DISORDER GENE coDE omim Laboratory markers Specific treatment References (PMID)
Extrapyramidal Extrapyramidal Extrapyramidal
Ataxia signs Spasticity Ataxia signs Spasticity Ataxia signs Spasticity
DISORDERS OF NITROGEN-CONTAINING COMPOUNDS
urine metabolism
ietary reduction of red and organ meets, ish; Alopurinol 5-10
synthetase 1 superactivity PRPS1 1EM0007 | 300661 x Uric acid (U, P), Purines (U) me/keg/day; 5-adenosyimethionine 30 mg/kg/day 8498830; 27256512; 26089585; 20380929)
Individual case reports: ketogenic diet; D-ribose 10 0177786, 18524658; 11392513; 20033180, 12368987
deficiency ADsL 1EM0009 x Purines (CSF, U) 9989253; 18649008
Bone marrow transplant; possible phase /I clinical trial for gene 22669887; 6791594; 2439024
purine nucleoside phosphorylase deficiency PNP. 1EM0015 613179; x x Purines (U) iherany (doi ars/10 14
ucleotide metabolism
| | Lymphocytes (CSF), Interferon-a (CSF), |
RNASET2 1EM0030__[612951 x x [intert lated genes or ) N/A 31349848, 15851732|
glutathione metabolism
Na bicarbonate to treat metabolic acidosis, antioxidants (vitamin 5486400; 25851806, 11445798; 1986110
, ), avoid drugs like acetylsalycylic acid, phenopbarbital,
Gss lEmoos0__[266130 x x Hemoglobin (8), Reticulocytes (8), Glutathione (RBC), 5-Oxoproline (U)
Disorders of ammonia
Dietary protein restriction, ctruling po administration 170
me/kg/day or 3.8g/m2/day (in acute phase Arginine IV infusion
200 mg/kg or 4000 mg/m2); NH3 scavengers (in acute phase Na
Nabenzoate, for Na
phenylbutyrate <20 kg: <250mg/kg/dc,d >20 kg: Sg/m2/d
Ammonia (8), ASAT/ALAT (P), Urea (P), Amino acids (P), maximum: 12g/day); liver transplantation; gene therapy in
ornithine iciency orc IEM00ss__[311250 x Orotic acid (U) clinical trals 25958381; 23780642
Dietary protein restriction, essential amino acid
po g/d, 520 k:
2.5-6¢/m2/d maximum: 68/d; NH3 scavengers (in acute phase
Na phenylacetate and Na benzoate, for chronic management Na
phenylbutyrate <20 kg: <250me/kg/d, >20 ke: 5g/m2/d
Ammonia (B), ASAT/ALAT (P), Urea (P), Amino acids (P), maximum: 12g/day; Buphenyl or Glycerol phenylbutyrate); liver
(Citrulinemia type 1) Ass1 1EM0059 215700 x Orotic acid (U) ernnotanasion 12542919, 11847065, 21989980; 23780642)
[ietary protein restriction, essential amino 5cd
kg/d >20 kg:
Ammania (B), ASAT/ALAT (P), Urea (P), Amino acids (P, U), Orotic acid | 2.5-6g/m2/d maximum: 6g/d; Na benzoate 250mg/kg/d
deficiency st 1EMo0s0 | 207900 x lw maximum: 12g/d 28251416; 23780642
Dietary protein restriction, essential amino acid 22964440; 32606543; 23780642; DO 10.23937/2378
Na >20 {3001/1410074; doi: 10.1097/MD.0000000000021634; DO
Ammonia (B), ASAT/ALAT (P), Urea (P), Amino acids (P), kg: 58/m2/d maximum: 12g/day; Na benzoate 250mg/kg/d 10.4103/JPN.JPN_1_19;
 Arginase 1 deficiency ARG1 1EMO061 207800 x x Orotic acid (U) v 120/
Dietary protein restriction, essential amino acid
supplementation; Na benzoate 250mg/kg/d maximurm: 12g/d;
Na phenylbutyrate 250mg/kg/d maximum: 12g/d; L-Arginine
Ammonia (B), ASAT/ALAT (P), Urea (P), Amino acids (P, U), Orotic acid [ <20 kg: 100-200mg/ke/d >20 kg: 2.5-6g/m2/d maximum: 6g/d; L-
