11q Syndrome

1% Syndrome

18p- Syndrome

4 Syndrame

§-Oxopeaknuria

ACTH Deliciency

AIDS {Acquired immune Deficiency
Syrdrome)

AIDS Dysmorchic Syndrome

APECED Syndrome

Aarskog Syndrome

Aase-Smith Syndrome

Acanthochediongmiasis

Acanthecytosis

Acanthiosis Nigricans

Achalasia

Achard-Thiers Syndrome

Achondroplasia

Acidemia, Isovaledc

Acidernia, Methylmalonic

Acidenia, Propionic

A

Acne Rosacea

Acoustic Neurama

Acrodermaliis Enterapathica

Acrodysostosis

Acromegaly

Adams-Cliver Syndrome

Addison's Diseass

Adia Syndrome

Adrenal Hyperplasia, Cangeniial

Adrenoleukedystrophy

Agammaglobulinemias, Primary

Agenesls of Corpus Callosum

Agranglocyiosis, Acquired

Ahumada-get Caslitio Syndiome

Acardi Syndome

Alagi!e Syndrome

Alexanders Disease

Alkaplonuria

Hopecia Argata

Alpers Disease

Alpha«1-Antirypsin Deliciency
. Alpon Syndrome

Alvealts, Extrinsic Allergic

Alveolts, Fibrosing

Alzheimar's Disgase

Amelogenesis imperfecia

Amenorhea, Primary

Amsiglic Bands

Amyloidosis

Amyotrophic Lataral Sclerosis {Log

Gehrig's Disease)

laxis

Andersen Dissase {GSD v}

Anemia, Apfastic

Anemia, Blacidan-Diamond

Anemia, Fanconl's

Anemia, Hamalytic, Warm Antibody

Anemia, Hemelytic, Acquired
Aapimmure

Anemia, Hemolytie, Cold Aribaxy

Anemia, Haradiiary Non-Spheracyic
Hemolytic

Anemia, Hereditary Sphacytic
Homolgtic

Angmia, Megaloblastic

Angrmia, Petnicious

Anermiz, Sideroblastic

Anencephaly

Angelman Syndrome

a\rgioedem, Hereditary

’ Ankytosng Spandyllis
Anodontia
Anorexia Nervosa
Antisocial Personality Disorder
Antithrombin it Deficiency, Conganital
Anley-Bixler Synchorme
Apert Syndrome
Apnea, infanile
Apnea, Sleep
Agraxia
Asachnoiditis
Arginase Deliceney
Argining Succinie Aciduria
Aenold-Chian Syndeoma
Arieriovencus Mallormation
Arerii, Glan! Cell
Aterils, Takayasu
Adthitis, Infectious
Artiwits, Psoriatic
Arthrogryposis Multiptex Congenita
Asherman’s Syndrome
ésgerge#s Syndrome
Aspergllosis

Astrocytoma, Malsg nant
Asicytora, Bani
Auada Telangleaasﬁ
Atmda, Friedreich's
Auaxia, Hereditary
Ataxia, Marie's -
Atrial Septal Defecis
Attention Deficit Hyperactivity Oisorder
Autism
Babesiosis
Balantriasis '
Balo Dissase
Banti's Syndrome
Banstt Synddrome
Bartonellosis
Bartier's Syndrome
Battgn Diseass
Beckwith-Wiedemaan Syndiome
Behest's Syndrome
Bajet
Balfs Palsy
Benign Essential Tremor Syndrome
Barnard-Soulier Syrdrome
fosis

Bery!
Bliary Ategia
Emswanger s Disease

Bbphampasm Benign Essential
Bloom Syndrome
Blua Diaper Syndrome

Blug Rubber Bleb Navus
Botulism

Bowen's Diseass

Brain Tumors, General
Branchio-Oculo-Facial Syndrome
Broad Beta Disease
Bronchopulmanary Dysplasia
Brown Syndrome

Brucaliosis

Buboric Plagua

¢ Busd-Chiar Syndroma

Buerger's Disease

Bulimia

Bullous Pemphigoid

Buming Mouth Syndrame

CHARGE Association

Carcer, Breas|

Cancer, Cefon

Cancer, Lung

Cancars, Skin, General

Candidiasss

Carhamy Prosphate Synthetase

Deficiency

Carbcmase Deficiency, Mutiple

Cargingid Syndreme -

Cacinoma, Renal Cel

Carcinama, Squamous Cell

Cardio-autilary Syndrome

Camiing Deficiency Syndromes,

Hereditary .

Cancsinemia

Caralf Syndrome

Camal Tunne! Syndrome

Carenter Syndrame

Castloman's Disease

Calatacts

Cavernous Hemangioma

Cefiac Spase

Central Cora Disease

Cantral Hypoventilation Syndrome,

Congenital

Cesebellar Deganeration, Subacule
brat P

Cerebro-Coslo-Mandibuler Syndrome
Carebro-Oculo-Facio-Skeletal Syndrome
Chagas' Disease

Chalazion

Charcot-Marie- Tooth Disease
Chadiak-Higashi Syndrome
Chiari-Frommal Syndroma

Chitungunya

Chi

Cholangtis, Primary Stigrosing
‘Cholecystitis

Chalera

Cholestasis

Chorea, Syndenham's
Chercidermia.

Chrsmosome 11-14 Transiocation
Chronic Fatigus Syndrome
Churg-Strauss Syndrome
Ciguatera Fish Poisoning
Ormess anary Bliary
Citru

Cleft Lip and Cleft Palate (Hare g}
Clubioot

Coals Disease

Cockayne Syndrome
CoffinLowry Syndrome
Coffin-Siris Syndroma
Lohen Syndroms

Colilis, Colagenous

Colis, Ukgrative

Colotado Tick Faver

Condyloma

Cone Dystrophy

Conn Syndrome
Convad-Hunermann Syndrome
Conversion Disordar

Cor Bioculare

Cor Triafriafum

Comeal Dystrophy
Cometia de Lange Syndreme
Cowpox

Craniomelaphyseal Dysplasia
Creutrfeldt-Jakob Disease
Ciidu Chat Syndrome
Crohn's Disease
Cronkhite-Canada Disease
Crouzon Diseass

Cryplococcosts
Cushing Syndromg -
CutisLaxa

Cystie Fbrosis
Cystic Hygroma
Cysticorcosis
Cystnosls

Oﬂmegabvms Infection
- Dandy-Walker Syndiome
Darier Disease
Dejgrine-Sottas Disease
Oengus Faver
Dentin Dysplasia, Radicutar
Dentin Oysplasia, Coronal
Dentinoganesis Impedecia, Type I
Depersonaization Disorder
Darcum Dissase -
Dermalitis, Atopic
Dermatiis, Contact

Dermy

Devic Disease

Dextrocardia wilh Silus Inversus
DiGeorge Syndrome

Diabetes, Insipidus

Diabetes, Irsufin-Depandent
Diastrophic Dysplasia

Ollatation of the Pulmanary Artary,
Idiopathic

Diverlicuitis

Diveriiculosis

Oown Syndeome

Oracurculosis '

