n/gene/satb2-dis/
https://www.ncbi.nlm.nih.gov/books/n/gene/adamtsl4-eyes/

50

CEBPA- Associated Familial Acute Myeloid Leukemia (AML)

FitzPatrick, David R, MD; University of Edinburgh
SOX2 Disorder

Flanagan, Maeve, BA; Weill Cornell Medical College
Bloom Syndrome

Flanigan, Kevin M, MD; Nationwide Children's Hospital
Collagen VI-Related Dystrophies

Fleming, Judith C, PhD
Thiamine-Responsive Megaloblastic Anemia Syndrome

Flemming, Kelly D, MD; Mayo Clinic
Familial Cerebral Cavernous Malformation

Florenzano, Pablo, MD; National Institute of Dental and Craniofacial Research
Fibrous Dysplasia / McCune-Albright Syndrome

Fluharty, Arvan L, PhD; University of California, Los Angeles
Arylsulfatase A Deficiency

Fogli, Anne, PhD; UMR INSERM 1103

Childhood Ataxia with Central Nervous System Hypomyelination / Vanishing White Matter

Foley, A Reghan, MD; National Institute of Neurological Disorders and Stroke
Collagen VI-Related Dystrophies

Fong, Jamie C, MS; University of California, San Francisco
Holt-Oram Syndrome

Fontaine, Bertrand, MD, PhD; Assistance Publique - Hopitaux de Paris
Hypokalemic Periodic Paralysis

Foroud, Tatiana, PhD; Indiana University School of Medicine

Parkinson Disease Overview

Forsythe, Elizabeth, BMedSci, MBBS; University College London

Bardet-Biedl Syndrome Overview

Forsyth, RaeLynn, MD; Johns Hopkins University School of Medicine

Bardet-Biedl Syndrome Overview

Forwood, Caitlin, BSc (Hons), MBBS (Hons); Sydney Children's Hospitals Network
CLCN4-Related Neurodevelopmental Disorder

Foss, Kimberly, MS; Seattle Children's Hospital
PPP2R5D-Related Neurodevelopmental Disorder

Foster, Rebecca, PhD; St Louis Children’s Hospital
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Smith-Magenis Syndrome

Fournier, Emmanuel, MD, PhD; Assistance Publique - Hopitaux de Paris

Hypokalemic Periodic Paralysis

Fox, Mark H, MD; University of lowa
PRICKLEI-Related Disorders

Franco, Brunella, MD; University of Naples Federico II
Microphthalmia with Linear Skin Defects Syndrome
Oral-Facial-Digital Syndrome Type I

Francomano, Clair A, MD; National Institutes of Health
Achondroplasia
Hypochondroplasia

Franques, Jérome, MD; Assistance Publique — Hopitaux de Marseille

Hypokalemic Periodic Paralysis

Frantzen, Carlijn, MD; University Medical Center Groningen

Von Hippel-Lindau Syndrome

Frazier, Marsha L, PhD; UT MD Anderson Cancer Center
Peutz-Jeghers Syndrome

Freeman, Alexandra E, MD; National Institutes of Health
STAT3 Hyper IgE Syndrome

French, Tegan; Murdoch Children's Research Institute
Thanatophoric Dysplasia

Frey, Beat M, MD; Swiss Red Cross

McLeod Neuroacanthocytosis Syndrome

Fridovich-Keil, Judith L, PhD; Emory University School of Medicine
Duarte Variant Galactosemia

Epimerase Deficiency Galactosemia

Friedman, Jan M, MD, PhD; University of British Columbia

Neurofibromatosis 1

Friedman, Jennifer, MD; University of California San Diego
ADCYS5 Dyskinesia

Sepiapterin Reductase Deficiency

Friedman, Thomas B, PhD; National Institute on Deafness and Other Communication Disorders
Perrault Syndrome

Friez, Michael J, PhD; Greenwood Genetic Center
GNPTAB-Related Disorders
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Takahashi, Toshiaki, MD, PhD; National Hospital Organization — Sendai-Nishitaga Hospital
Dysferlinopathy

Takasaki, Kaoru, MD; Children's Hospital of Philadelphia
GATAI1-Related Cytopenia
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Talbert, Janet L, MS; Vanderbilt University Medical Center
Pulmonary Fibrosis Predisposition Overview

Tallaksen, Chantal; Hopital de la Pitié-Salpétriere
Spastic Paraplegia 4

Taly, Arun B, MD; National Institute of Mental Health & Neurosciences
Huppke-Brendel Syndrome
Isolated Sulfite Oxidase Deficiency

Tamary, Hannah, MD; Schneider Children's Medical Center of Israel
Alpha-Thalassemia
Congenital Dyserythropoietic Anemia Type I
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Tamura, Deborah, RN; National Cancer Institute

Xeroderma Pigmentosum

Tanase-Nakao, Kanako, MD, PhD; National Research Institute for Child Health and Development

MIRAGE Syndrome
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Tawil, Rabi, MD; University of Rochester Medical Center
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Taylor, Robert W, PhD; Newcastle University
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Teng, Joyce, MD, PhD; Stanford School of Medicine

Epidermolysis Bullosa Simplex

Terry, Sharon F, MA; PXE International
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Terwindt, Gisela M, MD, PhD; Leiden University Medical Center
CADASIL
Retinal Vasculopathy with Cerebral Leukoencephalopathy and Systemic Manifestations

Testa, Giuseppe, MA, MD, PhD; European Institute of Oncology
Gabriele-de Vries Syndrome

Thabet, Farah, MD; Fattouma Bourguiba University Hospital
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Thauvin-Robinet, Christel, MD, PhD; University of Burgundy
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Thibert, Ronald L, DO, MSPH; Massachusetts General Hospital
Maternal 15q Duplication Syndrome
Pitt-Hopkins Syndrome
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Thiel, Moritz, MD; University of Cologne
GNAOI1-Related Disorder

Thoene, Jess G, MD; University of Michigan
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DDX3X-Related Neurodevelopmental Disorder

Thomas, Mervyn G, MBChB, PhD; University of Leicester
FRMD7-Related Infantile Nystagmus
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Thompson, Arthur R, MD, PhD; University of Washington
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Thorpe, Ryan K, MD; University of Iowa
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Thunell, Stig, MD, PhD; Karolinska Institute
Acute Intermittent Porphyria
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Tijssen, Marina AJ, MD; University Medical Center Groningen
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X-Linked Spondyloepiphyseal Dysplasia Tarda

Timmerman, Vincent, PhD; Institute Born Bunge

GAN-Related Neurodegeneration
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Tolar, Jakub, MD, PhD; University of Minnesota
Fanconi Anemia

Tonduti, Davide, MD, PhD; V Buzzi Children's Hospital
Allan-Herndon-Dudley Syndrome

Toone, Jennifer, BSc; Children's and Women's Health Centre of British Columbia
Nonketotic Hyperglycinemia

Torgerson, Troy, MD, PhD; Division of Infectious Diseases, Immunology, and Rheumatology
IPEX Syndrome

Toriello, Helga V, PhD; Michigan State University
Oral-Facial-Digital Syndrome Type I
Thrombocytopenia Absent Radius Syndrome

Toro, Camilo, MD; National Human Genome Research Institute
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Sandhoft Disease
SCARB2-Related Action Myoclonus - Renal Failure Syndrome

