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MTaMm D Tp 502 N'LIA MPPTA X NDD)

1 0N N7 m1"wn 0w TR
3-methylglutaconicaciduria 0"TN1"0 0"1pN2A 1INAKR? NIR?1P210 1P T2 NTM™M NIR?21P210 ,1"1P0122-2700 1" 11T'8R J0011
Adrenoleukodystrophy X-linked 0"1pna 1MMaxR? N™R21p921M " 71 T TN TN AIR?1P2I0 . 7217TR 1791190 Tp™MY J0021
Canavan disease DTN 0™1pN1A 1INAXR? NIR?1P210 NpP*T12 71N N™IR21P210 1207 J0031
Carnitine palmitoyltranferase 0"Tn1™ 0™pPN2 11MAXR? NIR?1P21M NP T2 1190170 2'R1U™M?9 10117 J0041
Cystinuria + 0'TMI™ 0PN 1IMAR? NIR1P21M 1R T2 NTm™m N™IR?1P21 ,N"111"00% Joo5s1
Glycogen storage disease | N IxR?21921M NP T2 0TI 01PN 1IMARY T OIR?IP2IN,1 1419722 IR JOo61
Hyperglycinemia, nonketotic TTN1™ 01PN NMMAKR? NMIR?21P21M NP T2 TN NIR71P21N 0P ®R2 11822197 JOoo71
Hyperoxaluria, primary, type 1 0°TnN1"0 01PN MNAR? N™IR?719210 NP 12 NTM™M NMIR?19710 ,1 10,17 1170P1R1971 Joos1
Isovalericacidemia 0'TN1™M 0™1pPN1 NMNAR? N™IR?21P210 NP T2 TN ATIRZ19210 17121 7R 0TS8R J0091
Lipoamide dehydrogenase deficiency 0T 0™pna 11MAR? NMIR?1921M 1R T2 NTMM NIR?21P210 ,TA1TAAT T'IR19™7 1010 J0101
Maple syrup urine disease 0°TN1™M 01PN NMNAR? NIR21P210 NP T2 7M™ NIR21P71M , 7970 917170 N210 Jo111
Methylmalonicaciduria, mutase deficiency 0Tn1"n 0"1pn21 11M2AKXR? NIR?1P210 NP T2 T NTIRZIP2IM 7170 2700, 17 11T'8R Jo121
Molybdenum cofactor deficiency 0N 0™pna 11MAR? NIR21P21M 1P T2 OTNI™ NIR219210 ,171099 19 013727210 100 Jo131
Peroxysomal disorders 07 TN1"M 01PN 11NAKXR? NIR?21P21M P72 T IR0 TR MITRIRIG MDI97 J0141
Phenylketonuria 0'TN1™ T™»N2 MNAR? N™MIR?219210 NP T2 NTm™M NTIR?21pP210 , 1" 11170p7"19 J0151
Thiamine-responsive megaloblastic anemia 0 TM1™ 01PN 1MNAKXR? NTIRPWP?2M NPT | OTN1n 0IRPIP2I0 ,MR7 1270 N"U0221740 1R Jo161
Tyrosinemia 0°TN1"M 0™1PN2A 1INAXR? NIR?1P210 NP T2 NN NIR21P21M L, Jo171