Dugne Syndrome

Diubin Johnson Syrerome
Dubowelz Syndrome

Duhring Diseasa

NORD'S Rare Disease Database
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Dupuyten's Contraciure - Hidradenits Suppurativa Lymphocytic Infilrale of Jessner Pefzaeus-Marbacher Brain Sclerosis Siogren Syndrome
Dysaulonomia, Familial Hisprung's Disease Lymphoma, Gastric, Mon-Hodgkin's Pemphigoid, Benign Mucosal Sk, Syndeome
Dyslexia Histiginemia Type Pemphigus Smih-{ami-Opitz Syndrome
Dysphonis, Cheorie Spasmodic Histioeytosis-X Macrogiossia Penia X Syndrome Sotos Syndrosme
Oysplasia Pulyos:obc Fixous Hodghin's Oisease Maculr Degeneramn. Polymarphic Pomiosis Spasmodic Toroolis
Dysp Hemime Macular Degeneration Pertussis SpinaBifida
Dysplasia, Fbxous Ho\ Dram Smmme Madelung's Dissase Paytz-Jeghars Syndrame SpilitHand Detaomty
Dysplastic Nevus Syndrome Homocystinuria Maftucei Syndrome Payronia Disease Spcndy\osprphysaal Oysplasia,
Dysthymia Hunter Syndrome Malaria Phedter syndrame Congenttal
Dystoria, Tarsion Huntington's Disease Malignant Hyperthermia Phenyketonura Spondyloepiphyseal Dysplasia Tarda
Dystrophy, Asphysiating Thoracke Hurler Syndrome Mallory-Weiss Syrdrme Pheotlromocytoma Stein-Levanthal Syndrome
Dystrophy, Myataric Huichinson-Giford Syndroma Maric Depression, Bipokr Phocomelia Syndrome Senosls, Spinal
Ealgs Disease Hydrangncephaly Marnnosidasis Pica Stevens-Johnson Syrdrome
Eaton-Lambert Syndroma Hydrocephalus Mapls Syrup Urice Disease Pick's Disaase Stckder Syndrome
Ectodermal Dysplasias Hyperthlestesolsmia Marcus Gunn Phenomenan Pienre-Robin Syndiame Stiff Man Syndrome
Edama, fiopathic Hyperchylomicronernia Marfan Syndrome Pirta Stroks
Ehigrs-Danlos Syndrome Hyperekplexia Marhalk-Smith Syndrome Pityfasis Rubva Pilaris Sturge-Waber Syndrome
Eisenmenger Syndrome idrosis Mamleaux Lamy Syndrome Preurmunis, Easinophilc Subacuts Sclerosing Panencephaiiis
Elophantiasis Hyperkalemis Prigumonia, fntgrstitial Sucivse-tsomaliose Malabso rcﬁon‘
Empty Sella Syndrome Hyperlipoproteinamia, Type IV May Hegghn Anomaly Poems Syndrome Congerutal
Encephalits, Hemetic . Hyperoxaluria Type |, Primary McArdia Disease (GSD V) Poland Syndrome ’Sxxidenln!anl Death Smdme
Encephaliis, Rasmussen's Hyperprotinemia Type McCune-Albright Syndiome Polyartertis Nodosa Sution's Dissase
Encephaliis, Japanese Hyperpralinemia Type Measles ’ . Polychondrits Swaat Syndrome:
Encephalomyefiis, Myalgic Hypertansion Meckel Syndroma Polycystic Kidney Diseases Syphiis, Accuired
Endocardilis, Inlective Hyperthemia Mediteranean Fever, Familial Polycystic Liver Disease Syphills, Cangenital
Endometriosis Hypochondropiasia Madium-Chain Acyl CoA Dehydropenase Palycythemia Vera Syringobutbia
Endomyocardal Fhrogis ‘Hypoglycemia Deficiency Paolymyalgia Rheumatca W
Engelmann Diseass Hypokalemia Medullary Cyslic Disease Polymyositis TORCH Syncome
Enterobiasis Hypoparathyrodism Medufary Sponge Kidney Polyposis, Familial Tangier Disease
Eosinophiia Myalgia Hypophosphatasia HMeduloblastoma Pompe Disease {GSO ) Targive Dyskinesia :
Ensinophlic Fasaills - NA (JT) Hypoplastic Left Hean Syndrome Meige Syndrome I Tarsal Tunoel Syrdhome 5
Epidermal Nevus Syndromi Hypotension, Orthostatic Melanoma, Malignant Pomrna Cutanea Tarda Tami Diseasa (G50 VI ’
Epidemotysis Bullasa - Hypottyroidisr Melkarsson-Rosenthal Syndrome Porptiyria, Anute Inenmitent Tay-Sachs Disease
Epidammolytic Hyperkenafosis Hy;mrz’a, Benign Congenital Malnick-Needlas Syndrome Porphyria, ALA-D Telocanthus
Epldxdymms Maniere Disease Parphyria, Congenital Enhropoietic Temporomandbulas Joint Oysiunction
IGA Na;ampmhy Meningioma Porphyria, Erythtopaietic Proloporphyria
Eptiwsy. Myoctonic Prograssive Familial Meningits Porpiyria, Heraditary Copropomiyra Tetherad Spinal Cord Disszse
Epithefiopathy, Acuts Posterior Muftfocat Id:ﬂ?gasns Congenita Waningitis, Bacterial Porphyria, Variegale Tel jopterin Deficiercy
Placoid Pigment lehihyosis H;smx Curh-Mackiin Type Meningitis, Tubsrculous Past:Polio Syndroma Telralogy of Fallot
Edys Palsy . lehthyosis Vulgads Meningitis, Meningincoccal Pustencr Ueitis Thalamic Syndrome {Dejering-Roussy
Erysipelas Jehehyosis, Erythrokerato}yss Hiemalis Marke's Disease Prager-Wili Syndkome Syndrome)
Eryihema Mullilome Ichibyos's, Lamellar Recessia Mesanferitis, Retractie . Precocious Puberty
romelaigia Iehthyosis, Harkuin Type Metaphyseal Chondrodysplasia, Primary Lateral Sclerosis Thalassemia Major
Exstrophy of the Bladder - ichthyosls, Erythrokeralodermia McKusick Type Prociilis Thomsen Disease
* FGSydrome Progressiva Symmetica Microvitus Incusion Disease Progressive Supranuclear Palsy Trombasthenia
Fabiy Disease ' Ichthyos’s, Peeling Skin Syndroms Miulicz Syndrome Prostate Cancer Thrmm}u;ma Essential
Faclor IX Deficigney Iehitwasis, Tay Syndrome Mitral Vaive Prolapse Syndrome Prostatitis Thrombocylopenia Absent Radus
Factor Xifl Daficiency ichthyosis, CHILD Syndrome * * Mixed Gonnective Tissug Diseass Proteus Syndrome Syndrome
Fahr's Disease lehthyosis, Glroux-Barbeau Syndrome - MCTO) Prune Belly Syndrome Thasrbocylopenia, Essantial
Faitbank Dissase Ichyosis, Chanatin Dodman Syndrome ¢ Moabius Syndrome Pssutle-Hurer Polydystrophy Tistze Syndroma
Farber's Disease {chthyesis, Enythrokeratodermia Morguio Syndrome Pssudocholinesterase Desgiency Tionitus
Fasciolasis Variahiis Motor Neuron Diseasa Pseudogout Tolosa-Hunt Syndrome
+ Fely Syndrome Iehihyosis, Netherton Syndrome Mountain Sicioess, Acle Psi Tongus Carciroma
Fetal Aleahat Syncrome Tchihyasis, Keratosis Folieulans Moyamoya Disaase Pseudomyxoina Penmneu Tongue, Fissured
Fibar Type Dispropartion, Congenttal Spinsosa Decalvans , Mucha-Haberman Disease Pseudotumor Cerebr Tongue, G
Fioroglastosts, Endocardial Ichthyosis, X-Linked Mucopalysacchridosis Pseudoxanthoma Elastcum Tooth and Nait Syndrome
Fibromatosis, Congenital Generalized Iehihyasts, Sjogren Larsson Syndrome Mutiple Sclercsis Psifiacosis Tourstis Syndrome’
Fibrositis imperiorate Anus - ‘Muliple Sullatase Defciency Peoriasis” ‘ Townes-Brock Syndrame
Fllariasis Incontineria Pigmenti Mumps Puimonary Aveolar Prateinosis Toxic Shock Syndrome
Forbes Disease {GSD 1 Interstitial Cystitis Muscutar Dystrophy, Duchenne Pulmanary Hypertension, Secondary Torocariasis
Forbes-Abright Syndrome Intastinal Psaydoabstruction Mustular Dystrophy, Batten Tymer Pulmonary Hypertersion, Primary Toraplasmasks
Forestier's Disease initabie Bowel Syndrome Muscular Dystrophy, Becker Pure Rad Cel Aplasia Treacher Collins Syndrome, Famiial
Fomaidehyde Poisoning Isaacs” Syndroma Muscular Dystrophy, Emery-Dreifuss Purpura, kiopathic Thrormbocytopenic Triche-Dento-Csseous Syndrome
Fraghs X Syndroms Ivemark Syndrome Mutism, Elactive Pumperz, SchoerleinHenach Trchahinaptalangeal Syndrame
Fraser Syndiome JarcherLevin Syndrome Myas!hema Gravs Purpura, Th Trichotlloman .
Freeman-Shaldon Syndrome Job Syndroma WMyeosis Fungoidas Pyodarma Gangrenasum Trigeminal Neuralgia {Tic Douloursux)
Frey's Syndrome Joseph's Disease i Pyruvate Detydrogenasa Defidency Tro!md Syndrome
Frogfich's Syndrome Joubart Syndrome Myelafibrosis-Ostaasclerosis Pyruvate Kinasa Deficiency Trisomy
Fructase Intterance, Hereditary Jurmplng Frenchmen of Maine Myaloma, Milils i Fover Trisomy 13 Syndrome
Fructesuria . Kallman Syndrome 5 Rabies Trisomy 18 Syndrome
Galgetosemia Kartagener Syndrome Myapathy, Seapuloperonea) Radiation Syndromes Trogical Sprue
Gangliosida Sialidase Deficiency Kawasaki Dissase 3 . Myositis Cssificans RappHodg)m s androme Truncus Arteriosus, Parsistent
Gartngt Syndromg “Keams-Sayre Syndrome ' Myositis, Inclusion Body Tubsroulasi
Gastritis, Chronic Erosive Keratoconjunetivitis, Vemal N-Acety) Ghutamate Synthelase Reflex Sympame!c Bys&'ophy Syndrome Tuberous Sclerosis
Gasirits, Eosinophific Keratoconus Deficiency Refsum Syndroms Tumer Syndrome
Gustritis, Giant Hypertrophic Keralomalacia Nalil-Pagla Syndrome Raitanstein Syndioma Typhoid
(iastroesaphageal Reflux Keratosis, Seborheic 5¢ Raiter's Syndroma Tyrosinemia, Mereditary :
Gaycher Disease Kemicterus Nalsan Syndrome Renal Agenasis, Bialerd Urticarla Pgmentosa i
Gianoti-Crosti Syndrome Kignboook Oisease Nemaiing Myopathy Renal Glycosuria Uricaria, Chuimexw P
Glardiasis -, Kiwuchy's Disease - NA (VW) Neurasthania Respiratory Distress Syndrome, Infant Urfcaria, Cold
Glbest Syndroma Kinsborna Syndrome Negrofhromatosis Respiratory Distress Syndrome, Adult Urticaria, Papular
Glichlastorna Mutiforme Kiinafalisr Syndrome Neuroleptic Malignant Syndroms Bestless Legs Syndrome Urticaria, Physical .
Glucose-6-Detydrogenase Defiiency KiippalFell Syndrome Nauropathy, Periheral Petinitis Pigmantosa {RP) Usher's Syndrome N
Glucose-Galactoss Malabsorplion Kippel-Trenaynay Syndzoma Neuropathy, Heredhtary Sensory, Type Retincbiasioma VACTERL Associaion :
Glutaricaciduia | Knigst Syndrome pathy, Gongenial Hypomyelinak Reli A Valinemia . )
Glutaricaciduria i Kohler Disease Neuropathy, Hareditary Sensory, Type Refinopathy, Diabetic Varicella Zoster Vius !
Glycogen Storage Diseasa Vill Korsakolf's Syndrome Neurnpathy, Giant Aconal - Retinopathy, Hypertensive Vascular Malformations of the Brain ;
Goldenhat Syndrome Kufs Disase quopema. Cyele Retinoschisls Vasoulis N
Goodpastufs Syndrome Kugetbarg Welander Syndrome Neunopenia, Chronic Retrolental Fbroplasia Vasoultis, Chranic Necrotzing )
Gorden Syndrome Nevoid Basal Carcinoma Syndrome Retmpertonsal Dysplasia Vanlricular Sepeal Delacts :
Gorham’s Disease Landau-Kefiner Syndrome Nezalofs Syndiome Rett Syndrome Vitamin B12 Deficiency ;
Gotiror's Syndrome Laron Dwarfism Niamann-Pick Disease Reye Syndrome Vitamin € Deficiency
Graft vs Host Disgase Lersen Syndrome iasis A Disease Vitiigo !
Granuloma Arniare Laurence-iocn-Bied Syndroma hor-Ketotic Hyperglycinemia Rhaumstic Fever . Von Giorka Dissasa {GSD () H
Graneiomalosis, Lymphatoid Lebar's Congenital Amaurasis Noonan Syrcrome Rickets, Hypophosphatenic Von Hppet-Lindau Disease i
Grancdomalosis, Wegener's Laber's Optc Atophy Norrie Syndrome Rieger Syndiome Von Wilebrand's Diseass !
Granuiomatous Disease, Chronic Lagg-Calve-Perthes Syndroma Nystagmus, Benign Paraeysmal Robert's Syndrome Vulvovaginiis i
Graves’ Diseass Lagionnaire's Disgase Posilional Robinow Syndrome Waardenbry Syadroms ’:
Grelg Caphalopolysyndactyly Syndrome Laigh's Dissase Obsassive Compulsive Disorder Fodky Mwman Spotted Fever ‘Waldersirom Macrogiohinemia {
Guilain-Barre Syndrome Leiner Disaase B Clivopontocereteliar Arophy Fomang-Wafd Syndeome Disease . i
Hageman Factor Deficiency - Leopard Qtier Disqase Roseola Infantum Weaver Syndroma ]
Hary Tongue Leprachaunism Qphz Syndrome Rathmund- Thomsan Syndrome ‘Weber.Christian Disease }
Hallermann-Steif Syndrome Laprosy Opporuristic Infections Roussy-Levy Syndrome Well Syndrome . ]
Hallarvorden-Spatz Disease 0SS Oral-FaciakDigital Syndrome Rubeta ) Wardnig- Hoftmann Disease ;
Hand-Foot Mouth Disease LeschrNyhan Syndroms Organic Mood Synarome Fubetla, Congeniial Wemer ¢
Hartnup Diseasa Leukemia, Cheoric Lymphocytic Organic Persanality Syndrome Fbinsten-Tayhi Syndiome Whipple's Diseass
Hashimato's Syndrome Lewkemia, Chronic Mysloganus Onmithine Transcarbamylase Deficiency Fussel-Siver Syndrome Wiecker Syndrome - nt
Headache, Cluster Laukemia, Hairy Cel {sgood-Schlater's Disease Saethre-Chotzen Syndroma Wikiams Syrcrome
Heart Block, Congenital Laukodystrophy, Canavan's Osteogenssis Imperecta Sandholf Diseass Wims' Tumor
Heavy Metal Poisoning Laukodystrophy, Metachromats R i SarﬂippoSyndmme Wison's Diseass
Hemaluria, Benign Familial Leukodystrophy, Krabbe's Osteanecrosis Wiskott-Aldrich
Hemeochromatosis, Hereditary Leumdys:mmy Osteapeirosts Sarcoma Ewing's Wolt-Hirschom Syndrome
Hemoglobinuna, Paraxysmal Coid Pagat's Disease Schmidt Syndroms Walt-Padnson-Whita Syndrome
Hemoglobinura, Parssysmal Nocumal then Sdems\s Pagats Dissase of the Breast Schwachman Syndrome Woliram Syndrome
Hemelytic Uremic Syndrome. - Lipadysirophiy Pallster-Kilan Spdrome Sderoderma Wybum Mason Syndroma
Hemophiia Lissencephaly Pancreatic [slet-Cell Tumers ¢ Seckel Syndrome XeLinked Jovenlle Retinaschisis
Hemarrhagic Telangiectasia, Heradiary Listerosls " Panic-Anxiely Syndrome Seiteberger Disease X-Linked Lymphoproklerative Syndroms
Hegafic Fibvosis, Chyonic - NA (VW) Locked-in Syndroms * Papililis Septo-Optic Dysplasia X¥Y Syndrome
Hepatiis B Lowe's Syndrome. - " Parscoccidoidomycosis Sevete Combined immunodeficiency Xerodsrma Pigmentosum
Hepafilis, Non-4, Non-B (Hepalils C) s Paraplegia, Heredtary Spastic Sheehan Syndrome Yaus
Hepatitis, Neonata) Lyefles Syndroma Parenchymatous Cortical Degeneration Sherintzen Syndrome Yellow Fever
Hapatorenal Syndrome Lyme Disease: . ofthe Cerebellum Shy-Drager Syndrome Yellow Nail Syndrome
Hermaphuoditism, True Lymphadanopalfty, Angioimmunoblastic -+ Parkinson's Disease Sialadentis Zelweger Syndromg
Hemes Zoster . with Dysprotainemia Parmy-Romberg Syndrome Slalidasis Zolhnger-Elison Syncroma
Hemes, Neanatal Lympharoma, Cavemous Pas Planits Sickie Cell Diseass
Hers Disease (GSD V) Lymphangiomyomatasis arsomagﬂume: Syndroma Simian B Virus Infaction
Hicoups, Chronic Lymphedema, Heredtary ustachian Tube Sirenomekia Sequanca ;
|
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NORD MEMBER ORGANIZATIONS