Toro, Jorge R, MD; National Institutes of Health
Birt-Hogg-Dube Syndrome
FH Tumor Predisposition Syndrome

Torres, Vicente E, MD, PhD; Mayo Clinic
Polycystic Kidney Disease, Autosomal Dominant

Toyoshima, Yasuko, MD, PhD; Agano Hospital
Spinocerebellar Ataxia Type 17

Traboulsi, Elias I, MD, MEd; Cleveland Clinic Lerner College of Medicine
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Isolated and Classic Cutis Marmorata Telangiectatica Congenita

Trahms, Cristine, MS, RD; University of Washington
Tyrosinemia Type I

Tran-Fadulu, Van, MS; University of Texas Medical School at Houston

Heritable Thoracic Aortic Disease Overview

Tranebjeerg, Lisbeth, MD, PhD; University of Copenhagen
Deafness-Dystonia-Optic Neuronopathy Syndrome
Jervell and Lange-Nielsen Syndrome
WESI Spectrum Disorder


https://www.ncbi.nlm.nih.gov/books/n/gene/fa/
https://www.ncbi.nlm.nih.gov/books/n/gene/thctd/
https://www.ncbi.nlm.nih.gov/books/n/gene/nkh/
https://www.ncbi.nlm.nih.gov/books/n/gene/ipex/
https://www.ncbi.nlm.nih.gov/books/n/gene/ofd1/
https://www.ncbi.nlm.nih.gov/books/n/gene/tar/
https://www.ncbi.nlm.nih.gov/books/n/gene/chediak-higashi/
https://www.ncbi.nlm.nih.gov/books/n/gene/gm2a-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/tay-sachs/
https://www.ncbi.nlm.nih.gov/books/n/gene/sandhoff/
https://www.ncbi.nlm.nih.gov/books/n/gene/amrf/
https://www.ncbi.nlm.nih.gov/books/n/gene/bhd/
https://www.ncbi.nlm.nih.gov/books/n/gene/hlrcc/
https://www.ncbi.nlm.nih.gov/books/n/gene/pkd-ad/
https://www.ncbi.nlm.nih.gov/books/n/gene/sca17/
https://www.ncbi.nlm.nih.gov/books/n/gene/cohen/
https://www.ncbi.nlm.nih.gov/books/n/gene/cmtc/
https://www.ncbi.nlm.nih.gov/books/n/gene/tyrosinemia/
https://www.ncbi.nlm.nih.gov/books/n/gene/taa/
https://www.ncbi.nlm.nih.gov/books/n/gene/ddon/
https://www.ncbi.nlm.nih.gov/books/n/gene/jln/
https://www.ncbi.nlm.nih.gov/books/n/gene/wfs/

GeneReviews Authors

Trevisson, Eva, MD, PhD; University of Padova

Primary Coenzyme Q10 Deficiency Overview

Trifiro, Mark A, MD; McGill University

Androgen Insensitivity Syndrome

Trinh, Joanne, BSc; University of British Columbia
LRRK2 Parkinson Disease

Trollet, Capucine, PhD; Centre de Recherche en Myologie
Oculopharyngeal Muscular Dystrophy

Trouillard, Oriane, BS; Institut du Cerveau et de la Moelle épiniére

Congenital Mirror Movements

Trzupek, Karmen M, MS; InformedDNA
Leber Congenital Amaurosis / Early-Onset Severe Retinal Dystrophy Overview
Usher Syndrome Type I
Usher Syndrome Type I1

Tsang, Mandy HY, MMSc; University of Hong Kong
CTNNBI Neurodevelopmental Disorder

Tsilou, Ekaterini, MDj; Center for Biologics Evaluation and Research, US FDA
Weill-Marchesani Syndrome

Tsuji, Shoji, MD, PhD; University of Tokyo Graduate School of Medicine
DRPLA
Spinocerebellar Ataxia Type 17

Tsunogai, Toshiki, MD; Jikei University School of Medicine

Thiamine-Responsive Megaloblastic Anemia Syndrome

Tuchman, Mendel, MD; Children's National Medical Center

Urea Cycle Disorders Overview

Turner, Joyce T, MS; Children’s National Hospital

Wilms Tumor Predisposition

Turner, Stefanie, MS; 17q12 Foundation
17q12 Recurrent Deletion Syndrome

Turnpenny, Peter D, BSc, ChB, MB; Royal Devon University Healthcare NHS Foundation Trust

Spondylocostal Dysostosis, Autosomal Recessive

Tuschl, Karin, MD, PhD; UCL Great Ormond Street Institute of Child Health
Hypermanganesemia with Dystonia 1
SLC39A14 Deficiency

Tuupanen, Sari, PhD; Blueprint Genetics

155


https://www.ncbi.nlm.nih.gov/books/n/gene/coq10-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/androgen/
https://www.ncbi.nlm.nih.gov/books/n/gene/lrrk2/
https://www.ncbi.nlm.nih.gov/books/n/gene/opmd/
https://www.ncbi.nlm.nih.gov/books/n/gene/mirror/
https://www.ncbi.nlm.nih.gov/books/n/gene/lca-ov/
https://www.ncbi.nlm.nih.gov/books/n/gene/usher1/
https://www.ncbi.nlm.nih.gov/books/n/gene/usher2/
https://www.ncbi.nlm.nih.gov/books/n/gene/ctnnb1-ndd/
https://www.ncbi.nlm.nih.gov/books/n/gene/weill-ms/
https://www.ncbi.nlm.nih.gov/books/n/gene/drpla/
https://www.ncbi.nlm.nih.gov/books/n/gene/sca17/
https://www.ncbi.nlm.nih.gov/books/n/gene/trma/
https://www.ncbi.nlm.nih.gov/books/n/gene/ucd-overview/
https://www.ncbi.nlm.nih.gov/books/n/gene/wilms-ov/
https://www.ncbi.nlm.nih.gov/books/n/gene/mdel17q12/
https://www.ncbi.nlm.nih.gov/books/n/gene/spondylocostal-d/
https://www.ncbi.nlm.nih.gov/books/n/gene/hmdpc/
https://www.ncbi.nlm.nih.gov/books/n/gene/slc39a14-def/

156 GeneReviews®

X-Linked Congenital Stationary Night Blindness

Tumer, Zeynep, DMSc, MD, PhD; Rigshospitalet
DLG4-Related Synaptopathy

Tiiysiiz, Beyhan, MD, PhD; Istanbul University
Trichorhinophalangeal Syndrome

U
Udd, Bjarne, MD, PhD; Tampere University Hospital
ANOS5 Muscle Disease
Salih Myopathy
Udd Distal Myopathy - Tibial Muscular Dystrophy
Uhlig, Holm; NIHR Oxford Biomedical Research Centre
PI4KA-Related Disorder

Uitto, Jouni, MD, PhD; Thomas Jefferson University
Kindler Syndrome
Lipoid Proteinosis

Pseudoxanthoma Flasticum

Ulm Seiwert, Elizabeth, MS; Cincinnati Children's Hospital and Medical Center
IRF2BPL-Related Disorder

Umair, Muhammad, PhD; King Saud Bin Abdulaziz University for Health Sciences
EMC10-Related Neurodevelopmental Disorder