VERY LONG-CHAIN ACYL-CoA DEHYDROGENASE, VLCAD deficiency np*1a
NMAR? N™IR1P210 0 TN 0™1pna TN N™IR219210 ,TRP21 107 J0181
Wilson disease 0°TN1™ 0™1»N1 1MNAXR? N™IR?1%210 NP T2 NTM™M N™IR?19210 ,1107™1 121N J0191
Xanthinuria, type | 07IpN1 NMNAR? O™MIR?21921M NP 71 T TN NI NIR?1P210 ,1 210 17711170107 J0201
Cerebrotendinous xanthomatosis 0" TN 0PN 1IMAR? NTIR21P210 P12 NN NMIR?1P2M T A-N NN 0 TNy Jo211
Hypercholesterolemia, familial 1°TN1™ 0PN NMNAR? O"IR?21P21M0 NP T2 NTM™M NMIR?19710 , NIN9WN 1"M7179071379™ J0221
Lysosomal acid phosphatase deficiency n"m'a1"a np"1a ™M™ NM7RMNT? N'¥MN 1199019 J0232
Aspartylglucosaminuria T'TM1™ 07IpN2 1INARY? N™IR?1P210 1P T2 TN NIR?21P21M 11MYI190R 1 1IMRNP17] J0241
Aspartylglucosaminuria 11Max? 1'M*21"1 P12 "M™31"2 N'UT190RX 1" NIMKTPI2] J0242
Ceroid lipofuscinosis 11M2aR7 N™1XR?1P210 171 0°TN1™ 0"1pNa 710 NTIR2IP2IM TR U T1178p191977 J0251
Ceroid |ip0fUSCir'IOSiS 1IMAR? N™™21"2 NP T2 n'm'21 1M T'RI1IX U°T11°%pP191977 J0252
Cholesteryl ester storage disease 11mMax? N"N'21"1 1p*T12 "M"'21"1 10X 27100713 N1IR J0262
Cystinosis, nephropathic 11mMax? Nm21"1 Np*12 n™M™1"1,1"0891191 ,0'MI"U0"Y J0272
Fabry disease 11N1X? N*IR?21P21M 1p*T2 0TI 01PNl N1 N™IR?219210 ,"129 J0281
Fabry disease 11M2xR? n'n'31"1 Np*T12 n"™M™1"'1,"129 J0282
Free sialic acid storage disease 11Max? N"M'J1"2 112 n"M™31"21 ,N"2XR"0 18NN N71IR J0292

Fucosidosis 11max? nm™1"a np 121

nm™1"2 ,0MTTIP19

J0302




GM1-gangliosidosis 11Max? N"M'21"2 112 nm'=1a ,GM1 ,0mTM7a1) J0312

Galactosialidosis 117mM2ax? n™m™1"21 1p"T2 n"mM'31"1 ,0MT?7R01Up?] J0322

Gaucher disease 11M2aR7 N"IR71P210 NP T2 0NN 0"1pNA NN N™IR19210 N1l J0331
Gaucher disease 11Maxr? N"M*21"1 72 1"M™21"1 , 1w J0332

Glycogen storage disease Il (pompe) 1972 0 TN 0"1pN1A 1INAR? NIR?1P210 NI NIR?21P210 ,2 1219721 TR J0341
Glycogen storage disease Il (pompe) 11MAR? 1™M™31"1 1P T2 1"M™31"1,2 12122 N1MIR J0342

X linked ichthyosis 11NM2aX? N™IR?219210 NP T2 0N 0*1pNa nTm™ M NTIR?21P21M X NT'MRN1 U'T1"007R J0351
Ichthyosis, X-linked 11Max? nm21"1 Np*Ta 1M ™1"2 X NT'MRN1 U'1"07R J0352

Krabbe disease 0™pn1 NNaxR? N™IR219210 NpP*721 0°TM™ nTm ™ N"IR?21p21m ,N11p J0361
Krabbe disease 11n21x? n'n'o1"a np 12 nm'31"1,n11p J0362

Mannosidosis, alpha 11nax? n'M'231"1 np*72 T"M™1"1 ,N97K8 , U TTT1IN J0372

Mannosidosis, beta 11M2ax? N"M*21"1 Np*12 n"m'31"1,N181 , 0TI TN J0382

Maroteaux-Lamy syndrome 11Max? N1 112 1™M™231"1,™M7 18111 NImon J0392
Metachromatic leukodystrophy N X712 np*71 11MNIR? Nn"IR?21P21M ,N"UNn113un 191700 TR"1? J0400
Metachromatic leukodystrophy 0°TN1™ 01PN 1MNAR? N™IR?21P210 NP T2 TN OMIR?21P210 . N°0N112010 1°91700°T1p™"1? J0401
Metachromatic leukodystrophy 1172187 n'n'21"1 1p 712 N"M"1"2 ,N"UN112UN 1°917190 ' TIp™M? J0402
Mucolipidosis Il "nax? n™m™1"1 Np*T12 n"M"31"1,2 U'TIT'9721p1N J0412

Mucolipidosis Il 1T 0*IpN2 1INAR? NIR21P21M 112 TN N™IR219210 ,3 U TIT'9 21911 J0421
Mucolipidosis Il 11Maxr? n'm*™1"1 p"T1a nm'31"1,3 0'TT'9"21p N J0422