President:
Jess Thoene, MDD,

Executive Director:

Abbey S. Meyers

Member Organizations:
Aconstic Newoma Assoviation, Inc.
Alliance of Genetic Support Groups
Alphul Antitypsin Deficiency National Association
American Carpal Trnnel Syndrome Association
American Narcolepsy Asseciution
Aunevican Porphyria Fawdidation
American Society of Adudes with Pseudo-Obsoruction, Ine. (ASAP)
American SyringomyefinAlliance Froject
Aplastic Anemia Foundation of America
Association for Glycogen Sterage Disease
Batten Disease Support & Research Associatun :
Benign Essencal Blepharospasm Research Foundadon, Inc.
Charcor-Marie-Tooth Assaciation
Chromaseme 18 Regisery and Research Suciery
Comelia de Lange Syndrome Foundarion, Inc.
Crystinosis Foundation, Inc.
Direct Link for the Disabied. Inc.
Dysantonomia Foundation, Inc.
D)swma Medical Research Foundation
Dyserophic Epidermolysis Bullosa Research AssuL ( D.EBRAY
Ehlers-Danlos National Foundarion
Epilepsy Foundation of America
Families of Spinal Muscular Atrophy
Fanconi Anemia Research Fund, Inc.
Foundation for Ichthyosis & Related Skin Types (F.LR.S.T))
Guillain-Barré Syndrame Foundadon intemational
Hemochromatosis Research Foundation., Inc.
Hereditary Disease Foundation
Histiocytosis Association of America
Huntingwn's Disease Society of America, Inc.
Inmune Deficiency Foundation
International Fibrodysplasis Ossificans Progressiva (FOP)
Intemational Joseph Diseases Foundation Ine.
Internasional Rewr Syndrome Association
Interstitial Cystidis Association of America, Inc.
Lawe's Syndrome Association
Malignant Hyperthermia Association of the United States
Meniere's Network {EAR Foundation)
Myeloproliferative Disease Center
Narcolepsy Nevwork, Inc.
National Addison's Disease Foundation
Narional Alopecia Areata Foundarion
National Association for Sickle Cell Disease, Inc.
National Ataxia Foundation
National Chronic Fatigne Syndrome Assaciadon, Inc,
National Feundation [g' Ectodermal Dysplasias
National Fragile X Forndarion
National Gawcher Foundation, Inc.
National Leigh's Disease Forendation
National Marfan Foundation
National Mucopolysaccharidoses Society, Inc.
Nariona! Mudtiple Sclerosis Society
National Neurofibromaosis Foundation
National PKU News
National Reonits Pigmentase Foundation, Inc.
National Sjogren’s S)ndrome Assoc.
National Tay-Sachs & Allied Discases Association, Inc.
National Tuberous Sclerosis Association, Inc.
Nadonal Urea Cycle Disorders Fdm.
National Vitligo Foundetion, Inc
Newrofibromaiosis, Inc.
Obsessive Campulsive Foundarion
Qsieogenesis Imperfecta Foundation
Oxalosis & Hsperoxaluria Foundation
Paget's Disease Foundarion, Ing.

* ARC of Ohio

NORD MEMBER ORGANIZATIONS

Parents of Galcrosemic Children
Parkison‘s Discase Foundmion, Inc.
PKR Foundation

Prader-Willi Syndrome Assaciation
Reflex Sympatheric Dystrophy Syndrome Associarion
Scleraderma Federation, Inc.
Seferaderma info Exchange, Inc.
Sjugren’s Syndrome Foundation, Inc.
The A LS. Association

The American Brain Tranor Association
The EAR Foundagon

The Myuasthenia Gravis Foundaciion
Toureite Syndrome Association, Inc.
Trigeminal Newralgio Assaciation
T.S.A. of Illinois

United Lewkodystrophy Foundadion, Inc.
United Parkinson Fondation

Vesubu!ar Disorders Associarion -
Wezener's Grantdamarosis Support Growp
Williams Syndrome Association

Wikkon's Disease Associarion

Assoctate Members:

Aicardi Syndrome Newsletter

Alabama Secieey for Sleep Disorders

ALS. Association Greager Phl‘dd« [ohia Chapier
American Behcet's Association, Inc

American Self-Help La’uxrmqhmm/ N}

Association for Children with Russell-Sitver Syndrome, Inc.

Center for Research in Sleep Disorders

Charcot-Marie-Tooth nternational

Children’s Leukemia Foundation of M1 . -

Chyistina Lazar Foundation for Juvenile Larsngeal Papz! ymatosis

Chronic Granulomatous Disease Association Y

Comgenital Adrenal Hyperplasia Assoc., Ine. (CAHSA)

Deveraux Foundation e

Foousteps Instivute

Frundation for Nager & Miller Syndromes

Freeman-Sheldon Darent Support Group

Help Hospitalized Children's Fiend

Klippel-Trenaunay Support Group

Lethbridge Soctety for Rare DisordersfCanada

Lyme Borreliosis Foundation

Nation Assaciation For Psewdoxanthoma Elasticum

Navonal Coalition for Research in Newrological &
Cammunicatise Disorders

Matiomal Chshings Assaciation

"J(mamn Self-Help Clearinghouse ( Isracl)

Niewth American Pediarric Pserdo-Obstruction Societ

Chganic Acidemia Association, Inc.

Parent 1o Parent of GA. Inc.

Parent to Parent of New Zealand

Port Albemi Assoctarion for Children swith Develapm,
Disabilities

Research Trust for Metabolic Discases in Children/Er

Rocky Mountain Resource & Training Instinue

Shy-Drager Syndreme Support Group

Sickle Call Assoetation of the Texas Gudf Coast

Suto’s Syndrome Support Group

Sturge-Weher Foundation

Tourette Syndrome Assoc. of MD

Teowete Syndrome Association of Nuva Scota

Towurette Syndrome Assoc. of OH

Treacher-Collins Foundation

Tuberous Sclerosis Assee. uf 1L

Vaincre les Maladies Lysosomales/France

* Associations are jeining continuously, For newest
Please comiact the NORD uffice.
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NORD'’S RESEARCH PROGRAM

NORD's Research Program is governed by
its Research Advisory Council (NRAC) on
the recommendations of NORD's Medical
Advisory Board (MAB). The scientific grant
program was initiated in 1988 through a
request for proposals. These grants pro-
vide funding to scientists performing re-
search on new treatments for rare disor-
ders. NORD will not fund grants for basic
research unless it is directly related toa
new treatment for a rare disease or condi-
tion.

All of NORD's programs must develop and
flourish simultaneously because one can-
not be effective without the other. For ex-
ample, NORD may fund a research study
on a disease that affects only a handful of
people in the United States. The scientist
may require the participation of 25 people
with that disease for the research project.
Through NORD's education and network-

ing programs, NORD must attempt to lo-

cate patients needed for the study and
encourage them to contact the researcher.
Each individual can then make a decision
as to whether they wish to participate in
the research project. Additionally, NORD
attempts to relay information about impor-
tant scientific studies to the medical com-
munity so that practicing physicians can
refer their rare disease patients to the re-
search scientist. Thus, adequate resources
are required to carry out NORD's mission
through all of its vital programs.

Your donation to NORD will provide help
by expanding medical research, fostering
education and ensuring that the voices of
all people with rare disorders are heard in
unison before all levels of the government,
health related industries, and the scien-
tilic community.

. out of the darkness,
into the light . . .

NORD
100 Rt. 37, P.O. Box 8923,
New Fairfield, CT 06812-1783
(203) 746-6518 '




Not so rare.
“Our son was mnsdxagnoscd for more than two
years. You cannot imagine the nightmare we

lived through. The professionals we saw could:

not identify his illness. We spent huge sums of
money searching for an answer. When his disor-
der was finally diagnosed, we learned that it was
so rare, physicians knew little about it. There
seems tobe no treatruent, and very little research
giving us hope for his future.”

Although this parent thought her story was
unique, millions of Americans with rare disor-
ders have suffered similar agonies. Names of
their illnesses may bte different, but most have
experienced the indignity of searching for help in
vain. Rare disorders are “back of the textbook”
iilnesses, unfamiliar to the general public and
professionals alike. They can strike people of all

ages, allraces, and allethnic backgrounds. Many .

are genetic; others are acquired through environ-
mental causes; but for most, the cause is still
unknown. Thus, even after a family obtalns a
proper diagnosis, they are too often left with more
unanswerable questions.