ornithine transporter deficiency (HHH syndrome) stcasats 1EMO0062 238970 x x lw Citrulline 100-200me/kg/d maximum: 6g/d 31443672; 1291165
onoamine metabolism
| | | 31935764; 28100251; 15079002
[ Aromatic L-a deficiency ooe 1EM0077 | 608643 x x x SHIAA/HVA (CSF), 30MD (CSF, DOPB, Prolactin (P) Pyridoxine, dopa agonist, MAO inhibitor, central anticholinergic
[Dopamine-serotonin vesicular transport (VMAT2) defect [stc1saz [iemooss  [193001 x x x [SHiA/HVA (U, CSF), Prolactin (p) [Dopa-agonist 23363473
i i i metabolism
= T5984017; DOT: 10.15761/CVIR 1000148; 32456656,
| deficiency pTS 1EMO008S 261640 x x Amino acids (P), Pterins (DBS, U, CSF), SHIAA/HVA (CSF) hydroxytrypptophan; +/- folinic acid 18332253; 16601879)
Tetrahydrobiopterin, L-dopa/dopa carboxylase IARIBIGT; 5~
MAQ inhibitor,
Sepiapterin 5o 1EMO0086 182125 x x Sepiapterin (U, CSF), SHIAAJHVA (CSF) inhibitor, dopamine agonist, melatonin 11443547, 11443547; 17074599
DNAICL2:-deficien onasc1z 1EM0089 606060 x ‘Amino acids (P), Pterins (DBS, U, CSF), SHIAA/HVA (CSF) [8H4, L-dopa/carbidopa, 5-hydroxytryptophan 28132689; 28794131; 32519510
Ifur amino acid and sulfide metabolism
Pyridoxine 10 mg/kg/day (max 500 mg/day); vitamin B12, folate,
low protein diet, +/- cysteine; betaine 50 mg/kg twice daily up to
Cystathionine beta-synthase deficiency cas 1EM0102 236200 x Amino acids (P): 150-200 mg/kg/day; enzyme therapy in clinical trials 28503581; 3404194
Tals of dietary therapy (no proven benefi Tow-protein diet
restricted in cysteine and methionine; experimental (with
Amino acids (), Homocysteine, total (P}, Sulfite (U), Pipecolic acid (CSF, | minimal or no benefti): betaine, thiamine, cysteamine,
sufite oxidase deficiency suox 1EM0105 272300 x x x u penicilamin 16025295; 302914; 31870341;24384336; 32802950]
Tiials of antioddants (CoQ10, RIboTavin], Experimental therapy
(no proven benefit) with N-acetylcystein, Metronidazole;
d e deficiency ETHEL 1EM0106 [ 602473;608451 x x Organic acid (U), ®). , Lactate (8) | o o 32923369, 1683940; 8283379; 30864297
Disorders of branched-chain a i
v BCAAT icaTToods, judicious
supplementation with isoleucine and valine,
hemodialysis/hemofiltration, tial of enteral thiamine 50-100
me/day, divided 2¢/day 4 week trial, Transplantation of
Maple syrup urine disease type 1a/b BCKDHA BCKDHB__|1EM0108 | 248600 x x x Amino acids (P), Organic acids (U) allogeneic iver tissue 7181520; 30957186 7883996; 7107873}
Dictary Teucine restriction, BCAA- caTToods, Judlcious
supplementation with isoleucine and valine,
hemodialysis/hemofiltration, tial of enteral thiamine 50-100
me/day, divided 2¢/day 4 week trial, Transplantation of
Maple syrup urine disease type 2 8T 1EM0110___|248600 x x x Amino acids (P), Organic acids (U) allogeneic iver tissue 32515140; 1547285
‘Amino acids (P), Organic acids (U), P, Acyigh Protein/BCA restriction; Tl of Tat dret; DCA
(U), ASAT/ALAT (P), CK (P) Lactate (P), Ammonia (P}, Glucose (s), supplementation (50-75 mg/kg/day); thiamine, CoQ10,
plex deficiency €3 oo IEMO111 248600 x x x Urinalysis Riboflavin, Lipoic acid, biotin 11687750; 23290025|