Unger, Sheila, MD; Genetica AG
Achondrogenesis Type 1B
Atelosteogenesis Type 2
Campomelic Dysplasia
Chondrodysplasia with Congenital Joint Dislocations, CHST3-Related
Diastrophic Dysplasia
SLC26A2-Related Multiple Epiphyseal Dysplasia
Upadia, Jariya, MD; Tulane University School of Medicine
Cystic Fibrosis
Urban, Zsolt, PhD; University of Pittsburgh
EFEMP2-Related Cutis Laxa
ELN-Related Cutis Laxa
LTBP4-Related Cutis Laxa

Urion, David K, MD; Boston Children's Hospital / Harvard Medical School
Dystrophinopathies


https://www.ncbi.nlm.nih.gov/books/n/gene/csnb/
https://www.ncbi.nlm.nih.gov/books/n/gene/dlg4-synap/
https://www.ncbi.nlm.nih.gov/books/n/gene/tps/
https://www.ncbi.nlm.nih.gov/books/n/gene/ano5-md/
https://www.ncbi.nlm.nih.gov/books/n/gene/salih-myo/
https://www.ncbi.nlm.nih.gov/books/n/gene/udd/
https://www.ncbi.nlm.nih.gov/books/n/gene/pi4ka/
https://www.ncbi.nlm.nih.gov/books/n/gene/kindler/
https://www.ncbi.nlm.nih.gov/books/n/gene/lipoid-p/
https://www.ncbi.nlm.nih.gov/books/n/gene/pxe/
https://www.ncbi.nlm.nih.gov/books/n/gene/irf2bpl-dis/
https://www.ncbi.nlm.nih.gov/books/n/gene/emc10-ndd/
https://www.ncbi.nlm.nih.gov/books/n/gene/achon1b/
https://www.ncbi.nlm.nih.gov/books/n/gene/ao2/
https://www.ncbi.nlm.nih.gov/books/n/gene/campo-dysp/
https://www.ncbi.nlm.nih.gov/books/n/gene/cd-chst3/
https://www.ncbi.nlm.nih.gov/books/n/gene/diastrophic-d/
https://www.ncbi.nlm.nih.gov/books/n/gene/edm/
https://www.ncbi.nlm.nih.gov/books/n/gene/cf/
https://www.ncbi.nlm.nih.gov/books/n/gene/efemp2-cutis-laxa/
https://www.ncbi.nlm.nih.gov/books/n/gene/eln-cutis-laxa/
https://www.ncbi.nlm.nih.gov/books/n/gene/ltbp4-cutis-laxa/
https://www.ncbi.nlm.nih.gov/books/n/gene/dbmd/

GeneReviews Authors

Ursini, Matilde Valeria, PhD; Institute of Genetics and Biophysics - CNR

Incontinentia Pigmenti

Usami, Shin-ichi, MD, PhD; Shinshu University School of Medicine

Nonsyndromic Hearing Loss and Deafness, Mitochondrial

Uyanik, Gokhan, MD; Hanusch Hospital
CASK Disorders
DCX-Related Disorders

v

Vahidnezhad, Hassan, MSc, PhD; Pasteur Institute of Iran
Kindler Syndrome

Lipoid Proteinosis

Vakkilainen, Svetlana, MD, PhD; University of Helsinki and Helsinki University Hospital
Cartilage-Hair Hypoplasia - Anauxetic Dysplasia Spectrum Disorders

Valdmanis, Paul N, PhD; University of Washington
Spastic Paraplegia 8

Valencia, C Alexander, PhD; Cincinnati Children’s Hospital Medical Center
Very Long-Chain Acyl-Coenzyme A Dehydrogenase Deficiency

Valentin, Ilia, MD; Heidelberg University
NR2F1-Related Neurodevelopmental Disorder

Valeriani, Emanuele, MD; Sapienza University of Rome
Factor V Leiden Thrombophilia

Valle, Laura, PhD; Catalan Institute of Oncology
Lynch Syndrome

Valverde de Morales, Hannah Gabriela, MD; Integra Genetics
CTCF-Related Disorder

van Belzen, Martine, PhD; Leiden University Medical Center

Peters Plus Syndrome

van Bokhoven, Hans, PhD; Radboud University Medical Center
TP63-Related Disorders

van Bon, Bregje WM, MD, PhD; Radboud University Medical Center
15q13.3 Recurrent Deletion
DYRKI1A Syndrome
Schinzel-Giedion Syndrome

SETBP1 Haploinsufficiency Disorder

Van Broeckhoven, Christine, DSc, PhD; University of Antwerp

157


https://www.ncbi.nlm.nih.gov/books/n/gene/i-p/
https://www.ncbi.nlm.nih.gov/books/n/gene/mt-deafness/
https://www.ncbi.nlm.nih.gov/books/n/gene/cask-dis/
https://www.ncbi.nlm.nih.gov/books/n/gene/dcx/
https://www.ncbi.nlm.nih.gov/books/n/gene/kindler/
https://www.ncbi.nlm.nih.gov/books/n/gene/lipoid-p/
https://www.ncbi.nlm.nih.gov/books/n/gene/chh/
https://www.ncbi.nlm.nih.gov/books/n/gene/spg8/
https://www.ncbi.nlm.nih.gov/books/n/gene/vlcad/
https://www.ncbi.nlm.nih.gov/books/n/gene/nr2f1-ndd/
https://www.ncbi.nlm.nih.gov/books/n/gene/factor-v-leiden/
https://www.ncbi.nlm.nih.gov/books/n/gene/hnpcc/
https://www.ncbi.nlm.nih.gov/books/n/gene/ctcf-dis/
https://www.ncbi.nlm.nih.gov/books/n/gene/peters-plus/
https://www.ncbi.nlm.nih.gov/books/n/gene/aec/
https://www.ncbi.nlm.nih.gov/books/n/gene/mdel15q13_3/
https://www.ncbi.nlm.nih.gov/books/n/gene/dyrk1a-id/
https://www.ncbi.nlm.nih.gov/books/n/gene/schinzel-giedion/
https://www.ncbi.nlm.nih.gov/books/n/gene/setbp1-hd/

158 GeneReviews®

C9orf72-Related Amyotrophic Lateral Sclerosis and/or Frontotemporal Dementia

Van Camp, Guy, PhD; University of Antwerp
Genetic Hearing Loss Overview
GJB2-Related Autosomal Recessive Nonsyndromic Hearing Loss

Pendred Syndrome / Nonsyndromic Enlarged Vestibular Aqueduct

van de Warrenburg, Bart P, MD, PhD; Radboud University Nijmegen Medical Center
ARSACS

Van den Veyver, Ignatia Barbara, MD; Baylor College of Medicine
Aicardi Syndrome
PORCN-Related Developmental Disorders

van der Crabben, Saskia N, MD, PhD; Amsterdam UMC

Serine Deficiency Disorders

van der Knaap, Marjo S, MD, PhD; Amsterdam University Medical Centers
Childhood Ataxia with Central Nervous System Hypomyelination / Vanishing White Matter
CLCN2-Related Leukoencephalopathy
Hypomyelination and Congenital Cataract
Leukoencephalopathy with Brain Stem and Spinal Cord Involvement and Lactate Elevation
Megalencephalic Leukoencephalopathy with Subcortical Cysts
TUBB4A-Related Leukodystrophy

van der Maarel, Silvere M, MD; Leiden University Medical Center

Facioscapulohumeral Muscular Dystrophy

van der Sluijs, Pleuntje ], MSc; Leiden University Medical Center
ARID1B-Related Disorder

van der Zee, Julie, PhD; University of Antwerp

C9orf72-Related Amyotrophic Lateral Sclerosis and/or Frontotemporal Dementia

Van Dijck, Anke, MD, PhD; University of Antwerp
ADNP-Related Disorder

van Dijk, Fleur S, MD, PhD; London North West University Healthcare NHS Trust
Periodontal Ehlers-Danlos Syndrome
TNXB-Related Classical-Like Ehlers-Danlos Syndrome

van Dijk, Tessa, MD, PhD; Leiden University Medical Center
EXOSC3 Pontocerebellar Hypoplasia
TSENS54 Pontocerebellar Hypoplasia