NORD created to help
The Natfonal Organization for Rare Disorders
{NORD) has been created by a group of voluntary

agencies, medical researchers and individuals -
concerned about Orphan Diseases and Orphan

Drugs. Orphan Diseases are rare, debilitating
illnesses which strike small numbers of people.
Orphan Drugs are theraples which alleviate
symptoms of some rare diseases, but which have
not been developed by the pharmaceutical in-
dustry because they are unprofitable.

Any disorder affecting fewer than 200,000
people is an “Orphan Disease” because prodicts
developed for these illnesses are considered by
the pharmaceutical industry as “drugs of little
comumercial value.” The cost of developing a drug
in the U.S. today ranges between $50 million and
$80 million. To provide incentives for commercial
development of Orphan Drugs, Congress en-
acted the *Orphan Drug Act,” which became a
faw on January 4, 1983,

it’s just the beginning. . .

This legislation has substantially impacted
upon the Orphan Drug problemn by offering tax
incentives to drug manufacturers who develop
Orphan Drugs. In addition, the Act gives seven
years exclusive marketing rights to developers of
unpatentable therapies. A sinall pool of money is
authorized by the legislation for grants io scien-
tific investigators for research on new treatments
for rare disorders.

Passage of the Orphan Drug Act, however,
does not signify the end of the struggle lor pegple
with rare disorders; rather, it represents only the
end of the beginning. Recognizing that more than

5,000 rare disorders affect more than 20 million

Americans, NORD addresses their common con-
cerns,; people with Orphan Diseases do not suffer
less pain and their familles do not endure less

agony simply because small numbers are af- )

fected by these llinesses.

NORD's objectives are:

e To encourage, promote and fund scientific
research on the cause, control and ulﬁmatc cure
of rare disorders,

« To educate the general public and medical
profession about the existence, diagnesis and
treatment of rare disorders.

¢« To act as a clearinghouse for information
about rare disordersand to network families with
similar disorders together for mutual support.

= To foster communication among rare disease
voluntary agencies, government bodies, indus-
try, scientific researchers, academic institutions
and concerned individuals.

» To accumulate and disseminate information
about Orphan Drugs and Devices, making known
their availability to patients, physicians and other
concerned parties.

¢ To assist in harmonizing and making more
efficient the work of voluntary agencies and to
offer technical assistance to newly org,amzed
support groups.

> Tofocustheattention of government, industry .
and the scientific community on the needs of

people with rare disorders.

Your help is needed. . .
NORD's newsletter, ORPHAN DISEASE UP-

DATE, reports about progress in research on rare

disorders; recent activities by government, health
related industries and the scientific community;
and relates personal accounts of courageous
struggles by people with orphan diseases
throughout the world.

NORD is dependent upon your support to
carry on |ts vital activities, which have rict been
addressed by any other agency. Even fyoudonot
suffer with o rare disorder, chances are a relative,
friend or neighbor dees. NO ONE IS IMMUNE
FROM BEING STRICKEN BY AN ORPHAN DIS-

Your donation provides medical research,
fostering education of the public and medical
professionals so that people with rare diseases
will be more readily recognized and helped, and
expandingNORD's “Networking” programso that
families with orphan diseases can be linked
together with others having the same health
condition.

Please help as your donation does make a
difference in helping us overcome these little
known painful, debilitating and, in some cases,
life threatening disorders. Your support of NORD
today may make a difference to someone you love

"~ tomorrow,

National Organization for Rare Disorders®
NORD, 100 Rt. 37, P.O. Box 8923,
New Fairfield, CT 06812-1783
(203) 746-6518
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The National Organization for Rare Disorders is
dedicated to increasing the identification, control and
treatment of orphan diseases through the following
programs:

Services: Through NORD's Networking program,
NORD links together people with the same orphan
disorder for mutual support. In many instances, only a
handful of people in the nation may have an iliness and
no voluntary agency or support group may yet exist for

that condition. More over, NORD provides certain life -
saving Sandoz drugs to needy patients who have no

health insurance.
NORD nurtures small support groups through its

‘technical assistance program, ensuring that new support

groups and voluntary agencies will evolve to serve the
needs of each disease population.

Research: NORD encourages and supports research on
understudied orphan diseases, creating hope for millions
whose disorders are presently hopeless and untreatable.

Education: NORD educates the public and professionals
so they may more readily understand and alleviate rare

disorders. The organizvation acts as a clearinghouse for-

current information about more than 5,000 orphan
diseases. Much of this data is maintained on a
computerized Rare Disease Database.

MNational Organization for Rare Disorders, Inc.
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MESSAGE FROM THE PRESIDENT
AND EXECUTIVE DIRECTOR

Nine years ago, the National Organization for Rare
Disorders (NORD) was created by a handful of
individuals, voluntary health agencies and medical
researchers concerned about Orphan Diseases and
the lack of Orphan Drugs to treat these disorders.

Perhaps one of the most frightening aspects of life
with a rare disease, nine years ago, was the
ignorance about these conditions. There was
negligible governmental support for scientific
investigations into these ailments, and the public
was largely unaware of this enemy lurking among
more than 20,000,000 Americans. Orphan diseases
were outside the medical mainstream, were
overlooked, undiagnosed, misdiagnosed and of
little concern to the government,

The initial handful of individuals, voluntary health
agencies and medical researchers had to rely on
themselves. Because there were no assurances,
they had to build NORD with equal measures of
faith, trust and determination.

This unswerving commitment led to the passage of
the Orphan Drug Act of 1983; a law which.

" encouraged the pharmaceutical industry to

develop drugs for orphan diseases by offering
them tax incentives, government grants and
exclusive marketing rights for developing drugs of
little commercial value.

What began in a small corner of a donated office
has grown in nine years to twenty-one staff
members and an entire floor of an office building.
Through the innovative programs of NORD, more
people than ever before are being helped.

As NORD ends its first decade of service to the
orphaned community, we know that, with your
help, much has been accomplished but that there is
still much left to be done.

Nine years ago there was no Rare Disease
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Database, no Networking program, no drug

assistance programs, little research being furided, .

and no place for those suffering with a Rare
Disorder to turn for help. ' B

Today, NORD's Rare Disease Database contains
over 900 entries, more than 7,000 families have
been networked with others having the same
diagnosis, eight research projects have been
funded, three drug assistance programs for needy
patients have been established, and most
importantly, people have a place to turn for
information and help.

Thanks to the synergy, generosity and hard work

of individuals and groups, volunteers.and staff,
" organizations and corporations, NORD continues

to grow and provide even more services and

programs each year. I’he Orphaned Commumty is
" isolated no longer.

As we enter the ﬁnal year of our first decade, we
recognize that NORD has arrived at another
beginning - the beginning of ummagmable
biomedical advancements. . A new scientific dawn
will cast new light on orphan disease mysteries
leading to treatments and cures never before

possible. NORD remains steadfast in its pledge to -
continue encouragement of medical breakthroughs -
and assuring that important new treatments are

made accessible to all who need them.

Abbey S. Meyers
Executive Director

TJess Thoene, M.D.
President

CORPORATE HONOR 1’1 LL.
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Raynie Foundation
Texaco Philanthropic Foundation

National Organization for Rare Disorders, Inc.
Statements of Support, Revenue, Expenses

. and Changes in Fund Balance

for the Years Ended December 31,

o . 1991 1990
" Public Support and Revenne:

" Publjc Support: o ‘
Contributions - individuals ©$121,757  $100,443
Contributions - corporations

and foundations . 549,264 321,500
Special events (net of direct costs of . o
312,797 in 1991 and $14,496 in 1990) 117,253 146,579
Total Public Support 788,274 . 568,622
Revenue:
Grants from Federal .
government agencies . 8,000 6,000
Membership dues o - 58,191 50,559

" Sales of materials and

" servicés to the public 50.570 36,087
Investment income . . 3737 41,523
Miscellanecus - 18,558 15,363

_ Total Revenue | 172,636 149,532
_ Total Support aind.Revenue 960,910 ‘ 718054
Expense's:
Program Services:
Family services 414,730 344,84
Education 284,766 146,549
Technical assistance - S 13213 22,756
Research 15824 _61,883
Total Program Services 728533 576,082
Supporting Services:
Management and general - 101,776 - 18,305
Fund raising 56418 _61,026
Total Supporting Services 158194 79,331
Total Expenses 886727 655363.
Excess of public support and
revenue over expenses - - 74183 62,691
Fund balance, beginning of year 562806 500,115
Fund balance, end of year | 636,989 $562,806

e

NORD’s SOURCES
OF FUNDS

CORPORATE &
FOUNDATION GRANTS
(57%)

@ "~ B . INDIVIDUAL
INVESTMENT 3 OONTF:IggTIONS
INCOME (4%) /  (13%)

SPECIAL GOVERNMENT
EVENTS (12%) GRANTS (19%)
LITERATURE ~ MEMBERSHIP
SALES (5%) T{6%) -
1991 REVENUES

S/

ITS FUNDS

e WHERE NORD SPENT )

FAMILY & PATIENT
SERVICES (47%)

RESEARCH ;2%\)

TECHNICAL "
ASSISTANCE (2%)

EDUCATION

MANAGEMENT &
ADMINISTRATION (2%)
(119%) :
FUNDRAISING
- (E%)
1991 PROGRAM EXPENSES




titute

ey -
-
R~
Y-
L .
=l
= s
Ny
ISR
\\(n.ul
e
<
=
S
-
L= .
o =
5=
=
k2
Ba

The Impact of Orphan Drug Regulation on

Official Journal of The Food and Drug Law Ins




Clinton Presidential Records
Digital Records Marker

This is not a presidential record. This is used as an administrative
marker by the William J. Clinton Presidential Library Staff.

This marker identifies the place of a publication.

Publications have not been scanned in their entirety for the purpose
~of digitization. To see the full publication please search online or
visit the Clinton Presidential Library's Research Room.



- ireat many formerly untreatable orphan diseases.

" This is why NORD’s Rare Disease Database has
been developed, and why we work so hard to keep
it current and accurate. NORD’'s database has
been published in book form. The “Physician’s
Guide to Rare Diseases” is written in more tech-
nical language than the actual database. It can be
ordered from Dowden Publishing Company, 110
Summit Ave., Montvale N.J. 07645.

Until the Orphan Drug Act became law, experi-

- mental drugs were available only to patients en-
rolled in controlled clinical trials. When designing
the law, Congress recognized that people with rare
disorders often do not reside near large medical
institutions where they could qualify for clinical
iriais. The “Treatment IND” allows treating physi-
cians to obtain investigational orphan drugs for pa-
tients who are not participating in controlled stud-
ies. The physician must maintain adequate FDA
reporting procedures during this period. The
“Treatment IND" differs somewhat from the “Com-
passionate IND", and the patient may have 1o
purchase the drug from the manufacturer rather
than being provided the therapy at no cost. This
new procedure now makes it possible for you to
provide care locally to your rare disease patients it
an approved or experimental orphan drug is avail-
able for use.

NORD can provide you with information about
orphan drugs, their manufacturers and the dis-
eases for which they are designated. NORD also
keeps track of Orphan Product research grants
(awarded annually by the FDA) including the loca-
tion of current clinical trials. NORD also funds small
clinical research grants for the study of new treat-
ments for rare disorders. These grants are funded
after a rigorous peer review process determines
the most meritorious proposals.