Amino acids (P), O U1, P, ACYIEh
(U), ASAT/ALAT (P), CK (P) Lactate (P), Ammonia (P}, Glucose (s), Protein restricted diet; Carnitine 50-100 mg/kg/day; Glycine 150-
Isovaleryl-CoA deficiency o IEMO113 243500 x x Urinalysis 259 me/kg/day 6549017; 3385530; 16602101,
lase 1 deficiency mecct lEmo116___|210200 x Organic acids (U), Acylcarnitines (DBS, P) In symptomatic patients +/- protein restriction; +/- carnitine 27033733; 22642865|
boxylase 2 deficiency mcccz lEMo117 210200 x Organic acids (U), Acylcarnitines (DBS, P) In symptomatic patients +/- protein restriction; +/- biotin 1293382, 8831079
AuH IEMo118 250950 x x Organic acids (U), Acylcarnitines (DBS, P) Protein restriction, L carnitine 9762598; 3082034; 12434311
deficiency’ HIBCH 1EM0120 250620 x x Amino acids (P), O ds (U), P) protein restricted diet 30111474; 26717663; 30847210
hy! deficiency HsD17810 1EM0121 300438 x x x Amino acids (P), Organic acids (U), Acylcarnitines (DBS, P) Protein restricted diet, L-Carnitine 12112118 10832746; 11102558
Tow protein diet, L-Carnitine 100 2
10-20 mg/ke/day alternating 1-2 weeks, +/-NHS3 scavengers
(Carbaglu, Na benzoate), acute management of hyerammonermic
Propionyl-CoA-carboxylase deficiency PCCA; PCCB 1EM0124 232000 x x x Amino acids (P), O ds (U), Acylcarnitines (DBS, P) crises 10488817; 7726381 1418175
Tow protein diet, L-Carnitine Viamin B12,
acute management of hyerammonemic crises, orthotopic iver
oA mutase deficiency mur 1EM0127___[251000 x x x Amino acids (P), Organic acids (U), MMA (5), Acylcarnitines (0BS, P) __|transplant 9713004; 29158924; 3193307; 3767321
Combined MMA and MA ACSF3 IEM0128 614245 x Organic acids (U), MMA (5] mild protein restriction, cobalamin, low dose carnitine 27817865 21841779)
Organic acids (U), Acylcarnitines (DBS, P), Lactate P), Glucose (5), Lipid
Malonyi-C: deficiency. mLyco 1EM0129 248360 x panel (5) fow fat, high carbohydrate diet, MCT oil, low dose L-carnitine 24613099

Loisorders of proline and ornithine metabolism
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Pyrroline-5-carboxylate synthetase deficiency, 3 ALDH18AL Emo137___|219150 X x Amino acids (P), Ammonia (P Arginine 150 mg/ke/day 26026163; 32798076; 29915212
Pyrroline:5-carboxylate reductase 2 deficiency Prcr2 IEM0140 616420 x ONA 27130255; 27130255,
B- and y-amino acids
deficiency. [urs1 Jiemoiso | | N Tpurines and pyrimidines (U] | | 30608453
(GABA transaminase deficiency | asar liemots2 | | xx | 6ABA (CSF), Beta-Alanine (CSF), SF) | | 28411234; 20052547
defi |atomsaz liemo1s3s |271980;610045 | x [organic acids (U) | Vigabatrin (no proven benefit) | 31117962; 17438226; 25246302
utamate metabolism
1 deficiency stcsa22 IEM0166 609304 x [Glutamate oxidation (FB) 19780765 15592994
wransporter deficiency siciaz lEMo168 617105 X X ONA 30937933
NMDA type subunit 1 GRINT IEM0169 | 614254;617820 o o ONA 25864721; 27164704
AMPA type subunit 4 GhiAd lEmo17a___|617864 o ONA 29220673
ptor 1 deficiency GAm1 IEM0176 614831 x x ONA 2290197
serine metabolism
y [pHGDH Jiemoisr | | N N JAmino acids (CSF, P), 5-Methyl-THF (CSF) [ L-serine (500-700 me/ie/day); eivcine (200 me/ke/day) | 8758134; 23463425; 26610677
