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NXII T2 aram N disease I T 1900
0'TIIWN exonidel SAMHD1 | Aicardi-Goutieres Syndrome 01"013-"T1"K NImon AGS | 1
0'IN'NENTI NITY p.R35X ATM Ataxia Telangiectasia N'TaPR'AIN 1'0pON ATM | 2
0l MDA ATy D.Y85C AIRE A el D 100 DTTRITN 9 1947 pos | 3
Syndrome Type 1
0'TIIWR p.D104A, p.R632P BBS2 Bardet-Biedl Syndrome Type 2 2210 J1'1-0711 N1In0N BB 4
O0'TIIWN p.Y736Lfs BLM Bloom Syndrome 0I71nimon BL 5
ITI e p.A47ST TBCD | BraimAfrophu & Thin Corpus | grgipyp ionpi imin ooy | sat | 6
Callosum
O'TIWN p.C693A, p.AB54E ASPA Canavan Disease [IIN1p 3NN CN /
0I0NI MTINA AITY p.G557R, p.V529M CNGA3 CNGA3-Related (CNGA3) 1109100 ACM | 8
Achromatopsia
DI MDA AITY p.S1S6F, p.T383I CNGB3 CNGBS-Related (CNGB3) N03IBNIT NGB | 9
Achromatopsia
Congenital Adrenal "33 N1 JW NTIMm I
NRILEN 10
' p-A33TV CYPmBI Hyperplasia (CYPT1B1) (CYP11B1) CB1
NITY7 773 0.M364T GDF1 CU“QE””E‘EGHDE:‘{)* Diseases (GDF1) NITIIN 19 1IN0 GFE | 11
OTIIWN p.D1152H, p.W1282X, p.N1303K, c.1717-1G>A,
€.3849+10KBC>T, p.F508del, p.G542X
p.D1152H, p.W1282X, p.N1303K, c.1717-1G>A, CFTR Cystic Fibrosis 0'712'9 '00'0 CF 12
010N N0 DTy c.3849+10KBC>T, p.F508del, p.G542X,
p.N234V, c.2751+1insT ,p.W1089X, p.Y1092X,
c.3121-1G>A, p.5549R, c.405+1G>A
0'IN'NNTat NITy p.G339R CTNS Cystinosis Nephropathic N'M3InN3are'moe'y cys | 13
Dihydrolipoamide
OTIIWN 1
p.G229C, p.Y35X DLD Dehydrogenase Deficiency (E3) DLD 10N E3
0'TIIWN c.2507+6T>C, p.R696P IKBKAP Familial Dysautonomia N'NNJWN ' nImIRo'T FD | 15
0'TIIWR p.F1387del, c.3989-9G>A ABCC8 Familial Hyperinsulinemia N'NNIWN 0r'19101'K 190 HI 16
0'n'ninmil nimy c.2172_2173insG, c.4275delT, c.890del4 FANCA Fanconi Anemia Type A A MO i1'NIX 1119 FIA | 17
0'TIWK IVS4+4 FANCC Fanconi Anemia Type C C MO 1'NIN 1119 FA | 18
DI p.RE3C Gepc | Glycogen Storage Disease 1A N0 I TR 130D Gs | 19
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XX P12 nryam n dicease 1Inn Ty 190N
17711 'RXI' c.3416delT TECPR2 |Hereditary Spastic Paraparesis N'0070 1'AJ91XD TEC | 20
DTN p.C8466 VPST1 Al i 12 MOIINDIDT 00T | ves | 21
Leukodystrophy 12
DTIIWN D.V54L C1I0RF73 Hypomyelinating 13 OIINDIDA 00T | c73 | 2
Leukodystrophy 13
QU i ATy p.M712T GNE Ity a‘:gfw’;"gopafhy IBM NINN IBM | 23
0NN MDA NITY 0.L371P MED1y | 'nfantile Cerebral-Cerebellar (INMAI ANA AP I icc |28
Atrophy
0'TIIWN p.R12L TMEM216 Joubert Syndrome 1721 n1inon Js | &5
0'I0' 7N Tt NITY p.D119H NDUFS4 Leigh Syndrome 1 13 N1IN0N L1S | 26
013N p.RIB3P BCKDHB Maple Syrup Urine Disease 1B 210 911'0 39" MU 27