The Rare Disease Database was initiated by,
and continues to be expanded under agrant from
the Generic Pharmaceutical Industry Association
(GPIA). From time to time, additional funding for
this program has been provided by the March of
Dimes, the Pharmaceutical Manufacturers Asso-
ciation (PMA), Revco Drug Stores, and others.

-eurate.or outdated, especially.because new orphan- - o . .
“prodicts’ have ‘been; or are“being developed o T e N

Refer ydur rare diséase patients to NORD if they‘ '

are searching for a support group or if they wish to
be put in contact with others who have the same
diagnosis. We are here to help families, patients,
professionals and the public. NORD’s programs of
education, service and research are dedicated
to the prevention, control and cure of orphan
diseases.
NORD
. P.O.Box 8923 .
New Fairfield, CT 06812-1783
(203) 746-6518 '

| am interested in more information about
NORD:

Name:
Address:
(City) (State) {(Zip)
Phone: { }
Please send NORD Literature Order FormQ

-f would like information on . v

(name of disorder)

lam a Clinician QO Researcher O
Q) Specialist
{specialty)
Return to:
NORD
P.0O. Box 8923
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New Fairfieid, CT 06812-1783

. out of the darkness,
into the light . ..

'NORD
P.O. Box 8923
New Fairfield, CT 06812-1783
(203) 746-6518
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Dedicated to Helping People with Orphan Diseases
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PHYSICIAN'S GUIDE TO
"NORD SERVICES -

~ The National Organization for Rare Diéorders
(NORD) is a non-profit voluntary health agency
dedicated to the identification, control and im-
provedtreatment of rare orphan diseases. Under
federal law (the Orphan Drug Act of 1983) an or-
phan disease is one that afflicts fewer than
200,000 Americans. There are more than 5,000 of
these disorders touching the lives of an estimated
20 million Americans. The majority of orphan dis-
eases are genetic conditions.

L WHAT IS AN ORPHAN DRUG? )

NORD is the consumer oriented organization that
was primarily responsible for passage of the
federal Orphan Drug Act. An orphan drug is a

pharmaceutical product (including biologics) that

has little commercial value. In the past, it was
difficult to locate commercial sponsors for these
therapies because the market to which they could
be sold was too limited, or because the products
were not patentable.

The Orphan Drug Act of 1983 provides financial
incentives that have enticed pharmaceutical
manutacturers into developing new orphandrugs.

‘These incentives include exclusive marketing -

* rights, tax credits for clinical research, and other
benefits. The law has been very successful. To-
day, many important new therapies have been, or
are being developed in response to this model leg-
islation. The great majority of orphan drugs are

designated for diseases that afflict fewer than

40,000 Americans.

HOW CAN YOU OBTAIN CURRENT
INFORMATION ABOUT RARE
DISORDERS AND THEIR TREATMENT?

NORD operates the Rare Disease Database

(RDB) which is accessible to the public and health
'}profess onals through personal computers ‘with a.
" ‘modemivia CompuServe, the nation's largestelec- .
tronic information system. Subscriptions to'Com-

puServe can be obtained through local computer
retail stores or by contacting CompuServe at:
5000 Arlington Centre Bivd., Columbus, Ohio
43220.

RDB entries are written in layman’s fanguage and
reviewed by physicians before they are puton-line.
Each entry is designed notto frighten patients, and
to refer them {o other services such as voluntary
health agencies. and the National Institutes of
Health for more in-depth information. Each RDB
entry contains a general description of the disor-
der, synonyms, symptomotology, etiology, af-
fected population, related disorders, standard
therapies, investigational therapies {when appli-
cable), resources to contact for more information
and references. Information about orphan drugs,
orphan devices or other experimental products or

procedures beingused inclinicaltrialsis contained -

in the investigational therapies section of each en-
try, when applicable. Oiten, the names of chief
investigators, a clinic or manufacturer are included
with a statement advising patients that their doctor
can contact these resources.

People who do not subscribe to CompuServe can
order reprints of BDB disease entries from
NORD’s Literature Order Form which can be
mailed to them upon request.

HOW CAN NORD HELP YOUR
PATIENTS?

NORD refers people with rare disorders to support
groups when they exist. If there is no support
group for a specific disease, patients may choose
to enroll in NORD's Networking program. They
must sign a written permission form allowing
NORD to release their name to others with the
same diagnosis. By linking people with the same
disordertogether, NORD encourages formation of

,_Anew support groups for even the rarest‘dlsorders

I NORD S Networking ‘prograrmhas been ‘developed: :
" " -with a knowledge and understanding that people- -

with rare disabilities can profit from the self-help
peer support model, but there are usually not
enough people with a specific orphan disease in
one geographic area. Thus, the Networking pro-
gram evolved from an informal pen-pal type pro-
graminto aninternational self-help effort. Families
have developed unique communication efforts
such as exchanging video tapes, arranging an
annual meeting during summer vacation periods,
developing newsletters, etc., and many have
taken it upon themselves to link together their
health professionals, rehabilitation counselors,
special education teachers, siblings, efc.

Families will also benefit from NORD’s newsletter,
Orphan Disease Update, which keeps readers
abreast of new scientific developments, newly
designated Orphan Drugs, and provides insight
into coping withillnesses that do not ordinarily elicit
understanding and compassion from the public.
NORD's Patient Services department handles a
variety of family concerns ranging from access to
health insurance and other reimbursement pro-
grams to advice about special education, develop-
mental disabilities services and other government
run programs.

NORD is keenly aware that there is often a long
delay between onset of an orphan disease and
proper diagnosis. However, we are not a clinic and
we cannot diagnose patients. NORD's services
are aimed at people who have been diagosed with
a specific rare disorder.

PHYSICIAN?

[ HOW DOES NORD HELP THE - J

NCORD believes that the first step in conquering
rare disorders must begin by familiarizing medical
professionals with the diagnosis and current treat-
ment of these little known ilinesses. Much of the
medical literature about orphan diseases is inac-’
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THE ORPHAN DRUG ACT: A DECADE OF PROGRESS

Editors Note: The foliowing arlicle was
initially published in the March 1988 issue
of the Journal of the American Medical
Writers Association. NORD's founder and
Executive Director, Abbey Meyers, revised
and updated the article this year in recog-
nition of NORD's 10th Anniversary and the
first decade of the Orphan Drug Act.

Wae share this article with readers so they
can learn how and why NORD was creat-
ed, and to relate how a small group of
dedicated individuals and support groups
werg able to change the fate of millions of
poople throughout the world.

The Beginning

The story of the struggle for the Orphan
Drug Act is testimony to ail that is right
and much that is wrong In America. It is
encouraging, it is distasteful; it is a story of
greed and of heroism. It is a Hollywood
fantasy, timed and directed by the hand of
God. The orphan drug story clearly iflus-
trates that democracy works, that capital-
ism and social justice can enhance sach
other, and that the most powerful govern-
ment in the world can be responsive o the
needs of the tew as well as the many.

The ability to move major conglomerates
and impregnable government power struc-
tures lies in the hands of ordinary citizens
who will never fu lly ‘understand or usa their
freedoms more effectively than they did to
solve the orphan drug dilemma. But the
trug power lay in the hands of the
American media; if the media had not
brought the story to the public’s attention,
the war would not have been won, and the
battlefield would still be strewn with the
casualties of orphan diseases. The media
can also reveal the inequitios and flaws
that have appeared during this iong
decade of progress, which threaten the

very foundation upon which the Orphan_

Drug Act is built.

For many of us, our initial involvement
began in our homes where ws launched
separate battles against devastating dis-
eases affecting loved ones. From these
personal beginnings grew nonprofit voluntary
health agencies, each devoted to the identifi-
cation, treatment and curg of a single disease.

My personal involvement began when my
oldest son was diagnosed with Tourette
Syndrome, a rare neurological movemsnt
disorder. After thres years of dsbilitating
side effects from a drug considered the
treatment of choice for Tourette, we decid-
ed to try an experimental drug. It offered
major tharapeutic improvement, but after a
few months we werg unable to obtain it.

The drug (pimozide) had little commercial.

valug in the U.8., so the manufacturer
decided not to seek FDA approval. Ag a
resuit, distribution of pimozide as an inves-
tigational drug was halted. The implication
of this decision on my son, and others with
Tourette who had benefited from the drug,
was immeasurable. For my 11-ysar-old
son, it meant he would no longer be able
to use his hands to dress himself, write
with a pen or eat with a fork.

The problem of orphan drugs existed in
America since the beginning of the century
but did not become a social policy problem
until the 1960°’s when passage of the
Ketauver-Harris Amendmenis to the Food,
Drug and Cosmetics Act significantly
increased the amount of money nesded to
develop a drug in the U.S. Although drugs
previously had to be proven safe before
they could reach the American market, the
amended law required that drugs hence-
forth had to be proven effective. As the
price of pharmacsutical research and
development increased, drugs for rare dis-
aases became known as "drugs of little
commercial valug” or "orphan drugs”
because commercial $poONsors were
unwilling to adopt them.

i am an ordinary person. | had not been
politically active because it had never
been apparent that political decisions
made in Washington, or economic deci-
sions made in corporate board rooms,

would impact on me persenally or my fam-
ily. When we could no longer obtain
pimozigs, we had to evaluate realistic
choices. We could have continued to
obtain the drug by purchasing it outside
the U.S. and smuggling it back into the
coundry; or we could choose 10, fight. the
inequitable system that had” mada thls
tragedy possible. | knew it would be
unlikely that corporate or government
bureaucraciss would change their policies
for one child with Tourette Syndrome, so |
siarted writing letters to voluntary health
agencies concerned about different
orphan diseases in order to find out if their
disease had similarly been affected by the
orphan drug problem. | learned about

The Pharmacseutical ‘Manufacturers
Association {PMA)}, although invited to tes-
tify at the congressional hearing, had
decided not to do $0. In time it became
clear that many drug companies would not
acknowledge there was an orphan drug
problem, and during coming months the
PMA)declared there werg.only a few

orphan drugs that did not constitute a sig-
nificant health problem. Within weeks of
out congressional testimony the manufac-
turer of pimozide announced they would
indeed go ahead with the development of
the drug, It appeared there was no fur-
ther need to be concerned. However, L-
SHTP for myclonus and several other
important drugs continued {o be without a
> ial sponsor.

penacillamine for Wilson's Di sodi-
um valproate for subtypes of epilepsy and
L-5HTP faor myoclonus, among other
orphan drugs.

Soon a small nucleus of consumer groups
amerged and united around the orphan
drug dilemma. Some had been directly
affected because thsy could not get
orphan therapies manufactured or distrib-
uted for their disease. Others, such as
Huntington's disease, were still untreat-
able, bul leaders of these groups quickly
understoed that the problem had to be
solved; for in the absence of a legisiative
solution, when a cure was discovered it
would never be manufactured.”