Mucolipidosis IV 1T 071pN1 11MAR? NIR?1P21M 1P T2 7N N™IR21P21M L4 TTIT'9721911 J0431
Mucopolysaccharidosis Il 117Ma&? n™0*21"21 np*1a n™M™31"1,2 U'TIT120" 219111 J0442
Mucopolysaccharidosis IV 117Ma&? n™0'21"1 np 712 n"™M"31"1 ,4 U'TIT120"2191910 J0452
Mucopolysaccharidosis | 117M2a8? n'm231"1 np*T1a n"M"21"1,10"MT"13077191p11 J0462
Mucopolysaccharidosis VII 1max? n1'm'231"1 np*T12 n™M™31"1,7 U'TIT120 2191911 J0472

Multiple sulfatase deficiency 11mMax? n'21"2 Np*12 1"M™31"2 71189710 101N J0482
Niemann-Pick disease 0°TN1™ 0™1pN1 NNAXR? N™IR?1%210 P72 nm ™ N"IR?21P21M P9 10" J0491
Niemann-Pick disease 11Max? N'M*31"1 72 n™m™1"1 ,p'9 N1 J0492

Niemann-Pick disease, type C N IR?1p21M 1p T2 T TN 07PN 11MARY NI NIR?1P21m ,C 110 p g 11 JO501
Niemann-Pick disease, type C 11Max? N"M"21"1 np*T11 nm'o1"a ,C 110 p9 10" J0502
Pycnodysostosis 07 TN1™ 01PN NNAR? N™IR?21%210 1172 TN NIR?1P°21M , 0 TU0IR0 TIPS J0511
Pycnodysostosis 11max? N™'1"1 p*13 1"M"21"1 , 0 M0TIRD TIPS J0512

Salla disease 11287 N"N'21"1 1pP* T2 71"M™21"1,7170 N2Nn J0522

Sanfilippo syndrome 11maxR? n'm'31"1 ip*T1a nm'1"1,19"7°'9 10 J0532

Schindler disease 117Max? N™M'31"21 NpP*T72 nm'1"1 17710 J0542

Sialidosis 117287 nM31"21 Np"T12 n"m'1"1 ,0MT7R"0 J0552

Tay-Sachs disease 1"TN1™ 071pN1 11NAR? NIR?1P21N Np° T2 NN NIR?212210 ,0pT " J0561
Tay-Sachs disease 11M21x? N"N"'31°1 1p* T2 71"M™1"1 ,0p1 'Y J0562

Wolman disease 11Max? N"M'21"1 np*12 nm+a1"1,n?1n J0572

Mitochondrial disorder 0" TN1™ 0*1pN1 NNAXR? N™IR?219210 1P 72 7M™ NTIR21P21M 072817112100 U191 J0581
Mitochondrial disorder 11M2x? N1 NpP"T2 n"m 31", N"2X TN U797 J0582




