SUPPLEMENTARY INFORMATION
Table A1. Orphanet numeric labels, disease names, diagnosis definitions, and number of cohort patients from claims data for each of the rare diseases studied in this work. For all cohorts where ICD-10 codes were used to define diagnosis, the codes must appear at least twice, at least 60 days apart from each other, but the earliest diagnosis date is used as the rare disease diagnosis date for study purposes.
	OrphaCode
	Rare Disease Name
	Diagnosis Definition
	# of Patients in Cohort

	932
	Achondrogenesis
	Q77.0
	                                          18 

	15
	Achondroplasia
	Q77.4
	                                    1,802 

	52
	Alagille syndrome
	Q44.71
	                                        356 

	60
	Alpha-1-antitrypsin deficiency
	E88.01
	                                  18,460 

	72
	Angelman syndrome
	Q93.51
	                                    1,890 

	675
	Annular pancreas
	Q45.1
	                                        311 

	23
	Argininosuccinic aciduria
	E72.22
	                                          83 

	100
	Ataxia-telangiectasia
	G11.3
	                                        497 

	730
	Autosomal dominant polycystic kidney disease
	Q61.2
	                                  22,827 

	79278
	Autosomal erythropoietic protoporphyria
	E80.0
	                                        316 

	79408
	Autosomal recessive generalized dystrophic epidermolysis bullosa, severe form
	Q81.2
	                                        377 

	731
	Autosomal recessive polycystic kidney disease
	Q61.1
	                                        743 

	112
	Bartter syndrome
	E26.81
	                                        828 

	79241
	Biotinidase deficiency
	D81.810
	                                        293 

	141
	Canavan disease
	E75.28
	                                          36 

	157
	Carnitine palmitoyltransferase II deficiency
	E71.314
	                                        200 

	90794
	Classic congenital adrenal hyperplasia due to 21-hydroxylase deficiency
	E25.0
	                                    4,123 