A young woman with myoclonus had inter-
ested her congresswoman, Rep. Elizabeth
Holtzman, in the orphan drug problem.
Dr. Melvin Van Woert of the Mt. Sinai
School of Medicine in New York had been
manufacturing L-5 hydroxytryptophan {L-
BHTP} for many years in his laboratory as
a freatment for myoclonus. No manufac-
turer was interested in this shelf chemical
because it was unpatentable, and there
are only 2,000 patients with this neurclogi-
cal disorder in the U.S.

Rep. Holtzman had personally tried o
entice a pharmaceutical firm into develop-
ing L-5HTP, but she failed. S0 she intro-
duced the first orphan drug act in the
Congress during 1980. This legisiation
would have set up a revolving pool of
money to award grants and contracts for
the development of orphan drugs.
Because the government would subsidize
the research and development phases,
the bill required manufacturers to return
any profits they would make to the federal
government. These profits would be
deposited.in an orphan.drug research fund
s0 the money could be loaned again to
other orphan drug developers.

The legislation hardly stirred a ripple in the
great halls of Congress. No hearings
were held, no interest was shown. On the
other hand, the bill did have an seffect on
the pharmaceutical industry . . . the com-
panies disliked it intensely. The profit
motive is the major incentive for pharma-
ceutical development; to disregard that
incentive was not logical.

Hollywood Style Miracle

We waited for the indusiry to negotiate tor
changes in the legislation. When nothing
happened we sought the news media and
launched a campaign to bring orphan
drugs 1o the public’s attention. By chance,
and perhaps by God's hand, a miracle
happened - Hollywood style - when Adam

- Seligman’s pimozide was confiscated by

the U.S. Customs Service. He had asked
a friend to bring the drug from Canada.
Mr. Seligman’s congressman was Rep.
Henry Waxman of Los Angeles. When
Mr. Waxman lsarned that his constituent
had been affected by the orphan drug
problem, he held congressional hearings
to investigate the matter. These hearings
occurred on June 28, 1880. Consumers,
including myself and Mr. Seligman, testi-
fied about the impact of orphan drugs on
our families. The testimony was inlensely
emotional and frightening. The next day
Jack Kiugman's brother read a newspaper
story in the Los Angeles Times about the
hearings. He was a producer on the pop-
ular TV show, Quincy.

On the other hand, the Klugman's had-

also made a policy decision. There would
be a television episode of Quincy devoted

_to Tourette Syndrome and orphan drugs,
.and it would be broadcast on nationwide

television during March 1981, it was a
dramatic episode that moved the public
out of its complacency. Mr. Klugman
received thousands of lelters from ordi-
nary people asking how they could help,
and those letters were forwarded 1o the
Tourette Syndrome Association. From
those initial Istters a mailing list was devel-
opad so that a grass roots legisiative net-
work was put info place. In the aftermath
of this publicly acclaimed TV show, Mr.
Waxman introduced a completely new
Orphan Drug Act, and he scheduled a
sscond congressional hearing. He asked
Jack Klugman to appear at the hearing,
which assured a vast amount of publicity.

The pharmaceutical industry was very
angry. They felt the Quincy episode was
an overly dramatic and inaccurate portray-
al of the orphan drug problem; it was a
black eye on the industry, and some cor-
porate leaders felt compelled to defend
their opinions. We ware dslighted to learn
they would testity at Mr. Waxman's hear-
ings. We wanted io know what the indus-
try wanted; how could we design incen-
tives that would heighten their interest in
orphan drugs? We were not prepared to
hear them say that they didn't want any
laws passed because they could handie
the problem "voluntarily,”

The Pharmaceutical Manufacturers

‘Association announced it would develop a

Commission on Drugs for Rare
Diseases. A similar message was
echoed by the government when the FDA
announced they would “voluntanly create
an Office for Orphan Products
Devslopment, and the Department of
Health and Human Services announced
an QOrphan Products Board to coordinate
all federal orphan disease programs. The
message seemed clear; we consumers
could just go back home and be quiet,
obedient citizens because the problem
would be solved.

But the problems were not solved. The
vast amount of publicity had reached peo-
ple with rare diseases and their physicians
all over the nation. We heard about more
and more orphan drugs - cysteamine for
100 children dying of the tatal hereditary
kidney disease, cyslinosis - trien for
Wilson's disease - gammahydroxybuterate
for narcolepsy - one by one the orphan
drugs emerged and we knew we were
seeing just the fip of the iceberg. To com-
plicate the matter, some of the industry
witnesses who had testified publicly that
there was no orphan drug problem - or
that the problem was minimal and that we
consumers werg blowing it out of propor-
tion - contacted me personally and unoffi-
cially. They urged us to keep fighting for
an Orphan Drug Act. Some told us pri-
vately how serious the problem really was,
and they hoped for the sake of humanity
that it wouid be solved. It was obvious

.ihat the free enterprise system was not

adequately meeting the needs of society.
Bacause the problem was sconomic in
nature, it needed gconomic solutions.
These discussions reinforced our determi-
nation and gave us strength to persist.
These corporate leaders felt the industry

]

negded a consmence and we consumers
wers that conscience. g

¥

Cempromise Sought

During the months after that second con-
gressional hearing it became obvious that
the leglslation would not be passed into
law if we could not reach a. compromise
with the pharmaceuticai industry. The
comparnias could afford to block our
advances on Capitol Hill through profes-
sional lobbyists. It was another telavision
show that proved o be the catalyst; when
60 Minutes began to fiim a segment about
orphan drugs, it spurred the industry into
meetings where a compromise was
reached and the legisiation that emerged
was, | believe, the best possible solution
to the orphan drug dilemma.

Like all industries, pharmaceutical corpo-
rations wanted the opportunity to make a
profit if that was possible, and at the very
feast they wanted minimal risk of losing
their investment when they commitied
manpowser and resources 10 the deveiop-
mant of an orphan drug. Addressing
these problems, the Orphan Drug Act .
would provide the following incentives:

1. A tax credit of $.73 on every doltar
spent to support clinical trials, The Tax
Reform At of 1986 reduced this credit
to $.50, which is siill a significant
incentive.

2. Seven ysars exclusive marketing rights
during which no other company can be
licensed to selt the same drug.

3. An easier approval process requiring
FDA's initial and ongoing written
advice to minimize the possibility that
financial and human resources would
be wasted.

4, An appropriation of federal funds to
support grants and contracts to acade-
mic scientists and small corporations to
develop orphan drugs.

5. Qriginally, the act defined an “orphan
disease” as a condition which is “rare
in the United States.” An “orphan
drug” was a treatment for'which the
cost of development outweighed its
potential for profit. In 1985 this was
changed to say that an orphan disease
is a disorder that affecis fewer than
200,000 Americans. However, drugs
for_ more prevalent conditions can be
designated as “orphan drugs” if the
manufacturer can prove the drug will
be unprofitable in the absence of
incentives.

These incentives were chosen because
we knew we needed the talents and
expsrtiss of the pharmaceutical industry to
achieve our goal. Other alternatives had
been considered such as asking the gov-
ernment to become a pharmaceutical
manufacturer. But obviously, government
could not possibly perform comparably to
private industry. Indeed our experience
indicated that once a government stepped
into an area that is the rightful territory of
private enterprise, it would be unfikely that
many new products would emerge.

Nesdigss 10 say, once these details were
resoived and we had developed legisiation
we could all agree upon, the new
proposed QOrphan Drug Act moved
ahead quickly and passed the House
of Representatives unanimousiy.
Subsequently, 60 Minutes decided not to
proadcast the orphan drug segment
because they felt it wasn't controversial
encugh! The act then went to the Senate,
wheré it languished for months untit Jack
Kiugman decided to do a second Quincy
apisode on network TV about a U.S.
Senator who was blocking the Orphan
Drug Act. Miraculously, on the last day of
filming this episode, the bill was called to
the fioor of the Senate and also passed
unanimously. Then the Congress
recassed for the year.

(continued on next page)
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NETWORKING NOTICE

Due to.the large volume of requests for NORD's "Networking"
‘services, we can no longer provide this service for free to
‘people who are not members of NORD. Networking services are
offered to individuals and families whose annual dues ($25.00)
make them eligible for this and other membership privileges.
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EXECUTIVE SUMMARY
Human Genome Insurance Project Report on Health Insurance -
University of Florida College of Medicine
' April 1993

General Findings:

Predictive genetic tests have already been derived from basic research funded by the Human Genome
Initiative. New tests and commercial applications will proliferate during the next decade. These tests
will ‘enable people to learn with a degree of specificity never before possible about their risk of
developing rare genetic conditions as well as common diseases like cancer and diabetes. In some
instances there will be medical or behavioral interventions available to prevent the diseases or
ameliorate their course. In others, the information will have less therapeutic value. Commercial
enterprises that market these tests will seek to encourage their use as part of routine medical practice.

Depending on health reforms, different economic incentives may exist for their use as well. For
example, under fee-for-service payment there may be an economic incentive to encourage testing as
a profit center. Under a capitated system, economic incentives to pursue testing seem likely wherever
cost-effective prevention is possible through medical care or behavior changes. :

Information produced from genetic testing has the potential to produce serious harms including denial
or prohibitive pricing of life insurance, loss or limitation of employment opportunities, inadequate
informed consent for testing, and breaches of confidentiality of patient information. Emerging genetic
tests, combined with ongoing technological developments in information management, have the
potential to alter profoundly the way that medical information about individuals is acquired and
maintained. Under America’s current health care system, dominated by a segmented marketplace,
indemnity insurance, and fee-for-service entrepreneurial practice, there is a great danger that people
will lose their health insurance and be denied access to health services as a result of information
acquired through genetic testmg

Community rating through health purchasing cooperatives or community health alhances ‘which is a
key characteristic of a system of managed competition, may ameliorate the problems of loss of
insurance and limitation of access. However, the competing prepaid health plans envisioned in
managed competition will have an economic incentive to control their patient-care costs through early
detection, preventive medical care and various degrees of persuasion or coercion to eliminate risk
behaviors. Prepaid plans may find it profitable to encourage the widespread use of predictive tests
with little regard for the patient’s desire to know about genetic risks. Test results might be used to
encourage behavioral changes, or even to deny benefits to persons continuing behaviors that pose
excessive risks given their genetic predispositions. Without careful measures to maintain
confidentiality and other safeguards, information from genetic tests may affect individuals in their
attempts to buy life insurance or obtain employment.. Informed consent, as the doctrine is presently
understood, deals primarily with disclosing potential medical risks, which can be expected to be very
low for most genetic tests. However, genetic test information raises issues of non-medical risks and
requires that informed consent be broadened to account for these implications in disclosing risk.

Our full report presents 67 specific policy recommendations to deal with problems that may occur
under various health care delivery and financing schemes. In this Executive Summary we present only
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the general recommendations and recommendations for addressing problems generated under the
system of managed competition currently viewed as the most likely scenario for national health care
reform. These recommendations should be considered in their entirety, i.e., the recommendations for
managed competition should be viewed in the context of the general recommendations. Our proposals
are the result of a careful balancing of disparate concerns in an attempt to reach a solution that is both
comprehensive and fair to competing interests. To separate these recommendations into discrete parts
and modify them according to particular interests would, in our view, undermine their usefulness as
responsible social policy. Changing circumstances such as technological developments or restructuring
of the health care system may compel spe01ﬁc modifications. We are prepared to accommodate such
- developments when necessary.