Deafness, mitochondrial T TN1™M 01PN 1MNAKR? N™IR?21P210 NP T2 TN NMIR?1P2M  M2RTI010™ W JO591
KKS, Kearn Sayre syndrome 11N21R? N*IR?21p21M 112 N™IR?1P210 170 179 N1Inon J0600
Leber optic atrophy LHON 11nax? n™i®21921n np 12 N™MIR?17210 ,127 NM91IR 179170R J0610
Leigh syndrome 11Max? N™R?219210 172 0NN 01PN TN N*IR?1P211 "2 NIINON J0621
Leigh syndrome 11Max? nm'21"1 np*12 nm'1"1,"? Nnnon J0622
MITOCHONDRIAL MYOPATHY, ENCEPHALOPATHY, LACTIC ACIDOSIS, AND
STROKE-LIKE EPISODES, MELAS 0°TN1™ 0™1pN1 NMAXR? N™IXR?21%210 P72 NN NIR?IP21N ,0R7N J0631
MERFF, myoclonic epilepsy with ragged red fibers 0"pna 11MaxR? NIR21921M 1p 12
o' Tm™Tm 7M™ NIR21921m ,MERFF 11117910 11"09779R J0641
Mitochondrial depletion syndrome 0°Tn1™n 0"1pN1 NNAXR? NIR219210 1172 TN NTIRZ1P211 72817113700 10T NIINTN J0651
Mitochondrial depletion syndrome 11M2x7 nN'n*21"1 nNp*7a Nn'M*31"1,"?X™1TI121U™0 107 NIMUNn J0652
Alzheimer, early onset/familial 1" TN1™ 0PN NNAR? OIR?21P21N NP T2 NN NTIR?1P210 " NNIUmMoTRIm M ny7R J0661
Ataxia-telangiectasia 0°TN1"™M 0™1PN2 NMNAXR? N™IXR?21P210 P72 TN NMIR21P21M |, PR I120 1"IpUR J0671
Ataxia-telangiectasia "mMax? N"WINYX NPT "OI10"% 1" TURPR™ 170 N"0PUR J0673
Charcot-Marie-Tooth neuropathy 11M2R? N*IR?1P21M 1P T2 T'TN1"N 0IpNa NTN"M NIR?21P210 , 010 "IRN 1970 N'0917™) J0681
Creutzfeldt-Jakob disease, familial n"1x?21p210 NP*72 DTN 01PN 1NAR? NN NTIR?1P210 ,I'MNIwn 1pd° T29%17p NIIN0N J0691
Duchenne, Becker muscular dystrophy 11MaxR? nnin n*xR?21p21m np 1l NN NMIR1P21M 92, 10T 1770 1917907 T J0701
Dysautonomia, familial 11n11x?7 N"IR?21p21M Np 12 NMIR?1P21  NNNIWn N"MnuiRoT J0710
Dystonia, torsion 11MaR? N"1R?1p210 NP1 nIR?21pP210 1010, "9 T J0720
Facioscapulohumeral muscular dystrophy-1A | n"R?21p21m Al N"7x81N171-1219p0-1"%9 1710 N'91790°T J0730
Hereditary nerve pressure palsy HNPP 11max? n*R21p21m np*12 nRIp?2m HNPP |, pN? NNN 280 N0 J0740
Huntington disease 11187 N*IR?21p21M 1P 12 NIR?1P21M 110210171 JO750
Inclusion body myopathy, autosomal recessive 01PN 1IN2AXR? NIR?1P210 1P T2 N™IR?21P210 ,270%7 "2MNYIR 1207 "9791) N'091™
0™ niim JO761
Insensitivity to pain, congenital, with anhidrosis 071" 07PN 1NAKXR? NIR?1P210 AR T2 | nn1n NIR21P721 , 0 TIT IR ARI? NT210 MU "R JO771
Muscular dystrophy, limb-girdle, dysferlin deficiency 10PN 11M2AR? N™IR?1P210 NP T2
0TI NN N™IR?19211 ,1"2190°T 100,110 N'91700°7T J0781
Myotonic dystrophy 11Max? N R219210 np 72 N"IR717210 ,N"1701' 17917907 J0790
Neurofibromatosis, type 1 T™1pn1 11MMAR? NMIR21P71M 171 T TN NTM™ NMIR?1P210 .1 U1UN1121°917) Joso1l
Oculopharyngeal muscular dystrophy 111187 0™x?21p21m np 12 IMIR?1P21M ,7R217IRI121P1IR 1770 911907 J0810
muscular atrophy SMA spinal 11M287 N"1R?219210 12 n"R?21221 ,SMA ,1"7x1790 1710 N"9170R J0820
Spinocerebellar ataxia due to an expansion including Friedrich ataxia n*1x?1921m np 12
mar? IIR?1P210  N™IR?7271%11°90 7717719 ,111"0P0R J0830
Adenomatous polypaosis coli 11maxR? N IR2121m np 12 N™IR?1921M L0 D02 "0WN1ITR 07197719 30840
Adenomatous polyposis coli 0"TN1™ T™1pNa NMNAR? NIR219210 172 TN N™IRZ1P°21M , 0271 "N "UIUN1ITR U919 J0841
Multiple endocrine neoplasia 2A 1MM2AR? NIR?21P21M P12 NMIR?21P71M A2 0°2170 01T TIR 07217 Jo850
Multiple endocrine neoplasia 2A 0" TN1™M 01PN 11MAXR? NMIR?1P21M 1R T2 OTNI™ NIR219210 A2 T°21M 01 IP1TIR 072177 Joss51
Retinoblastoma 112187 N*IR?21p21M 112 N™IR?21P210 ,NN1007111°01 J0860