Van Esch, Hilde, MD, PhD; University Hospitals Leuven
MECP2 Duplication Syndrome


https://www.ncbi.nlm.nih.gov/books/n/gene/als-ftd/
https://www.ncbi.nlm.nih.gov/books/n/gene/deafness-overview/
https://www.ncbi.nlm.nih.gov/books/n/gene/dfnb1/
https://www.ncbi.nlm.nih.gov/books/n/gene/pendred/
https://www.ncbi.nlm.nih.gov/books/n/gene/arsacs/
https://www.ncbi.nlm.nih.gov/books/n/gene/aic/
https://www.ncbi.nlm.nih.gov/books/n/gene/focal-dh/
https://www.ncbi.nlm.nih.gov/books/n/gene/serine-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/cach/
https://www.ncbi.nlm.nih.gov/books/n/gene/cc2-leuk/
https://www.ncbi.nlm.nih.gov/books/n/gene/hypo-mcc/
https://www.ncbi.nlm.nih.gov/books/n/gene/lbsl/
https://www.ncbi.nlm.nih.gov/books/n/gene/mlc/
https://www.ncbi.nlm.nih.gov/books/n/gene/tubb4a-leuk/
https://www.ncbi.nlm.nih.gov/books/n/gene/fsh/
https://www.ncbi.nlm.nih.gov/books/n/gene/arid1b-dis/
https://www.ncbi.nlm.nih.gov/books/n/gene/als-ftd/
https://www.ncbi.nlm.nih.gov/books/n/gene/adnp-dis/
https://www.ncbi.nlm.nih.gov/books/n/gene/eds-pd/
https://www.ncbi.nlm.nih.gov/books/n/gene/tnxb-eds/
https://www.ncbi.nlm.nih.gov/books/n/gene/exosc3-pc-hypo-p/
https://www.ncbi.nlm.nih.gov/books/n/gene/pc-hypo-p/
https://www.ncbi.nlm.nih.gov/books/n/gene/mecp2-dup/

GeneReviews Authors

Van Hauwe, Peter; University of Antwerp

Pendred Syndrome / Nonsyndromic Enlarged Vestibular Aqueduct

Van Hove, Johan LK, MD, PhD; University of Colorado School of Medicine
Nonketotic Hyperglycinemia

van Karnebeek, Clara, MD, PhD; Amsterdam University Medical Centers
Carbonic Anhydrase VA Deficiency
PLPBP Deficiency

van Leeuwaarde, Rachel S, MD, PhD; University Medical Center Utrecht
Von Hippel-Lindau Syndrome

Van Lierop, Antoon, MD, PhD; Leiden University Medical Center
SOST-Related Sclerosing Bone Dysplasias

Van Maldergem, Lionel, MD, PhD; Université de Franche-Comté
ATP6VOA2-Related Cutis Laxa
Baller-Gerold Syndrome
Berardinelli-Seip Congenital Lipodystrophy
FBLNS5-Related Cutis Laxa

van Nesselrooij, Bernadette, MD, PhD; University Medical Center Utrecht
Von Hippel-Lindau Syndrome

van Os, Nienke, MD, PhD; Radboud University Medical Center

Ataxia-Telangiectasia

van Ravenswaaij-Arts, Conny M, MD, PhD; University Medical Center Groningen
CHD?7 Disorder

van Spaendonk, Rosalina ML, PhD; Amsterdam University Medical Center
PLP1 Disorders

van Steensel, Maurice, MD, PhD; University Hospital Maastricht
Pachyonychia Congenita

van Swieten, John C, MD, PhD; Erasmus Medical Center
MAPT-Related Frontotemporal Dementia

Van Zanten, Malou, PhD; St George’s, University of London
Milroy Disease

Vanagunas, Tomas, MD, PhD; Cincinnati Children's Hospital and Medical Center
IRF2BPL-Related Disorder

Vance, Jeffery M, MD, PhD; Duke University Medical Center
GDAPI1-Related Hereditary Motor and Sensory Neuropathy

Vandana, VP, PhD; National Institute of Mental Health & Neurosciences

159


https://www.ncbi.nlm.nih.gov/books/n/gene/pendred/
https://www.ncbi.nlm.nih.gov/books/n/gene/nkh/
https://www.ncbi.nlm.nih.gov/books/n/gene/ca5a-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/plpbp-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/vhl/
https://www.ncbi.nlm.nih.gov/books/n/gene/sost/
https://www.ncbi.nlm.nih.gov/books/n/gene/cutis-laxa/
https://www.ncbi.nlm.nih.gov/books/n/gene/bgs/
https://www.ncbi.nlm.nih.gov/books/n/gene/bscl/
https://www.ncbi.nlm.nih.gov/books/n/gene/fbln5-cutis-laxa/
https://www.ncbi.nlm.nih.gov/books/n/gene/vhl/
https://www.ncbi.nlm.nih.gov/books/n/gene/ataxia-telangiectas/
https://www.ncbi.nlm.nih.gov/books/n/gene/charge/
https://www.ncbi.nlm.nih.gov/books/n/gene/pmd/
https://www.ncbi.nlm.nih.gov/books/n/gene/pc/
https://www.ncbi.nlm.nih.gov/books/n/gene/ftdp-17/
https://www.ncbi.nlm.nih.gov/books/n/gene/milroy/
https://www.ncbi.nlm.nih.gov/books/n/gene/irf2bpl-dis/
https://www.ncbi.nlm.nih.gov/books/n/gene/cmt-4a/

160

Huppke-Brendel Syndrome

Vander Lugt, Mark, MD; University of Michigan Medical School
ZAP70-Related Combined Immunodeficiency

Vanderver, Adeline, MD; Children's Hospital of Philadelphia
LMNBI1-Related Autosomal Dominant Leukodystrophy
Pelizaeus-Merzbacher-Like Disease 1
POLR3-Related Leukodystrophy
TUBB4A-Related Leukodystrophy

Vandeweyer, Geert, PhD; Antwerp University Hospital
ADNP-Related Disorder

VanSickle, Elizabeth, MS; Spectrum Health
Bachmann-Bupp Syndrome

Vargas, Mauricio, MD, PhD; Oregon Health Sciences University
Bietti Crystalline Dystrophy

Varon, Raymonda, PhD; Charité — Universitaitsmedizin Berlin

Nijmegen Breakage Syndrome

Varvagiannis, Konstantinos, MD; Cyprus Institute of Neurology & Genetics

TRIO-Related Neurodevelopmental Disorder
WAC-Related Intellectual Disability

Vaughan, Douglas E, MD; Northwestern University Feinberg School of Medicine

Complete Plasminogen Activator Inhibitor 1 Deficiency

Veenhuis, Stefanie, MD; Radboud University Medical Center

Ataxia-Telangiectasia

Veerapandiyan, Aravindhan, MBBS; University of Rochester Medical Center

Andersen-Tawil Syndrome

Vega, Hugo H, MD, PhD; City University of New York
ESCO2 Spectrum Disorder
Velasco, Danita, MD; University of Nebraska Medical Center