General Policy Recommendations

The recommendations in this general category are apphcable to all types of health care dehvery
and financing systems. The principal problems addressed by these general recommendations include:
(1) ensuring adequate knowledge regarding medical and non-medical aspects of genetic tests; (2)
protecting confidentiality of genetic information; (3) ensuring adequacy of informed consent for
testing; and (4) ensuring access to a reasonable level of health care for all U.S. citizens.

® Recommendation 1: Education of the Public and Insurers
The general public, insurers, and self-insured employers should be educated about the nature
of genetic tests and the limitations and dangers of genetic labeling in order to avoid unfair and
inappropriate use of, and possible stigmatization by, genetic information. Additional
mechanisms should be developed to educate the employees of insurers, such as underwriters
and medical directors, concerning the predictive values of particular genetic tests.

o#Recommendation 2: Education of Physnmans

All physicians who engage in genetic testing of patients should be lmowledgeable regarding the
risks and benefits of genetic testing, including the employment and insurance implications.
Medical school curricula and residency training programs should include information about
both the medical and non-medical implications of genetic testing. American Medical
Association specialty colleges should actively promote education of physicians regarding
mterpretatlon of genetic tests and their non-medical consequences, including employment and
insurance lmphcatmns

®Recommendation 3: Scientific Validity of Genetlc Information
Insurers should have access only to results of genetic tests that have been approved for general
use by the American College of Medical Genetics. The American College of Medical Genetics
should develop formal procedures for evaluating and approving genetic tests. These procedures
should include the Laboratory Practices Committee of the College, as well as other comrmttees
that the College determines appropnate

~ eRecommendation 4: Required Testing Prohibited :
-Insurers, employers, and other third party payers including governments in their capacity as
health care payers,-should be legally prohibited from requlrmg applicants for, or enrolles in,
health insurance plans to undergo any genetic test.
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® Recommendation 5: Informed Consent

Informed consent should never be viewed as -a process of obtaining-signatures on forms.
Appropriate informed consent consists of personal discussions between health care providers
and patients about the relative risks and benefits of recommended treatments or tests and the
medical alternatives, as well as the potential non-medical implications. Individuals must be
asked for their informed consent prior to any genetic testing. The information provided to
individuals during the consent process must include the impact of the possible test results on
their insurability and employability and implications for analogous impacts on relatives and
progeny. The applicable standard for disclosure to patients of information for informed
consent purposes should be the reasonable person standard. Individuals should have a legally-
authorized right to refuse genetic testing for any reason, after appropriate disclosure, without
compromising access to health care. All individuals approached for genetic testing must be
clearly notified of their right to refuse. Consent to genetic testing should never be presumed
by legal, institutional, or other criteria.

e Recommendation 6: Right of Confidentiality
Each individual has a right to keep his or her genetic information confidential.

®Recommendation 7: Storége of Biological Samples

The storage of genetic samples or materials requires specific informed consent of the person
donating the sample(s). New genetic tests on existing samples from identified individuals
should not be permitted without a new, additional informed consent from that individual. The
standard for informed consent should be no lower than was applicable when the specimen
initially was obtained. Biological materials from which genetic information can be derived
should only be stored by governmentally-licensed facilities engaged in clinical services or
research for. scientific purposes. Insurers should be legally prohibited from creating or
maintaining storage banks of biological materials. Biological materials from which genetic
information can be derived (e.g., blood samples or tissue samples) should be stored in ways
that protect them from unauthonzed access.

®Recommendation 8: Genetic Counseling

Genetic counseling, both before and after testing, should be required before permitting any
person to undergo any genetic test. All genetic counseling should meet or exceed standards
set by the American College of Medical Genetics. Topics covered during counseling sessions
should include information about the nature of the test, the type of information that will be

~ derived, the significance of positive or negative test results, and ways of using test results. All
genetic counseling must include disclosure of non-medical implications of test results, including
potential adverse effects on insurance and emplcyment. :

®Recommendation 9: Universal Access to Health Care
Any health care delivery and financing system should provide for universal access to health
care for all U.S. citizens. Community rating, combined with legal restrictions on exclusions
and waivers of coverage, should be mandatory for all health insurance coverage, whether
provided by commercial insurers or governments. Communities should be not be narrowly
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defined for rating purposes. Definitions of communities should be sufficiently broad, and
communities large enough, to allow cross-subsidization of demographic and/or epidemiologic
variation that may have a geographic and/or causal relationship to health care costs.
Applicable demographic and epidemiologic variation includes: 1) health status based on genetic
factors, 2) age, 3) gender, 4) racial or ethnic status, and §) religious beliefs.

e Recommendation 10: Public Insurance Guidelines
Public insurance should neither require genetic screening tests, deny access to useful programs
and services, nor raise standards of access to health care on the basis of genetic information.

® Recommendation 11: Medical Record-Keeping.

Medical record-keeping systems should be designed with, or modified to include, special
safeguards to protect confidentiality of genetic and other mformatmn in view of the coordinated
computerized systems existing within contemporary health care systems. All health data
systems maintained by commercial insurers and re-insurers, self-insured groups, governments,
and other third-party payers, should have in place a reliable method for challenging, reviewing,
and correcting or removing inaccurate genetic information. All such .health data systems
should specifically include a means to delete genetic information, whether accurate or
inaccurate, that was obtained without appropriate informed consent or in other improper ways.
One potential model for some of these procedures is the procedures used by the Medical
Information Bureau. These procedures must include an appeals process that is independent
of the organization handling the challenged information. All entities that maintain
health data systems should be required to make it clearly known to all individuals whose
records they keep that a record-correction and appeals process is available.

Managed Competition Policy Reca}nmetzdations

While the Clinton Administration’s health care reform proposal has not been completely determined
as we write this Report, it.appears likely that this proposal will adopt a managed competition
approach. Under managed competition, two types of highly regulated entities bargain to provide
health care. The first is a Health Insurance Purchasing Cooperative (HIPC), which essentially is a
buying cooperative composed of government programs, large and small employers, and individuals.
< The second is an Accountable Health partnership (AHP) which may be an HMO, a fee-for-service
plan, or other amalgamation of insurers and providers. Universal access to "basic benefits," delivered
by competing AHPs, will be guaranteed by government regulation. Individuals can also purchase,
from taxable income, broader coverage by selecting plans with a higher level of benefits from those
offered by the various competing AHPs. Determinations of what constitutes "basic benefits" and
methods for delineating membership in HIPCs are as yet poorly defined in most discussions.

Proposals for managed competition must address what counts. as a "basic” plan before it will be
possible to determine the extent of cost-shifting or adverse selection likely to occur. If the basic
benefit level is "comprehensive care” offered by plans competing on the basis of efficient delivery,
then selection bias based on medical risk seems likely to be minimal. If, however, "basic" benefits
include only a minimal package that requires additional important benefits (e.g., surgery not otherwise
covered, long term care, prescription drugs, etc.) to be purchased at additional premiums, it appears
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likely that some persons with strong evidence of future medical need will elect to pay the higher
premiums to purchase the additional benefits. Given the principle that plans will not be able to screen
or select applicants (who enroll and/or switch plans through a sponsor), it seems likely that a managed
competition approach based on a "minimal” rather than "comprehensive” set of services may lead to
renewed concerns about adverse selection and cost spirals (or significant cost shifting if surcharges and
subsidies are applied) as persons with current or expected high medical costs elect "high option” plans.

- Under either definition of "basic™ benefits, it is very likely that managed competition will produce
significant incentives to employ genetic tests in health screening programs in order to provide early
intervention for treatable conditions. 'Components of this system may also have an incentive to use
genetic testing of enrolles in order to identify the presence of conditions for which benefits are
_excluded or limited. Capitated components of a managed competition system will have an economic
incentive to identify conditions for cost-beneficial early interventions. Such economic incentives have
the potential to be translated into requirements that participants in the program undergo testing. If fee-
for-service components remain within a managed competition system, they may initially retain existing
economic incentives for providers to suggest genetic tests that are of minimal benefit to the patient.
However, it seems likely that such incentives will be eliminated as price competition intensifies. To
avoid misuse of predictive genetic tests, a system based on a managed competition model must provide
universal access to comprehensive health care and eliminate competition on the basis of risk selection.

These goals will necessitate legal restrictions on exclusion according to pre-existing condition or type
of disease, as well as legal prohibitions of churning and redlining. Competition between health care
networks on the basis of quality of care, efficiency of delivery of services, and price controls should -
be encouraged. Stratification of pricing between communities according to relative efficiency of
delivery of health care services is a legitimate means of encouraging efficient use of scarce health care
resources. However, this comment should be noted in the context of General Recommendation 9.

Policy Recommendations

®Recommendation 1: Scope of Payment Plans :

All components of multiple payor systems should pay for, or provide, genenc testmg that
provides cost-beneficial information to patients. The decision to incorporate a’ particular
genetic test or therapy into the basic package of benefits offered under a multiple payor system
should be made on the basis of cost-benefit analysis used to evaluate other tests and therapies.
Such a decision should not consider the “genetic" or “non-genetic” nature of the intervention
as an appropriate criterion. In the event they wish to obtain genetic information for personal
(non-medical) reasons, participants in multiple payor systems should be allowed to purchase
gcnetlc tests not covered by their plans.

® Recommendation 2: Criteria for Plan Membership
Components of multiple payor plans should not be allowed to require applicants for
~membership to submit to genetic testing as a condition of acceptance into the plan or for
purposes of establishing a medlcally underwritten premium structure.



®Recommendation 3: Genetic Screening Programs

Multiple payor plans should allow population screening programs using genetic tests only when
absence of test information leads to negative outcomes that are avoidable with therapy (as, for
example, in sickle cell disease), and when adequate mechanisms are provided to assure that test
results do not result in a loss of health benefits. Genetic tests that are cost-beneficial to
specific ethnic subgroups of the population should be included in the services available to
members of those groups in all system components, but may be omitted from services offered
to other segments of the enrolled population. For example, it may be cost-beneficial or
medically necessary to cover cystic fibrosis screening or sickle cell screening only for certain
ethnic groups within a larger population. Professional judgements of financially disinterested
geneticists about the usefulness of such a test may be the most appropriate criterion for
determining whether such a test should be performed (refer to General Recommendation 3).
If multiple payor plans institute genetic testing programs (for example, to pursue goals based
on health promotion or cost-efficiency) such programs should not compel persons to submit to
genetic tests. Such programs should provide a clearly-disclosed means for all enrolled persons
to make an informed refusal of testing on grounds of privacy rights or religious or
conscientious objections.

e Recommendation 4: Defining Participating Groups
Due to the high prevalence in the general population of conditions with genetic components,
groups of covered individuals under a multiple payor system should be structured in order to
spread uniformly the cost of such diseases throughout the population.

® Recommendation 5: Impact of Determination of "Basic" Package
When determining the level of comprehensiveness of the "basic” benefits package in a system
that preserves competition, policy makers should carefully assess the impact of predictive
genetic testing on the need for surcharges and subsidies across plan components in order to
avoid rapid re-segmentation of the market.

