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Official NIAID Rare Diseases Definition and List

NIAID definition of rare disease: Disease or condition with a prevalence of less than 200,000 affected individuals in the United States, excluding malaria and tuberculosis.

Allergic angiitis

Allergic bronchopulmonary aspergillosis

Allergic encephalomyelitis

Amoebiasis

Anaphylaxis

Ankylosing spondylarthritis

Anthrax

Ataxia telangiectasia

Autoimmune hemolytic anemia

Autoimmune hepatitis

Autoimmune Lymphoproliferative Syndrome (ALPS)

Autoimmune myocarditis

Autoimmune polyendocrinopathy syndrome, type I

Babesiosis

Bartonellosis, including Cat Scratch Disease

Behcet syndrome

Blastomycosis

Bloom syndrome

Botulism

Brucellosis

Buruli ulcer (caused by Mycobacterium ulcerans)

Castleman's disease

CD3 deficiency

CD4 deficiency

Chagas' disease

Chancroid

Chediak-Higashi syndrome (immunodeficiency with albinism)

Chicken pox

Cholera

Chronic granulomatous disease (CGD)

Chronic recurrent multifocal osteomyelitis

Churg-Strauss syndrome

Coccidioidomycosis

Cold urticaria

Common variable immunodeficiency

Complement component deficiency

Complement receptor deficiency

Congenital cytomegalovirus

Congenital herpes simplex

CREST syndrome

Cryptococcosis

Cryptosporidiosis

Cyclic neutropenia

Cyclosporiasis

Cystic fibrosis

Cytokine deficiency

Cytokine receptor deficiency

Cytomegalovirus retinitis

Dengue

Dermatomyositis

DiGeorge anomaly

Diphtheria

Donovanosis/granuloma inguinale (caused by Calymmatobacterium granulomatis)

E. coli (enterotoxigenic and other diarrheagenic E. coli)
E. coli O157:H7 and associated hemolytic uremic syndrome

Ebola

Echinococcosis

Ehrlichioses (Human Monocytic and Human Granulocytic)

Eosinophilia-myalgia syndrome

Eosinophilic esophagitis

Eosinophilic gastroenteritis

Epstein Barr virus, chronic

Familial cold autoinflammatory syndrome (FCAS)

Familial hypersensitivity pneumonitis

Farmer’s lung

Fetal and neonatal alloimmune thrombocytopenia

Filariasis

Giardiasis

Glanders (caused by Burkholderia mallei)

Graft-versus-host disease

Granulomatous amoebic encephalitis (caused by Acanthamoeba spp.)

Graves’ disease

Guillain-Barré Syndrome

Haemophilus influenzae

Hand, Foot, and Mouth Disease

Hantavirus

Hepatitis A

Hepatitis D

Hepatitis E

Hereditary angioedema

Herpes simiae (B virus)

Histoplasmosis

Hypereosinophilic syndrome

Hyper-IgD syndrome

Hyper-IgE (with or without recurrent infection syndrome)

Hyper-IgM syndrome

Idiopathic adult neutropenia

Idiopathic thrombocytopenic purpura

Immunoglobulin deficiency

Juvenile rheumatoid arthritis

Kaposi's sarcoma

Kawasaki Disease

Kostmann syndrome

Lassa fever

Legionellosis

Leishmaniasis

Leprosy/Hansen's Disease (caused by Mycobacterium leprae)

Leptospirosis

Leucocyte adhesion defect (LAD)

Listeriosis

Lyme Disease

Lymphogranuloma venereum (LGV) (caused by Chlamydia trachomatis)

Marburg virus

Mastocytosis

Measles

Meliodosis

Meningococcal infection

MHC class I or class II deficiency

Microsporidiosis

Mixed connective tissue disease

Mumps

Myasthenia gravis

Mycobacterium avium complex

Myeloperoxidase deficiency

Nasal polyposis, familial

Netherton syndrome icthyosis

New variant Creutzfeld-Jakob’s Disease

Nezelof's syndrome

Nijmegen breakage syndrome

Nocardiosis

Obliterative bronchiolitis

Omenn syndrome

Paroxysmal nocturnal hemoglobinuria

Pemphigus

Pertussis

Plague (caused by Yersinia pestis)

Pneumocystis pneumonia

Poliomyelitis/post polio syndrome

Polyarteritis

Polymyositis

Polyneuritis

Polyomavirus allograft nephropathy

Post-infectious arthritis

Post-transplant lymphoproliferative disease

Primary amoebic meningoencephalitis (caused by Naegleria fowleri)

Primary immunodeficiency disorders

Progressive multifocal leukoencephalopathy

Psittacosis

Psoriatic arthritis

Q fever

Rabies

Rat bite fever

Relapsing fever virus (Borrelia)
Reye's syndrome

Rheumatic fever

Rheumatoid vasculitis

Rocky Mountain spotted fever

Rubella

Salmonella typhi

Sarcoidosis

Scleroderma

Severe acute respiratory syndrome (SARS)

Severe combined immunodeficiency

Severe congenital neutropenia

Sjögren’s syndrome

Spongiform encephalopathy

Staphylococcal food poisoning

Staphylococcal toxic shock syndrome

Streptococcal Group A invasive disease, including but not limited to streptococcal toxic shock syndrome, necrotizing fasciitis, and rheumatic heart disease

Streptococcus group B

Streptococcus pneumoniae, drug resistant invasive disease

Subacute sclerosing panencephalitis

Syphilis

Systemic lupus erythematosus

Taeniasis/neurocysticercosis

Temporal arteritis or polymyalgia rheumatica

Tetanus

Tickborne encephalitis virus

Toxoplasmosis

Transplantation and graft rejection (solid organ and cellular)

Tularemia

Typhoid fever

Typhus (endemic and epidemic)

Urticaria pigmentosa

Uveitis

Vasculitis, autoimmune

Vibrios (other than Vibrio cholerae)

Viral hemorrhagic fevers

Wegener’s granulomatosis

West Nile Virus

Western/Eastern/California encephalitis

Wiskott-Aldrich syndrome

X-linked lymphoproliferative syndrome

Yellow fever

Yersinioses (nonplague)