RNU4atac-opathy
SLC25A24 Fontaine Progeroid Syndrome

Velayos Baeza, Antonio, PhD; Wellcome Trust Centre for Human Genetics

VPS13A Disease

Velez-Bartolomei, Frances, MD; Stanford University
MERRF

Velleman, Shelley L, PhD; University of Vermont

GeneReviews

®


https://www.ncbi.nlm.nih.gov/books/n/gene/huppke-brendel/
https://www.ncbi.nlm.nih.gov/books/n/gene/zap70-scid/
https://www.ncbi.nlm.nih.gov/books/n/gene/lad-ad/
https://www.ncbi.nlm.nih.gov/books/n/gene/pmld1/
https://www.ncbi.nlm.nih.gov/books/n/gene/pol3-leuk/
https://www.ncbi.nlm.nih.gov/books/n/gene/tubb4a-leuk/
https://www.ncbi.nlm.nih.gov/books/n/gene/adnp-dis/
https://www.ncbi.nlm.nih.gov/books/n/gene/bachmann-bupp/
https://www.ncbi.nlm.nih.gov/books/n/gene/bietti-cd/
https://www.ncbi.nlm.nih.gov/books/n/gene/nijmegen/
https://www.ncbi.nlm.nih.gov/books/n/gene/trio-id/
https://www.ncbi.nlm.nih.gov/books/n/gene/wac-id/
https://www.ncbi.nlm.nih.gov/books/n/gene/pai-1-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/ataxia-telangiectas/
https://www.ncbi.nlm.nih.gov/books/n/gene/acpp/
https://www.ncbi.nlm.nih.gov/books/n/gene/rbs/
https://www.ncbi.nlm.nih.gov/books/n/gene/rnu4atac-dis/
https://www.ncbi.nlm.nih.gov/books/n/gene/slc25a24-fps/
https://www.ncbi.nlm.nih.gov/books/n/gene/chac/
https://www.ncbi.nlm.nih.gov/books/n/gene/merrf/

GeneReviews Authors 161

7q11.23 Duplication Syndrome

Venance, Shannon L, MD, PhD; University of Western Ontario

Andersen-Tawil Syndrome

Venditti, Charles P, MD, PhD; National Human Genome Research Institute
Disorders of Intracellular Cobalamin Metabolism
Isolated Methylmalonic Acidemia
Propionic Acidemia

Veneziano, Liana, PhD; Italian National Research Council

DRPLA

Venkateswaran, Sunita, MD; Children's Hospital of Eastern Ontario

Fatty Acid Hydroxylase-Associated Neurodegeneration
Verdin, Hannah, MSc, PhD; Ghent University Hospital

Blepharophimosis, Ptosis, and Epicanthus Inversus Syndrome

Verloes, Alain, MD, PhD; APHP-Robert Debré University Hospital
ASPM Primary Microcephaly
Baraitser-Winter Cerebrofrontofacial Syndrome
WDR62 Primary Microcephaly

Verma, Ishwar Chandar, MD; Sir Ganga Ram Hospital

Primrose Syndrome

Vermeer, Sascha, MD, PhD; University Hospital Leuven
ARSACS

Vernon, Hilary, MD, PhD; Johns Hopkins University
Barth Syndrome

Vicart, Savine, MD; Assistance Publique — Hopitaux de Paris

Hypokalemic Periodic Paralysis

Vichinsky, Elliott, MD; Children's Hospital & Research Center Oakland
Sickle Cell Disease

Vig, Parminder ]S, PhD; University of Mississippi Medical Center
Spinocerebellar Ataxia Type 3

Vihola, Anna, PhD; Fimlab Laboratories
ANO5 Muscle Disease

Vikkula, Miikka, MD, PhD; Université catholique de Louvain
TEK-Related Venous Malformations

Vilain, Eric ], MD, PhD; Children's National Hospital

Nonsyndromic 46,XX Testicular Disorders/Differences of Sex Development


https://www.ncbi.nlm.nih.gov/books/n/gene/dup7q11_23/
https://www.ncbi.nlm.nih.gov/books/n/gene/acpp/
https://www.ncbi.nlm.nih.gov/books/n/gene/cbl/
https://www.ncbi.nlm.nih.gov/books/n/gene/mma/
https://www.ncbi.nlm.nih.gov/books/n/gene/propionic-a/
https://www.ncbi.nlm.nih.gov/books/n/gene/drpla/
https://www.ncbi.nlm.nih.gov/books/n/gene/fahn/
https://www.ncbi.nlm.nih.gov/books/n/gene/bpes/
https://www.ncbi.nlm.nih.gov/books/n/gene/aspm-pm/
https://www.ncbi.nlm.nih.gov/books/n/gene/baraitser-winter/
https://www.ncbi.nlm.nih.gov/books/n/gene/wdr62-pm/
https://www.ncbi.nlm.nih.gov/books/n/gene/primrose/
https://www.ncbi.nlm.nih.gov/books/n/gene/arsacs/
https://www.ncbi.nlm.nih.gov/books/n/gene/barth/
https://www.ncbi.nlm.nih.gov/books/n/gene/hpp/
https://www.ncbi.nlm.nih.gov/books/n/gene/sickle/
https://www.ncbi.nlm.nih.gov/books/n/gene/sca3/
https://www.ncbi.nlm.nih.gov/books/n/gene/ano5-md/
https://www.ncbi.nlm.nih.gov/books/n/gene/vmcm/
https://www.ncbi.nlm.nih.gov/books/n/gene/xxms/

162 GeneReviews®

NROB1-Related Adrenal Hypoplasia Congenita

Villa, Anna, MD, PhD; Humanitas Clinical and Research Center
CLCN7-Related Osteopetrosis

Villanueva, Joyce, MBA, MT; Cincinnati Children's Hospital Medical Center
Familial Hemophagocytic Lymphobhistiocytosis

Vincent, G Michael, MD; University of Utah School of Medicine
Long QT Syndrome Overview

Viskochil, David H, MD, PhD; University of Utah
BCL11A-Related Intellectual Disability

Legius Syndrome

Vissers, Lisenka ELM, PhD; Radboud University Medical Center
Squalene Synthase Deficiency
TRIO-Related Neurodevelopmental Disorder
WAC-Related Intellectual Disability

Vissing, John, DMSc, MD; Rigshospitalet
Myotonia Congenita

Vnencak-Jones, Cindy, PhD; GC Vanderbilt University Medical Center
PROP1-Related Combined Pituitary Hormone Deficiency

Vockley, Jerry, MD, PhD; University of Pittsburgh
Medium-Chain Acyl-Coenzyme A Dehydrogenase Deficiency
Short-Chain Acyl-CoA Dehydrogenase Deficiency

Vogel-Farley, Vanessa, BA; Dup15q Alliance
Maternal 15q Duplication Syndrome

Volpini, Victor, MD, PhD; Bellvitge Biomedical Research Institute
Spinocerebellar Ataxia Type 37

Vos, Yvonne ], PhD; University Medical Center Groningen
L1 Syndrome

W

Wagner, Klaus, MD, PhD; Medical University Graz
BSCL2-Related Neurologic Disorders / Seipinopathy