® Recommendation 6: Possible Need for Additional Regulation
In the event that some components of a multiple payor plan offer more comprehensxve services
than others, these components may be encouraged to begin stratifying the covered population
on the basis of risk derived from genetic test results in existing medical records. In this
instance, additional regulations (similar to our recommendations for the current system) may
be necessary.



THE RARE DISEASE DATABASE -

NORD maintains the Rare Disease Database, accessible to the public and professionals alike,
through CompuServe. CompuServe is the nation’s largest electronic information system.

e« The Rare Disease Database:

A searchable database containing information on hundreds of diseases.
Key words can be used to locate information including the name of a
disorder, symptoms, general characteristics, drugs, etc. ' /’

. Newsletters:

The Newsletters of several national voluntary health agencies are
available in this section. .~

ve Information on More Prevalent Health Conditions:

Most articles in this section are publications produced by the Food and
Drug Administration, Centers for Disease Control, National Institutes of
Health, etc. The articles tend to focus on specific health topics which are
newsworthy.

.o The Orphan Drug Database:

This section provides a searchable database listing orphan drugs, orphan
devices and medical foods. -

During the year 1990, the Rare Disease Database was accessed by mbre than 30,000 persons.
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- THE NORD RESEARCH GRANT PROGRAM

The NORD Research Grant program is unique in that it only funds clinical research. This means that
NORD’s research grants support the final phases of the research process — where the potential for
positive results are most closely at hand, but where researchers often face the greatest difficulty in
finding research dollars. At the clinical research stage, a treatment has been successfully tested in
the lab and now faces the most critical test — its effectiveness in human subjects with the target
disease. The NORD Research Grant Program awarded its first grants, totaling $140,000 in January
of 1989 to four scientists pursuing new treatments for serious and life-threaténing illnesses that afflict
young children. ~ ‘

. Francine Kaufman, M.D., of the Children’s Hospital of Los Angeles to
' study galactosemia, a genetic disease that, if not treated early, can arrest
physical and mental development, cause loss of vision and even death.

. Ronald J. Sokol, M.D., of the University of Colorado Health Sciences
Center to document the safety and effectiveness of a new drug, TPGS, to
correct vitamin E deficiency in infants and children with liver diseases.
Obstructions of the bile duct occur once in every 5,000 infants, causing
degenerative, crippling and progressive neuromuscular damage.

. Saul W. Brusilow, M.D., of Johns Hopkins School of Medicine to study the
effects of various treatments of urea cycle defects. Without treatment, this
group of genetic diseases is fatal within the first year of life.

. Blanche P. Alter, M.D., of Mount Sinai Medical Center, New York, to
conduct basic research into Fanconi's Anemia, a genetic blood disorder.
Ten to fifteen percent of children with this disorder develop leukemia.

Specifically, NORD funded research has resulted in a new orphan drug to. treat vitamin E deficiency
in infants and children with liver disease. Work on urea cycle defects has led to new grants from the
National Institutes of Health (NIH) and the Food and Drug Administration to further this research
while research on a treatment for galactosemia has received a five year grant from NIH to further
develop the drug Uridine.
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NATIONAL ORGANIZATION FOR RARE DISORDERS (NORD)

The National Organization for Rare Disorders (NORD) was founded in 1980 as an informal coalition of
small voluntary health agencies and individuals affected by orphan diseases for the purpose of working
toward the passage of the Orphan Drug Act.

\

Incorporated in May of 1983, NORD's mission is to encourage increased identification, control and
treatment of orphan diseases as well as the monitoring of the Orphan Drug Act to ensure its
implementation to the fullest extent possible.

Orphan Diseases

Any disease which affects fewer than 200,000 Americans is deemed an “Orphan Disease.” There are
more than 5,000 of these diseases which strike people of all ages, races and ethnic backgrounds. A
number of these “Orphans” fall within the realm of wide spread health conditions such as heart disease
and cancer. While cancer will strike an estimated one out of every four Americans, only a few subtypes of
cancer will affect more than 200,000 people at any time. Thus, many cancer patients face the same
problems as those with lesser known ailments. Orphan Diseases are collectively this natlon s most
significant health problem affecting more than 20,000, 000 Americans.

Orgamzation

The National Organization for Rare Disorders’ activities are guided by a minimum number of career
professionals and support staff from offices in New Fairfield, Connecticut. NORD has 134 organizational
members composed of national voluntary health agencies and over 30,000 individual members.

NORD in Your Community

NORD and its volunteers are dedicated to the common goal of raising money to fund clinical research and
the programs of NORD. Support groups, educating the public and networking patients with the same
iliness bring NORD and the community closer together — bonded by:a common purpose.

Financial Needs

The National Organization for Rare Disorders is supported by contributions from the general public. The
Organization actively seeks tax deductible gifts for its research program, as well as unrestricted
‘contributions for the other programs of NORD. .

Deferred gifts in the form of wills and bequests, trusts and insurénpe benefits are also welcome and
constitute an important source of income for NORD programs.

Tax Status

The National Organization for Rare Disorders is registered and operates as a not-for-profit oorporatlon under
the laws of the State of New York, and is not classified as a private foundation. The Organization is also
exempt from Umted States Federal Income Taxes under Section 501(c)(3) of the Internal Revenue Code.



( BEQUESTS )

Abequest is simply a way to contribute prop-
erty or money in a will. Abequestto NORD is
fully deductible for estate tax purposes.

ENDOWMENT OR
MEMORIAL FUND

A memorial or endowment fund guarantees
that a gilt will virtually last forever. The origi-
nal gift is invested by the board of directors of
NORD, and the interest earned each year is
thenused either for a purpose specified in the
endowment (e.g., NORD's research program),
or as a general fund to use as the board of
directors determines. The principal remains
intact. Gifts made to the endowment or me-
morial fund have the same tax savings as the
others described above.

Summary

Information in this brochure suggests vari-
ous ways to make tax-saving donations to
NORD. Before making any decisions we
strongly recommend that you consult with
yvour financial planner, accountant, and/or
attorney.
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COURAGE

Anonymous: As theold man walked the beach at
dawn, he noticed a young man ahead of him
picking up starfish and flinging them into the
sea. Finally caiching up with the youth, he
asked him why he was doing this. The answer
was that the stranded starfish would die if left
until the morning sun.

"But the beach goes on for miles and there are
millions of starfish,” countered the other. "How
can your effort make any difference?”

The young man looked at the starfishinhis hand
and then threw it to safety in the waves. "It
1 makes a difference to this one,” he said.

9 — Minnesota Literacy Council

A MESSAGE
FROM NORD

The short but meaningful story on the pre-
ceding page has been a symbolic narrative
that was pinned to a bulletin board in the
NORD office some years ago. Every once in a
while we reread the short precise words to
remind ourselves about NORD's mission. With
our small staff, cramped quarters, over-
whelming work load and daily toil of listening
to agonizing outcries of suffering from people
with orphan diseases, we define our primary
job as "starfish throwers." Other non-profit
health agencies can appeal for the public's
support claiming that they're helping "mil-
lions" of people. Although combined together
orphan diseases touch the lives of 20 million
Americans, we handle so many individual
diseases that we often focus our attention on
one disease at a time . . . one person at atime . .
.one starfish thrown back into the water even
though the beach is littered with millions who
may die in the sun.

Wewish we could work a little faster. If only we
had more hands to save more starfish; but we
would have to enlist an army {o sweep the
sand clean every day. You are the soldiers we
need...you, your {riends and family ...each
can help us accomplish this overwhelming
task and give us the courage not to give up!

NORD needs your donations to answer let-
ters, to network families together, to support
research, to focus the attention of govern-
ment and health-related industries on your
plight, We can't do it without money. We could
just give up and let the starfish wither in the
sun, but there is that stubbom and over-
whelming sense of purpose that drivesuson,
day after day, year after year, on that lonely
beach flinging God's creatures back to life.
Join our little army, please, with your dollars
and commitment.

.. . out of the darkness,
into the light . . .

NORD
P.O. Box 8923
New Fairfield, CT 06812
(203) 746-6518

Dedicated to Helping People with Orphan Diseases
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Most of us do not think ourselves capable of
making a significant impact on the lives of
people in need. However, with careful plan-
ning each of us can make a difference through
support of the National Organization for
Rare Disorders (NORD), which is dedicated
to the identification, control and treatment of
rare, “orphan diseases.”

Orphan discases are rare debilitating ill-
nesses aflecting small numbers of people
{200,000 Americans or less). There are more
than 5,000 such conditions which strike
people of all ages, races, and ethnic back-
grounds; collectively these illnesses touch
the lives of more than twenty million Ameri-
cans.

The government provides some significant
tax benefits when you make year-end and
deferred gifts to NORD. Following are several
ways you can help NORD to help others
through charitable gifts that may reduce
your taxes, now and in the future. We urge
you to contact your financial advisor to de-
termine the best gift for your situation.

( AGIFTOFCASH |

A gift of cash prior to the end of the year could
give you a tax savings at filing time if you
itemize your tax deductions. For example, if
you are in the 28% marginal tax bracket, a gift
of $5,000 to NORD could save you $1,400 in
federal taxes, plus possible state and local
income tax savings.

Gifts of appreciated stock or real estate can
provide you with a tax advantage. If you
have owned the stock or real estate for more
than one year, you can deduct the full mar-
ket value of the gift as a charitable donation
and by-pass capital gains taxes. {You should
check with your personal tax advisor regard-
ing the possibility of triggering the Alterna-
tive MinimumTax onthe appreciated portion
of the investment.)

( PERSONAL PR@PEM‘Y]

Contributions of personal property related to
NORD's exempt purposes are fully tax de-
ductible at fair market value.

C INSURANCE )

A new life insurance policy can be created
naming NORD as the owner and beneficiary,
or an existing policy can be donated to NORD.

A paid-up existing policy for which the cover-
age is no longer needed (e.g., a policy covering
a paid-up mortgage) can be donated and the
amount of the charitable contribution is con-
sidered to bethereplacement value or the cost
basis of the policy, whicheveris less. Ongoing
premiums paid on a gifted policy also qualify
for charitable tax deductions.

' TRUS’E‘ OR DEFERREB
GIFT

A trust or deferred gift is a way to give a gift,
receive income from it while you are alive, and
take a current tax deduction. There are sev-
eral types of trusts:

A short-term trust pays income to a
charitable beneficiary for a set number of
years (at least 10 years and 1 day), alter
which the property reverts back to the
donor.

The more traditional trust pays income
to the donor or other beneficiaries for life,
alter which the charitable institution owns

. the property. Aunitrust isfunded with an
asset such as appreciated property or
stocks. These assets can be sold within the
trust andthe proceeds reinvested to produce
a greater yield for the donor(s) or benefi-
ciaries. The income siream is a fixed per-
cent (not less than 5%) of the asset value of
thetrust. Asthevalue of the trust increases
sodoes the income payout, thus providing
a hedge against inflation.

An annuity trust is like a unitrust. The
major difference is that the annuity trust
pays a fixed dollar amount based on the
trust's initial value. Both offer a current
income tax deduction and by-pass of capi-
tal gains when sold, plus several future
benefits.

A deferred gift works the same way as a
trust. For example, if the gift is a home, the
donor(s) or hisfamily can continue to live in
itaslong asthey choose. Thereafter, NORD
would be entitled to manage or sell the
property.