Type 1B
RGN C1506-2A5G TCTNZ MECke"G;“t;ir;U”dmme 8 12I\-9p0 nuinon MsK | 28
y
Megalencephalic
0001 TR NITY p.G59E MLC1 Leukoencephalopathy with 9IINDNIN 1719 "INDX {930 MLC | 29
Subcortical Cysts
311 Ry c.52 59del crADD | Mental Refardation 34, With U\ IR TR MEN | 30
- Variant Lissencephaly
0'I'NI T NITY p.P377L ARSA M e 900 ponnIon MLD | 31
Leukodystrophy
0NN MDA NITY C143-1G>C OPA3 Methylglutaconic Aciduria 3010 70017 NImon KEr | 32
Type 3 (Costeff Syndrome)
TR N p.CTI5Y NDUFsg | Mitochondrial Complex 111190 077901p1 10N FNL | 33
Deficiency
Mitochondrial Neurogastro )
oan'nEnmin Ny p.G145R TYMP Intestinal Encephalopathy Al nmnon MNG | 34
Syndrome
0'TIIWR IVS3-2A>G, c.-1015 789del MCOLN1 Mucolipidosis IV A0 0'TIT'D" 1IN ML | 35
0'TIIWR p.R2478 D2512del NEB Nemaline Myopathy Type 2 20 11'09IX'D |IN] NM | 36
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NXII P12 nrxam N disease I T 1900
DTIIWN p.L304P, p.F3335fs, p.R49SL smpp1 | Niemann P'Z‘fc_r%'sease e AGB A0 (' NIND NP | 37
O'TIIWN p.A1254Gfs PKHD1 Polycystic Kidney Disease 1'00'Y'319 N1'33 N3N0 POL | 38
DTN 0.R358X VRKI PD“TOCEVE%L'gq:UPOP'aSia 1A 0 I ITINIANA 1790197 pH | 39
4 1
0 T Ny p.A239T, p.Y334C SEPSECS Pontocerebellar ngopla5|a A0 IIHIDFII nnil ']ZLlé)l]Tﬂnm Tin ||| 1 PCC 10
Type 2D
1 1
0'In'nI TN Ty c1556+5G>A, c.2084A>G VPS53 POHTOCEI’E_PQEQ:I’ZEUp0p|aSIa ALO [INimaEnmi I]2|.UE|]T|-.”-”]| 1IN [1I'] P2C iy
i1"110 'RXI' c.1674-2A>G ESCO2 Roberts Syndrome 007111 nInon Esc | 4
Severe
0N nTmit Ny C4TL4AST MTHFR Methylenetetrahydrofolate (MTHFR-1700) i'1'a0miil -~ | MTH | 43
Reductase Deficiency
0'TIWN p.E256K SLC1A4 SLC1A4 Deficiency SLCTA410N McP | 44
Ni 337 €.964-1G>C DHCR7 Smith Lemli Opitz Syndrome DHCR 0'TIR1 100 nimon sLo | 4
i 173 exon7del SMN1 Spinal Muscular Atrophy T 011 (') SM | 46
D'TIIWR C1277ins4, c1421+1G>C, p.G2695S
DI MmAnTy | C1277ins4, €1421+1G>C, p.G269S, p.R170Q, HEXA Tay Sachs Disease 0pT-"0 nInn TS | ¥ =
p.R170W, p.F304/305del, IVS5-2A>G =2
- - 3
1710 'NYI p.R4E8X COLBA2 Ullrich Congem’ral Muscular 1 -]|-|']|N W TN 0w 11 ULC 48 =
Dystrophy 1 ~
0'TIIWN p.R245X PCDH15 Usher Syndrome Type 1F 1F 210 WX n1inon us | 49 =
0'I0' 7 N NITY p.C239ins4 USH2A Usher Syndrome Type 2A ZANO WK NINON u2s | 50 ]
P —
0'TIIWN p.Q336R EPG5 Vici Syndrome "X'I mon ves | 51 =
0'TIWK c.1167insA FKTN Walker Warburg Syndrome AT I NNon Ww | 52 =
0'TIIWR €.1763-1G>C DDX11 Warsaw Breakage Syndrome i ninon DDX | 53 S
[N 'NX p.G87V LIPA Wolman Disease (31 nINn woL | 54 =
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