Wagner, Victoria E, MS; McGovern Medical School
Mucopolysaccharidosis Type 111

Wagnon, Jacy L, PhD; University of Michigan
SCNB8A-Related Epilepsy and/or Neurodevelopmental Disorders


https://www.ncbi.nlm.nih.gov/books/n/gene/ahc/
https://www.ncbi.nlm.nih.gov/books/n/gene/clcn7/
https://www.ncbi.nlm.nih.gov/books/n/gene/hlh/
https://www.ncbi.nlm.nih.gov/books/n/gene/rws/
https://www.ncbi.nlm.nih.gov/books/n/gene/bcl11a-id/
https://www.ncbi.nlm.nih.gov/books/n/gene/legius/
https://www.ncbi.nlm.nih.gov/books/n/gene/ss-def/
https://www.ncbi.nlm.nih.gov/books/n/gene/trio-id/
https://www.ncbi.nlm.nih.gov/books/n/gene/wac-id/
https://www.ncbi.nlm.nih.gov/books/n/gene/myotonia-c/
https://www.ncbi.nlm.nih.gov/books/n/gene/prop1/
https://www.ncbi.nlm.nih.gov/books/n/gene/mcad/
https://www.ncbi.nlm.nih.gov/books/n/gene/scad/
https://www.ncbi.nlm.nih.gov/books/n/gene/dup15q/
https://www.ncbi.nlm.nih.gov/books/n/gene/sca37/
https://www.ncbi.nlm.nih.gov/books/n/gene/l1cam/
https://www.ncbi.nlm.nih.gov/books/n/gene/spg17/
https://www.ncbi.nlm.nih.gov/books/n/gene/mps3/
https://www.ncbi.nlm.nih.gov/books/n/gene/scn8a-ee/

GeneReviews Authors

Waguespack, Steven G, MD; University of Texas MD Anderson Cancer Center
CDC73-Related Disorders

Wakefield, Emily, MS; Cincinnati Children’s Hospital Medical Center
X-Linked Lymphoproliferative Disease

Waldman, Amy; Children's Hospital of Philadelphia

Alexander Disease

Walker, Elaine F, PhD; Emory University
3q29 Recurrent Deletion

Walker, Ruth H, MBBS, MD, PhD; Mount Sinai School of Medicine
McLeod Neuroacanthocytosis Syndrome
VPS13A Disease

Walkovich, Kelly, MD; University of Michigan Medical School
ZAP70-Related Combined Immunodeficiency

Wallace, Stephanie E, MD; Seattle Children's Hospital

Camurati-Engelmann Disease

Wallefeld, William, BSc (Hons); Royal Perth Hospital
Laing Distal Myopathy

Walsh, Christopher A, MD, PhD; Harvard Medical School
FLNA Deficiency

Wanders, Ronald JA, PhD; Academic Medical Center, University of Amsterdam
Adult Refsum Disease

Wang, Bruce, MD; University of California San Francisco
Hereditary Coproporphyria

Wang, Dong, MD; Emory University Affiliated Hospital
Glucose Transporter Type 1 Deficiency Syndrome
Pyruvate Carboxylase Deficiency

Wang, Heng, MD, PhD; DDC Clinic - Center for Special Needs Children
Cohen Syndrome
GM3 Synthase Deficiency

Prolidase Deficiency

Wang, Hsiao-Lin, PhD; Emory University School of Medicine
CTCF-Related Disorder

Wang, Hua, MD, PhD; Loma Linda University
MBTPS1-Related Spondyloepimetaphyseal Dysplasia with Elevated Lysosomal Enzymes

Wang, Jing, MD; Baylor College of Medicine
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TK2-Related Mitochondrial DNA Maintenance Defect, Myopathic Form

Wang, Julia, BS; Baylor College of Medicine
MPV17-Related Hepatocerebral Mitochondrial DNA Maintenance Defect
TK2-Related Mitochondrial DNA Maintenance Defect, Myopathic Form
Wang, Leo H, MD, PhD; University of Washington
Facioscapulohumeral Muscular Dystrophy
Wangler, Michael F, MD; Baylor College of Medicine
ACTG2 Visceral Myopathy
Xia-Gibbs Syndrome
Wang, Lisa L, MD; Baylor College of Medicine
Baller-Gerold Syndrome
Poikiloderma with Neutropenia
Rothmund-Thomson Syndrome
Wang, Raymond, MD; University of California, Irvine
Mucopolysaccharidosis Type VII
Wang, Zhao, MD; Beijing Friendship Hospital
Familial Hemophagocytic Lymphohistiocytosis
Wappner, Rebecca S, MD; Riley Hospital for Children, Indiana University School of Medicine
Lowe Syndrome
Warby, Simon C, PhD; University of Montreal
Huntington Disease
Warman, Matthew L, MD; Boston Children's Hospital
Stickler Syndrome
Warner, Blake M, DDS, MPH, PhD; National Institute of Dental and Craniofacial Research
ALPKI1-Related Autoinflammatory Disease
Wasserstein, Melissa P, MD; Albert Einstein College of Medicine
Acid Sphingomyelinase Deficiency

Free Sialic Acid Storage Disorders
Krabbe Disease

Wassif, Christopher A, PhD; National Institute of Child Health and Human Development
Smith-Lemli-Opitz Syndrome

Waterham, Hans R, PhD; Academic Medical Center, University of Amsterdam
Adult Refsum Disease
Squalene Synthase Deficiency

Waters, Aoife M, BCh, MB BAO, MSc; University College London
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Bardet-Biedl Syndrome Overview

Waters, Michael F, MD, MS, PhD; Barrow Neurological Institute
Spinocerebellar Ataxia Type 13

Wattendorf, Daniel ], MD; National Institutes of Health

Xeroderma Pigmentosum

Watts, Giles, PhD; University of East Anglia

Inclusion Body Myopathy with Paget Disease of Bone and/or Frontotemporal Dementia

Waxman, Stephen G, MD, PhD; Yale University School of Medicine
SCN9A Neuropathic Pain Syndromes

Weaver, K Nicole, MD; Cincinnati Children’s Hospital Medical Center
HRAS-Related Costello Syndrome
Sphingosine Phosphate Lyase Insufficiency Syndrome

Weaver, W Curtis, BS; Geisinger Health System
16p11.2 Recurrent Deletion

Webb, Bryn D, MD, PhD; Icahn School of Medicine at Mount Sinai
STAC3 Disorder

Weber, Frank, MD, PhD; German Air Force Center of Aviation Medicine
Hyperkalemic Periodic Paralysis
Hypokalemic Periodic Paralysis

Weckhuysen, Sarah, MD, PhD; University of Antwerp
DEPDC5-Related Epilepsy
KCNQ2-Related Disorders
KCNQ3-Related Disorders

Weemaes, Corry, MD, PhD; Radboud University Medical Center

Ataxia-Telangiectasia

Weese-Mayer, Debra E, MD; Children's Memorial Hospital

Congenital Central Hypoventilation Syndrome

Wei, Chongjuan, PhD; University of Texas MD Anderson Cancer Center
Peutz-Jeghers Syndrome

Weinstein, David A, MD, MMSc; University of Connecticut
Glycogen Storage Disease Type 111
Glycogen Storage Disease Type VI

Weisfeld-Adams, James, MB ChB; Children's Hospital Colorado

Hereditary Fructose Intolerance

Weiss, Karin, MD; Technion-Israel Institute of Technology
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CHD4 Neurodevelopmental Disorder
Weiss, Karl Heinz, MD; Salem Medical Center