Retinoblastoma 0" Tn1™ 01PN 11MAR? NIR?21771M 1P 12

NTN™M NIR?1P21M ,iN1007111°07

J0861




Von Hippel Lindau 11max? n"ixr21921 np 12 IR71P7210 ,IRTI™? 29771 1 J0870
Von Hippel Lindau 0" Tn1™ 071pna 1IMAR? NIR219721 1p*12 NN NTIR?21P21N ,IRTIT? 29770 1N Jo871
Adrenal hyperplasia, congenital, 11-beta-hydroxylase deficiency n*x21p21m np 12 JIT210 0207 7TR 171797970 ,12°0p117°0 192 11 10N
0*7M™n 0™1pNa 1INaR? nIR?21p21m J0881
Adrenal hyperplasia, congenital, 17-alpha-hydroxylase deficiency n*x?21p21n np 12 JT21M N7217TR 177297970 ,1270p117T1 928 17 10N
07PN 1INAR? 0TI I NIR219210 J0891
Adrenal hyperplasia, congenital, 21-hydroxylase deficiency 11Max? N 1xR21921m np 12 JIT210 NY2077TR 1°17979°0 ,72°0P117T0 21 701N
0 Tn"n 0™pna IIR?21921m J0901
Adrenal hypoplasia, congenital T"TN1™ 0™PN2 11MAXR? NIR?1P21M 1P T2 NN NIRIP210 , NT21M N72177TR 17779197 J0o911
Pendred syndrome 0°TT1™0 0*1pN2 1INAR? NIR?21P721M 112 n7M™M N*IR?1921M , 71719 NIIMoN J0921
Persistent hyperinsulinemic hypoglycemia of infancy 0"pna 11MaxR? N R21921m np 12 ,1"M172101°RI97 NP1 110NN 1Mprea19Ti
o' Tm™T 7M™ NIR21P21M J0931
combined factor V and VII deficiency o' TN1™ 01PN 1INAXR? NTIR?1P2M P12 NTNI™M NIR?1221M ,5,7 11999 20 17101 101 J0941
Factor V deficiency 0Tn"n 0"1pna 11MaIR? N*IR?1p210 1P 12 nTm ™ NIR?21P21M ,5 110p9 10N J0951
Factor VIl deficiency T"Tm™ 0v1pna 11MARY? NTIR219210 ™12 TN N™IR?219211 ,7 11099 10N J0961
Factor XI deficiency 0Tm™m 0"1pna 11MaIR? N*IR?1p210 1p*T11 NN N*IR?21P210 ,11 1199 100 J0971
Factor XIlIA deficiency 0'Tn1™m 01N NMNAKR? N*IR?1P21M 1" 11 TN N*IR?21921M , A13 1189 101 J0981
Fanconi anemia 0"TM™ 071pN2 1MNARY? NIR219210 P12 7™M NIR21%21 ,"11p19 J0991
Fanconi anemia 11"MaxR? N"UIN0'R P11 "I 110 J0993
Hemoglobinopathies alpha, alpha thalassemias 011 11MaxR? NIR2121M 1P 12 N™IR?P21M ,1™M070 1978 ,N9?7X 1"9911°212410
o' Tm™ nTm= J1001
Hemoglobinopathies beta, beta thalassemias 0" Tn1™n 01PN 11NAKXR? NIR?1P210 1P T2 NTm ™ N"IR?pP211 ,i1"MT210 1021 ,1Y2 1"9911° 217310 J1011
Hemophilia A, factor VIII deficiencyn*mni™n 0"pna 11NaR? N*IR21921n ap*1a OTM™M N*IR?1%7211 ,8 1109 101 Ai"2 911l J1021
Hemophilia B, factor IX deficiency 0°Tn1"0 0IpN1 MMARY NIR?219210 NP 712 NTM™M N*IR?21P210 ,9 119p9 100 ,B 729110 J1031
Achondroplasia/ thanatophoric dwarfism 11M21xR? N™IR219210 NP 12 NIR?19210 , 1171197010 NT0INTT?911TI0R J1040
Achromatopsia 07711"0 0™1PN2 1INAXR? NIR?1P210 1P T2 TN NIR?1P211 ,1"0910N11IR J1051
Albinism 0" TM™M 07IpN1 11NAKR? NIR?1P210 NP T2 O7m ™ N"IR?21P21M , 01172178 J1061
Angelman syndrome/Prader Willi 11MaxR? NIx21921M np 12 NIR?1P210 7271 17719 \IN21IR N1IN0N J1070
Autoimmune polyglandular disease, type | T"TN™ 07PN 1MNAR? NIR?1P210 1P T2 NMIR2P21M 1 IMIR?1TIZ227219 NN RIYIR NIN0N
nIm= J1081
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