[ASCT1 transporter deficiency |stciaa |iEmo1sa. 616657 | x Jona | | 31763347, 31763347, DOI: 10.24966/GGs-2485/100017]
Disorders of gycine metabolism
Na benzoate o S
&/m2 BSA in adults up to 16.5 g/m2/day in severe cases; 32421718; doi.0rg/10.2217/14796708.1.5.621; 15557500,
Glycine duetog deficiency GLoc lEvo18s |238300 x Amino acids (P, CSF) dextrometorphan 3 to 15 mg/kg/day or ketamine 16157495|
a benzoate 200-550 me/Ke/day to max 750 me/ke/day or 5.5
&/m2 BSA in adults up to 16,5 g/m2/day in severe cases;
Glycine dueto amr IEM0186 [ 605899 x Amino acids (P, CSF) dextrometorphan 3 to 15 mg/kg/day or ketamine 15557500; 16157495
lycine transporter 1 deficiency sicens lEmo187 617301 x Amino acids (, C5F) 27773029)
Glycine due to H protein deficiency GCSH. 1EM1120 605899 x Amino acids (P, CSF) 6780675; 1671321
DISORDERS OF VITAMINS, COFACTORS, METALS AND MINERALS
Disorders of lipoic acid and iron-sulfur metabolism
f 1 deficiency wpr1 IEMo19 616299 X o Lactate (p), Organic acids (U] 24341803]
B0LA deficiency 80143 IEM0196 614299 x o [Amino acids (CSF, P), Lactate (P) 24334290
1SCAL defi iscat IEM0199 617613 X [Amino acids (CSF, P), Lactate () 30113620, 29623423
Ferredorin reductase deficiency FOXR 1EM0203 617717 x Complexes |- IV activity (muscle); DNA 29040572]
|Amlnu acids P, Organic aids (U], Acycarniines (085, ), ey ), |
and synthesis defect - chiF (mBRDL lemo211_|277380 x x SAM/5AH (), Blood count 1 mg IV daily 19136951; 31377012
‘Amino acids P), Organic acids (U], Acylcarniings (DBS, P), tHcy (P,
and synthesis defect - cbll a8cDa lEmo212 _|614857 x x SAM/SAH () Hydroxycobalamin 1 mg IM dai 31377012]
Flydroxycobalamin 1 mg TV day, BEtame Tolic
acid 5-30 me/day; L-carnitine 50-200 mg/kg/day; no protein
Amino acids ), Organic acids (U), Acylcarnitines (DBS, P), SAM/SAH | restriction; maintain normal methionine levels (+/-
and synthesis defect - cbiC. mmAcHC lemo213 _|277400 x x (7), Biood count supplementation| 31203424; 31092259
‘Amino acids (P), Organic acids (U], Acylcarniines (DBS, P), SAI/SAH
and bIC type, digenic MmACHG pROXI__|iEmo21a 600831176763 x x (P), Blood count 1mg IM daily 20396438
Fiydroxycobalamin 1 mg IM daily, betaine 250 mg/ke/day; fofnic
Methionine synthase reductase deficiency-cblE mTRR lemo216 |236270 x Amino acids (P), Organic acids (U), ey (P), SAM/SAH (P) acid 530 me/day 9427140, 2688421
Hydroxycobalamin L mg IM a1y, betame 250 me/kg/day; ToTic
Methionine synthase deficiency - cbiG MR iemo217___|as0940 x Amino acids (P), Organic acids (U), tey (P), SAM/SAH (P) acid 530 mg/day 9683607, 2688421
Disorders of folate metabolism
Folate recept FoLRL lEM0222 613068 (CSF), Folate (5) Folinic acid 5 ma/ke/day 19732866
Betame (9000 mg/day), olinic acid (45 mg/day), vitamin B12
Amino acids (P), ®) ©h, | ) vitarin proflactic
ctase deficiency MTHER lemo223 _|236250 Folate (5) (100 mg/day). 29284203
Disorders of botin metabolism
Biotinidase deficiency [s0 [iemo227  [253260 | Jorganic acids (U), Acylcarnitines (DBS, P) [Biotin 5-10 mg/day | 15224716; 11952077