Wilson Disease

Weiss, Marjan M, MD, PhD; Leiden University Medical Center

Peters Plus Syndrome

Weiss, Mitchell J, MD, PhD; St Jude Children’s Research Hospital
GATAI1-Related Cytopenia

Weisz Hubshman, Monika, MD, PhD; Rabin Medical Center

Familial Dysautonomia

Weksberg, Rosanna, MD, PhD; The Hospital for Sick Children

Beckwith-Wiedemann Syndrome

Weleber, Richard G, MD; Casey Eye Institute of Oregon Health Sciences University

Bietti Crystalline Dystrophy

Leber Congenital Amaurosis / Early-Onset Severe Retinal Dystrophy Overview

Nonsyndromic Retinitis Pigmentosa Overview

Welsh, Holly I, MS; University of Missouri
Pitt-Hopkins Syndrome

Wenger, David A, PhD; Thomas Jefferson University Hospital
Krabbe Disease

Wenger, Olivia K, MD; New Leaf Center
HYAL?2 Deficiency

Wenger, Tara L, MD, PhD; Seattle Children's Hospital
Apert Syndrome

FGFR Craniosynostosis Syndromes Overview

Wensel, Christine, MS; DDC Clinic - Center for Special Needs Children
Cohen Syndrome

Wenstrup, Richard, MD; Cincinnati Children's Hospital Medical Center
Classic Ehlers-Danlos Syndrome
PLODI1-Related Kyphoscoliotic Ehlers-Danlos Syndrome

Westbroek, Wendy, PhD; National Institutes of Health
Chediak-Higashi Syndrome

Weston, Michael D, MA; Boys Town National Research Hospital
Usher Syndrome Type I
Usher Syndrome Type II

Wevers, Ron A, PhD; Radboud University Nijmegen Medical Center
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CLPB Deficiency
SERACI1 Deficiency
Squalene Synthase Deficiency

Whatley, Sharon D, MSc, PhD; University Hospital of Wales
Acute Intermittent Porphyria

Whitcomb, David C, MD, PhD; University of Pittsburgh & University of Pittsburgh Medical Center
Pancreatitis Overview

PRSS1-Related Hereditary Pancreatitis

White-Brown, Alexandre M, MSc; Children's Hospital of Eastern Ontario
DLG4-Related Synaptopathy

White, Colin T, MD; British Columbia's Children's and Women's Hospital
Primary Hyperoxaluria Type 1

White, Janson, PhD; Invitae Corporation
White-Sutton Syndrome

White, Stormi; Emory University School of Medicine
3929 Recurrent Deletion

White, Susan M, MD; Victorian Clinical Genetics Service
Floating-Harbor Syndrome

Whitman, Mary C, MD, PhD; Harvard Medical School
Congenital Fibrosis of the Extraocular Muscles Overview

Duane Syndrome

Whitton, Chloe, BMed, MD; University of New South Wales
ATNI1-Related Neurodevelopmental Disorder

Wider, Christian, MD; Centre Hospitalier Universitaire Vaudois
DCTN1-Related Neurodegeneration

Wieczorek, Dagmar, MD; Universitdtsklinikum Diisseldorf

Coffin-Siris Syndrome
TXNL4A-Related Craniofacial Disorders

Wierenga, Andrea, PhD; SIVOTEC Bioinformatics
MBTPS1-Related Spondyloepimetaphyseal Dysplasia with Elevated Lysosomal Enzymes

Wierenga, Klaas, MD; Mayo Clinic Florida
MBTPS1-Related Spondyloepimetaphyseal Dysplasia with Elevated Lysosomal Enzymes
SPTBN4 Disorder

Wieser, Thomas, MDj; Fachkrankenhaus Jerichow

Carnitine Palmitoyltransferase II Deficiency
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Wiesner, Georgia L, MD, MS; Children's Hospital of Philadelphia
Multiple Endocrine Neoplasia Type 2

Wilcox, William R, MD, PhD; Emory University School of Medicine

Camurati-Engelmann Disease

Wildin, Robert S, MD; Oregon Health Sciences University
Hereditary Nephrogenic Diabetes Insipidus

Wilkie, Andrew OM, MA; University of Oxford

Enlarged Parietal Foramina

Wilkin, Douglas J; Federal Bureau of Investigation

Achondroplasia
Willemsen, Michel, MD, PhD; Radboud University Medical Center

Ataxia-Telangiectasia

Williams, Charles A, MD; University of Florida College of Medicine

Angelman Syndrome

Williams, Denise, MD; Birmingham Women's and Children's Hospital
Alstrom Syndrome
WESI1 Spectrum Disorder

Williams, Gretchen, BS; Children’s Hospitals and Clinics of Minnesota
DICER1 Tumor Predisposition

Williamson, Kathleen A, PhD; University of Edinburgh
SOX2 Disorder

Wilson, Frederick H, MD, PhD; Harvard Medical School
Pseudohypoaldosteronism Type II

Winkler, Jiirgen, MD; University Hospital Erlangen
DCX-Related Disorders

Winter, Robin M; Institute of Child Health
Three M Syndrome

Wise, Anastasia L, PhD; National Jewish Health and University of Colorado Denver
Pulmonary Fibrosis Predisposition Overview

Wissinger, Bernd, MSc, PhD; University of Tiibingen
Achromatopsia

Wiwattanadittakul, Natrujee, MD; Chiang Mai University
Succinic Semialdehyde Dehydrogenase Deficiency

Wlodarski, Marcin, MD, PhD; St Jude Children’s Research Hospital

Monosomy 7 Predisposition Syndromes Overview
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Wojcieszek, Joanne, MD; Indiana University School of Medicine

Parkinson Disease Overview

Wolf, Barry, MD, PhD; Ann and Robert H Lurie Children's Hospital of Chicago

Biotinidase Deficiency

Wolfe, Lynne, ARNP, MS; National Human Genome Research Institute
NGLY1-Related Congenital Disorder of Deglycosylation
Short-Chain Acyl-CoA Dehydrogenase Deficiency

Wolf, Nicole I, MD, PhD; Amsterdam University Medical Centers
Hypomyelination and Congenital Cataract
PI4KA-Related Disorder
PLP1 Disorders

Wollnik, Bernd, MD; University of Cologne
Coffin-Siris Syndrome

Wong, Derek, MD; University of California Los Angeles Medical Center

Arginase Deficiency

Wong, Lee-Jun C, PhD; Baylor College of Medicine
Deoxyguanosine Kinase Deficiency
FARS2 Deficiency
FBXL4-Related Encephalomyopathic Mitochondrial DNA Depletion Syndrome
Mitochondrial DNA Maintenance Defects Overview
MPV17-Related Hepatocerebral Mitochondrial DNA Maintenance Defect
TK2-Related Mitochondrial DNA Maintenance Defect, Myopathic Form

Wong, Melanie, MBBS, PhD; Children's Hospital Westmead

Hepatic Veno-Occlusive Disease with Immunodeficiency

Woods, Christopher Geoftrey, MB ChB; University of Cambridge

Congenital Insensitivity to Pain Overview

Woolf, Adrian S, MA, MD; University of Manchester and Central Manchester University Hospitals NHS
Foundation Trust