	79239
	Classic galactosemia
	E74.21
	                                        364 

	287
	Classical Ehlers-Danlos syndrome
	Q79.61
	                                    2,105 

	528
	Congenital generalized lipodystrophy
	E88.1
	                                    5,876 

	205
	Crigler-Najjar syndrome
	E80.5
	                                          70 

	207
	Crouzon syndrome
	Q75.1
	                                        557 

	586
	Cystic fibrosis
	E84
	                                    6,505 

	213
	Cystinosis
	E72.04
	                                        169 

	214
	Cystinuria
	E72.01
	                                        809 

	628
	Diastrophic dysplasia
	Q77.5
	                                        105 

	324
	Fabry disease
	E75.21
	                                    1,512 

	1764
	Familial dysautonomia
	G90.1
	                                  26,052 

	908
	Fragile X syndrome
	Q99.2
	                                    3,461 

	95
	Friedreich ataxia
	G11.11
	                                    2,092 

	2368
	Gastroschisis
	Q79.3
	                                    1,029 

	355
	Gaucher disease
	E75.22
	                                        672 

	397
	Giant cell arteritis
	M31.6
	                                  33,523 

	2116
	Hartnup disease
	E72.02
	                                          27 

	469
	Hereditary fructose intolerance
	E74.12
	                                        293 

	79430
	Hermansky-Pudlak syndrome
	E70.331
	                                        204 

	2157
	Histidinemia
	E70.41
	                                             4 

	394
	Homocystinuria due to cystathionine beta-synthase deficiency
	E72.11
	                                  58,692 

	399
	Huntington disease
	G10
	                                    5,462 

	238468
	Hypohidrotic ectodermal dysplasia
	Q82.4
	                                        795 

	464
	Incontinentia pigmenti
	Q82.3
	                                        331 

	217
	Isolated Dandy-Walker malformation
	Q03.1
	                                    2,357 

	2345
	Isolated Klippel-Feil syndrome
	Q76.1
	                                    4,643 

	30391
	Isolated biliary atresia
	Q44.2
	                                        813 

	33
	Isovaleric acidemia
	E71.110
	                                          64 

	474
	Jeune syndrome
	Q77.2
	                                        102 

	79264
	Juvenile neuronal ceroid lipofuscinosis
	E75.4
	                                        821 

	487
	Krabbe disease
	E75.23
	                                          92 

	313
	Lamellar ichthyosis
	Q80.2
	                                        158 

	2382
	Lennox-Gastaut syndrome
	G40.81
	                                  12,749 

	511
	Maple syrup urine disease
	E71.0
	                                        270 

	558
	Marfan syndrome
	Q87.4
	                                    7,558 

	42
	Medium chain acyl-CoA dehydrogenase deficiency
	E71.311
	                                        504 

	512
	Metachromatic leukodystrophy
	E75.25
	                                        532 

	281
	Monosomy 5p
	Q93.4
	                                        580 

	577
	Mucolipidosis type III
	E77.0
	                                        129 

	578
	Mucolipidosis type IV
	E75.11
	                                          33 

	579
	Mucopolysaccharidosis type 1
	Aldurazyme, HSCT
	                                        218 

	580
	Mucopolysaccharidosis type 2
	Elaprase, HSCT
	                                        190 

	581
	Mucopolysaccharidosis type 3
	E76.22
	                                        214 

	582
	Mucopolysaccharidosis type 4
	E76.219
	                                        144 

	1851
	Multicystic dysplastic kidney
	Q61.4
	                                    4,665 

	44
	Neonatal adrenoleukodystrophy
	E71.511
	                                          13 

	655
	Nephronophthisis
	Q61.5
	                                    7,408 

	636
	Neurofibromatosis type 1
	Q85.01
	                                  11,025 

	646
	Niemann-Pick disease type C
	E75.242
	                                        114 

	79432
	Oculocutaneous albinism type 2
	E70.321
	                                        101 

	666
	Osteogenesis imperfecta
	Q78.0
	                                    4,219 

	705
	Pendred syndrome
	E07.1
	                                    2,275 

	716
	Phenylketonuria
	E70.1
	                                    2,149 

	739
	Prader-Willi syndrome
	Q87.11
	                                    4,551 

	778
	Rett syndrome
	F84.2
	                                    1,938 

	796
	Sandhoff disease
	E75.01
	                                          47 

	26792
	Short chain acyl-CoA dehydrogenase deficiency
	E71.312
	                                        209 

	818
	Smith-Lemli-Opitz syndrome
	E78.72
	                                        283 

	94068
	Spondyloepiphyseal dysplasia congenita
	Q77.7
	                                        445 

	273
	Steinert myotonic dystrophy
	G71.11
	                                    5,875 

	281090
	Syndromic recessive X-linked ichthyosis
	Q80.1
	                                        194 

	158
	Systemic primary carnitine deficiency
	E71.41
	                                        334 

	845
	Tay-Sachs disease
	E75.02
	                                        137 

	2655
	Thanatophoric dysplasia
	Q77.1
	                                          36 

	861
	Treacher-Collins syndrome
	Q75.4
	                                        551 

	3378
	Trisomy 13
	Q91.4,Q91.5,Q91.6,Q91.7
	                                        479 

	3380
	Trisomy 18
	Q91.0,Q91.1,Q91.2,Q91.3
	                                        642 

	805
	Tuberous sclerosis complex
	Q85.1
	                                    3,099 

	881
	Turner syndrome
	Q96
	                                    6,653 

	286
	Vascular Ehlers-Danlos syndrome
	Q79.63
	                                        995 

	26793
	Very long chain acyl-CoA dehydrogenase deficiency
	E71.310
	                                        178 

	892
	Von Hippel-Lindau disease
	Q85.83
	                                    1,474 

	330001
	Wild type ATTR amyloidosis
	E85.82
	                                    4,534 

	904
	Williams syndrome
	Q93.82
	                                    1,990 

	905
	Wilson disease
	E83.01
	                                    1,484 

	280
	Wolf-Hirschhorn syndrome
	Q93.3
	                                        585 

	910
	Xeroderma pigmentosum
	Q82.1
	                                        756 

	43
	X-linked adrenoleukodystrophy
	E71.52
	                                    3,983 

	89936
	X-linked hypophosphatemia
	E83.31
	                                          56 

	54
	X-linked recessive ocular albinism
	E70.310
	                                        288 

	912
	Zellweger syndrome
	E71.510
	                                        135 