[rees liemoz28 [253270 | [organic acids (U), Acylcanitines (0BS, P), Lactate (P)  Biotin 10-20 me/day (up to 40 me/day) | 6811711
ridoxine metabolism
| | | | ‘Amino acids (P), B6 vitaminers (P, CSF), HVA/AHIAA (CSF), Vanilliniactic | |
“-phosphate oxidase deficiency PNPO iemozs0 610090 x acid (U) | 0 me/kg/day 24645144
copper metabolism
M [arp7a Jiemoz80  [309400 | x [copper (s), Ceruloplasmin (5) [copper choride or L-histidine 350-500 ug/day IV or SC | 27878136; 28298846
agnesium metabolism
KCNJ10 deficiency Tkenszo Jiemo313 [600791;612780 | [calcium (P), Magnesium (p), Potassium (¢), Steroids (P) | | 19289823
port and absorption
60104261484 | |
lucose transporter 1 deficiency stcon1 IEM0314 x x Glucose (P.CSF) Ketogenic diet, clinical rals with triheptanoin 24200040; 19901175; 27725288]
DISORDERS OF
the pentose phosphate pathway and polyol metabolism
Ribose-5-phosphate isomerase deficiency Treia Jiemos2s [eos611 | x TPolyols (u, p, csF) | | 14988808}
Tpc Jiemos72 266150 | x P [tactate (p), Pyruvate (p), Amino acids (F) | | 412850)
ENERGY
’ £1 PorAL iEmo3ss 312170 X X Lactate (P), Pyruvate (P), Amino acids (P) Ketogenic diet 15473177; 2207932; 33092611; 23021068
€18 subunit deficiency PDHB 1EM03%0 __|179060 x x Lactate (7). Pyruvate (P), Amino acids (P) Ketogenic diet 22079328; 23021068]
ciency ouar lEmozer __|aas348 x Lactate (P), Pyruvate (P), Amino acids (P) Ketogenic diet 22079328; 16049940; 23021068]
3 deficiency PDHX 1EM0392 | 245349 x Lactate (P), Pyruvate (P), Amino acids (P) Ketogenic diet 22079328 33092611
phosphatase deficiency PDP1 iEmo393 08782 x Lactate (P), Pyruvate (P), Amino acids (P) Ketogenic diet 31392110; 15855260)
Disorders of the Krebs cycle
acoz 1EM0396 614559 X cis Aconitate P) Isocitrate (P) 29577077; 30689204
ATP-specif 1.CoA ligase B subunit deficiency suctaz IEM0399 [612073 x x Lactate (P), Pyruvate (P), Organic acids (U), MMA ), Acyicarnitnes (P) 17301081; 26409464; 2647557|
(GTP-specific succinyl-CoA ligase  subunit deficien sucte1 IEM0400 | 245400 x x Lactate (P), Pyruvate (P), Organic acids (U), MMA(s), ® 26475507]
Fumarase deficiency £ IEM0401 606812 x x Organic acids (U) 24182348; 21560188
tumoral phenotype MDH2 lEM126 617339 x Lactate (CSF, P), Organic acids (U) 27989324]
Disorders of thiamine metabolism
[osoH [iemi137 203740 | x x [Glucose (P), Lactate (P), Pyruvate (P), Organic acids (U) | | 32383294]
carriers
[Aspartate-glutamate carrier 1 deficiency [stcasaiz [iemos0s 612049 | xx [Lactate (p), (CNs) | | 19641205
Disorders of complex I subunits
INDUFS1 deficiency [wours1 [iemoats 618220 | [Lactate (p) | | 20382551
INDUFA12 deficiency | nouraz2 |iemoaze  |618244 | x |actate () | | 21617257}
INDUFA13 deficiency | wouraz3 liem11a1 | x x |tactate () | | 25901006 ]
Disorders of complex | assembly
INUBPL deficiency [wuset [iEmosas 618242 | [Lactate (p) | | 31917109; 23553477
[TIMMDC1 deficiency [rimmocs [iem1076  [e15534 | x [Lactate (o) [ | 28604674
mplex Il subunit
uacra de Juacra Joisiso I 0 x Jiaciate ) I I 18439506]
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complex IV assembly and ancillary proteins.