Urofacial Syndrome

Wortmann, Saskia B, MD, PhD; Salzburger Landeskliniken and Paracelsus Medical University
CLPB Deficiency
SERACI1 Deficiency

Wright, Benjamin, MD; University Hospitals Birmingham
WESI Spectrum Disorder

Wright, Galen EB, PhD; University of British Columbia

Huntington Disease
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Wright, ] Timothy, DDS, MS; University of North Carolina
Hypohidrotic Ectodermal Dysplasia

Wright, Michael ], ChB, MB, MSc; Institute of Human Genetics
COMP-Related Pseudoachondroplasia
Multiple Epiphyseal Dysplasia, Dominant
Wszolek, Zbigniew K, MD; Mayo Clinic
AARS2-Related Disorder
CSF1R-Related Disorder
DCTN1-Related Neurodegeneration
DYT-GNAL
VPS35-Related Parkinson Disease

Wau, Bai-Lin, M Med, PhD; Boston Children's Hospital
16p11.2 Recurrent Deletion

Wauyts, Wim, PhD; University and University Hospital of Antwerp
Hereditary Multiple Osteochondromas

X
Xia, Maya, BA; COMBINEDBrain
SCNB8A-Related Epilepsy and/or Neurodevelopmental Disorders

Xiao, Changrui, MD; University of California Irvine
GM2 Activator Deficiency
Sandhoff Disease
SCARB2-Related Action Myoclonus - Renal Failure Syndrome

Xin, Baozhong, PhD; DDC Clinic — Center for Special Needs Children
GM3 Synthase Deficiency

Xu, Manlong, MD, PhD; University of Alberta

Choroideremia

Y
Yamada, Koki, MD, PhD; Children's Hospital Boston

Congenital Fibrosis of the Extraocular Muscles Overview

Yamada, Mitsunori, MD, PhD; Shinshu University School of Medicine
Spinocerebellar Ataxia Type 17

Yamanaka, Koji, MD, PhD; RIKEN Brain Science Institute
ALS2-Related Disorder

Yang, Jiandong, PhD; George Washington University School of Medicine
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DICER1 Tumor Predisposition

Yang, Kathryn, MD; Harvard Medical School
PRRT?2-Related Disorder

Yang, Paul, MD, PhD; Casey Eye Institute - Oregon Health Sciences University
Bietti Crystalline Dystrophy
Leber Congenital Amaurosis / Early-Onset Severe Retinal Dystrophy Overview
Yang, Yaping, PhD; AiLife Diagnostics
TANGO?2 Deficiency
Yap, Kai Lee, PhD; Northwestern University

Congenital Central Hypoventilation Syndrome

Yates, T Michael, MBChB; University of Edinburgh
SOX2 Disorder

Yau, Mabel, MD; Mount Sinai School of Medicine
21-Hydroxylase-Deficient Congenital Adrenal Hyperplasia

Yehia, Lamis, PhD; Cleveland Clinic

PTEN Hamartoma Tumor Syndrome

Yen, Timothy, MD; University of Colorado Anschutz Medical Center
APC-Associated Polyposis Conditions

Yeowell, Heather N, PhD; Duke University Medical Center
PLODI1-Related Kyphoscoliotic Ehlers-Danlos Syndrome

Yntema, Helger G, PhD; Radboud University Medical Center
Kleefstra Syndrome

Yonker, Lael, MD; MassGeneral Hospital for Children
Pitt-Hopkins Syndrome

Yoshida, Kunihiro, MD, PhD; Shinshu University Hospital
Hereditary Transthyretin Amyloidosis

Youngblom, Emily, BA; University of Washington School of Public Health

Familial Hypercholesterolemia

Young, Danielle O, MS; Kimball Genetics, Inc

Celiac Disease

Young, Elizabeth, BSc, PhD; Royal Devon and Exeter Healthcare NHS Trust

Spondylocostal Dysostosis, Autosomal Recessive

Young, William E MD, MSc; Mayo Clinic

Hereditary Paraganglioma-Pheochromocytoma Syndromes

Youssefian, Leila, MSc, PhD; Thomas Jefferson University
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Kindler Syndrome

Lipoid Proteinosis

Yu-Wai-Man, Patrick, BMedSci, MBBS, PhD; University of Cambridge
Leber Hereditary Optic Neuropathy
NR2F1-Related Neurodevelopmental Disorder

Yuan, Bo, PhD; Baylor College of Medicine
Potocki-Lupski Syndrome
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Zackai, Elaine H, MD; Children's Hospital of Philadelphia
22q11.2 Deletion Syndrome

Emanuel Syndrome

Zadeh, Neda, MD; CHOC Children’s Hospital
KCNKO9 Imprinting Syndrome

Zaki, Maha S, MD, PhD; National Research Centre
UNCB80 Deficiency

Zandee, Wouter, MD, PhD; University Medical Center Groningen
Von Hippel-Lindau Syndrome

Zara, Federico, PhD; G Gaslini Pediatric Institute and University of Genova

Hypomyelination and Congenital Cataract

Zarate, Yuri A, MD; University of Arkansas for Medical Sciences
SATB2-Associated Syndrome

Zariwala, Maimoona A, MSc, PhD; University of North Carolina at Chapel Hill
Primary Ciliary Dyskinesia
Zbuk, Kevin M, MD; Cleveland Clinic Genomic Medicine Institute

PTEN Hamartoma Tumor Syndrome

Zelley, Kristin, MS; Children's Hospital of Philadelphia

Li-Fraumeni Syndrome

Zerr, Inga, MD; University Medical School

Genetic Prion Disease

Zhai, Yi, MD, PhD; University of Alberta

Choroideremia

Zhang, Kejian, MBA, MD; GoBroad Healthcare Group
Autoimmune Lymphoproliferative Syndrome
Familial Hemophagocytic Lymphohistiocytosis
Very Long-Chain Acyl-Coenzyme A Dehydrogenase Deficiency
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WAS-Related Disorders
X-Linked Hyper IgM Syndrome
X-Linked Lymphoproliferative Disease

Ziegler, John B, MBBS, MD; Sydney Children's Hospital

Hepatic Veno-Occlusive Disease with Immunodeficiency

Ziegler, Shira G, MD, PhD; Johns Hopkins University School of Medicine

Generalized Arterial Calcification of Infancy

Zipfel, Peter F, PhD; Hans Knoll Institute
C3 Glomerulopathy

Zippin, Jonathan, MD, PhD; Joan and Sanford I Weill Medical College of Cornell University

Oculocutaneous Albinism and Ocular Albinism Overview

Zobor, Ditta, MD, PhD; University of Tiibingen

Achromatopsia

Zoghbi, Huda Y, MD; Baylor College of Medicine
MECP?2 Disorders
Spinocerebellar Ataxia Type 1

Zschocke, Johannes, MD, PhD; Medical University of Innsbruck

Periodontal Ehlers-Danlos Syndrome

Ziichner, Stephan, MD, PhD; University of Miami Miller School of Medicine
GAA-FGF14-Related Ataxia
GDAPI1-Related Hereditary Motor and Sensory Neuropathy
MEFN2 Hereditary Motor and Sensory Neuropathy
PNPLAG6 Disorders
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Zivnd, Martina, PhD; Charles University
Autosomal Dominant Tubulointerstitial Kidney Disease -- MUC1
Autosomal Dominant Tubulointerstitial Kidney Disease -- REN

Autosomal Dominant Tubulointerstitial Kidney Disease -- UMOD
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