€02 defi scoz 1EM0474___604377:608908 o Lactate (P) 23407777
SURF1 deficiency suRF1 1EM0475 Lactate () 23829769)
LRPPRC deficiency LRPPRC IEM0476 __|220111 Lactate (P)
PET100 deficiency PET100 lEmoa7s 220110 X Lactate (,CSF) 24462369)
FASTKD? deficiency FASTKD2 lEMoa7s 220110 o Lactate (P) 18771761]
Cytochrome C oridase assembly factor 7 deficiency conr lEmi088 __|220110 oA 29718187]
INDUFA deficiency NDUFAS lEM1149 o o Lactate (P.CSF) 237364417
complex V subunits
\TP synthase FO subunit 6 deficiency [mrates Jiemossa | | X x [iactate (p,csF); Organic acids (U) | 9762610; 21749722|
complex V assembly
\TP synthase F1 assembly factor 2 deficiency [atearz Jiemuss  [e04273 | x [iactate (p,cSF); Organic acids (U) | 14757859
DNA depletion, multiple deletion,
o & Trote [iemoaor  [203700 [ [Lactate (p); Organic acids (u) [ 21357833
processing
[an transferase deficiency Trairs Jiemosi2 [e17873 | X N Jona | 28185376
slation factors
elongation factor G2 deficiency [rm2 Jiemos26  [606544 | x Jiactate (MRs) | 29075935
Janyl-tRNA synthetase deficiency aars2 1EM0552 Lactate (P) 24808023; 31099476
thetase deficiency RaRS2 1EM0553 X Lactate () 27061686; 29881506
EARS2 1EM0557 x x Lactate (P), Alpha-fetoprotein (5), ASAT/ALAT (P) 22492562
thetase deficiency FARS2 1EM0562 x (U), Amino acids (P) Lactate (P,CSF) 30177229
valyltRNA synthetase deficiency vars2 1EM0S65 x x Lactate (P), Blood count 29314508
tryptophanyl thetase deficiency wars2 1EM0S66 X X Lactate () 28905505]
Prolyl tRNA synthetase deficiency PARS2 1EM1078 x Lactate (P,CSF) 20410512; 29915213
nthetase deficiency NARSZ lEmosss 616239 X Lactate () 28077841
ype Il (Costeff syndrome) [opas Jiemos7s  [258501 | xx | () | 11668429; 12126933; 25201222
phospholipid metabolism
IMEGDEL syndrom: [seract [iemoss2  [e14739 [ x x Jiactate (p), 0 ipin staining [ 29205472; 16527507]
i protein quality control
deficiency [pmpca liemoso2  [617954 | [Lactate (p) | 20576218
peptidase deficiency |mieep liemosss 17228 | N P Lactate (P) | 27799064
HSP60 deficiency |11 liemosos | | x |tactate (p), organic acids (U) | 32532876
Other disorders
[Trafficking kinesin-binding protein 1 deficiency [rrak1 liemos1a  [608112 | x Tona | 28364549
thioredoxin 2 deficiency |z liemite2 |616811 | x x |actate (p,csF) | 26626369
DISORDERS OF LIPIDS
Disorders of ketone body metabolism
Mildly restricted protein intake, avoidance of fat-rich (ketogenic)
Amino acids ), Organic acids (U), Acylcarnitines (DS, P), Lactate (P), |diet, and L-carnitine therapy if carnitine levels low. Acute
Beta-ketothiolase deficiency acar lEmosa3___|203750 xx Acetoacetate (P, U), 3-Hydroxy-n-butyric acid 7, U) of metabolic crisis with IV glucose 28726122, 23818432; 11161836
Cytosolic acetoacetyl-CoA thiolase deficiency acar2 lEM1169 |100678 Lactate (p), Pyruvate (P) PLow fat diet 20597]
phospholipid metabolism
Pl d ipase 2 deficiency [oorp2 Jiemos71  [s09340 | x Jona | 23176823
c 2 deficiency |pevr2 liemit0s— [e18770 | X Jona | 31637422
1 deficiency |setenor liem17a 607915 | P Jona | 28052917}
onlysosomal sphingolipid metabolism
Sphingosine-1-phosphate lyase deficiency | [iemoss2  [e17575 [ [ACTH (P) Glucose (P) Trigycerides (5), Albumin (U} [ 30517686
-delta (4)-desaturase deficiency |oeGs1 liem1i02  [618400 | x 0c | (¢) | 31186544]
3 deficiency. |acers liemuzs [e17762 | Jona | 26792856}
Neuronal ceroid ype 1 [per1 Jiemosss  [256730 | JEnzyme activity (WBC, F8, DBS) | 437132
etabolism
[eiarz [iemoror  [e03387 [ x [ona [ 17675034
4, CB1 deficiency |E=N liemoror — [e13722 | x Jona | 20833646
corticosteroids, L1 targeting biologic agents, TNF-alpha
Mevalonate kinase deficiency mvk lemo7a0 __|610377 Organic acids (U), Leukotrienes (U) blockade, allogenic stem cell transplantation) 2850914; 10401001
TORAGE DISORDER:
Disorders of autophagy
[vAC14 deficiency vacia lEM1250 617054 oA 27202112
[Apasi deficiency apasi EM1232 607243 o oNA 21620353
[Apag1 def apas1 lEM1233 607245 X o oA 21620353; 24781758
[Apam1 deficiency apam1 lEM1234 602296 x oNA 19559397; 24700674
152 def ais2 IEM1239 607225 X oA 12919135 12145748; 16718699]
Neuronal
Neuronal ceroid lipof type 7 [mFsos. [iemos2s  [e10051 | Jona [antisense (N=1) 19177532; 19277732
Neuronal ceroid ype 10 lerso liemos27 [610127 | | cathepsin D (0Bs,78,WBC) | 16685649; 16670177]
| | | | Enzyme replacement therapy, substrate reduction, bone
ficiency (Gaucher disease) 22} lemos32 |230800 x Enzyme activity (WEC) marrow transplantation 11814305; 12970647; 25435509
type | (Sialidosis) [weus [iemosss  [2s6550 [ x TEnzyme activity (wBc), w [ 11063730)
[Mucolipin 1 deficiency | Jiemoss7 _ [252650 | x [Phospholipids (U), Gastrin (s) | 29449188; 20159435
lysosomal transport or sorting
[salla disease [stcizas Jiemos7a _ [604369 | x Jenzyme (FB), | 10947946; 12121352
DISORDERS O ND OXALATE
Fatty Acyl-CoA reductase 1deficiency [rars Jiemossr  [e16154 [ x (R | 25439727
i idation
ASAT/AUAT (P), Organic acids (U], Very-fong-chain fatty acids (],
Vitamins (5), Plasmalogens (RBC), Coagulation factors (P), Pipecolic acid
Peroxisomal acyl-CoA oridase 1 deficiency acoxt levossa __|264470 x 0] 3323438; 21964664
OF GLYCOSYLATION
Disorders of i
PMM2-CDG [pramz Jiemos0s  [601785 | x | (5), ASAT/ALAT (P), Coagulation factors (P) | 25497157, 28425223; 30293989
ALG13-co6 |ate13 1EM0912 300884 | x x | | 26482601
[arG11-co6 Jaigus IEM0016 613661 I x | () Lactate (P), Ammonia (8] Prolactin (5) | 30676690]
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[arG3-cog ALG3 iEm0s18___ 601110 x AST/ALT (), ) 10581255]
[atGe oG at66 lEM0921 603147 x Silotransferins (5) 10832578
B4GAT1-CDG [sacars [iemosas  [ers287 [ x [ek ) 23877401
elycolipid glycosylation
[sT36AL5-co6 [sr36as Jiemoss7 _ [609056 | JGM3 ganglioside (p), Lactosylceramide (P) 27232054
dolichol metabolism
NUs1-CoG [wus1 [iemoso2  [e17082 [ o [Dolichols (F8) 25066056
bPM1-CDG [ opm1 |iemosos 608709 | | (5), CK () 16641202, 23856421
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