List of IMDs affecting the ear (n=219)

Congenital external ear

Acquired external ear

Inner ear or

Name Gene Middle ear involvement retrocochlear Unspecific hearing loss Laboratory investigations Specific treatment OMIM no. IEMbase ID
abnormalities abnormalities
DISORDERS OF NITROGEN-CONTAINING COMPOUNDS (n=19)
Disorders of pyrimidine metabolism
Dil deficiency DHODH [ X X [Purines and pyrimidines (U. PY [ [ 263750, 126064 | 1EMO0002
Disorders of purine metabolism
- Dietary reduction of meets and fish; Allopurinol 5-10
synthetase 1 PRPS1 X Enzyme activity makaldar 30 makalday 300661 IEMO0007
Dietary reduction of meets and fish; Allopurinol 5-10
Phosphoribosyl pyrophosphate synthetase 1 deficiency PRPSL X Enzyme activity makaldar {onine 30 makalday 311850 IEMO0007
Disorders of nucleotide metabolism
T2 deficiency | RNASET2 | | X [Iinterferon-u (CSF). Lvmphocytes (CSF) | | 612951 [ 1EM0030
E i 1 deficiency | ENPP1 | | X [DNA | | 208000 | 1EM0037
Equilibrative nucleoside transporter 3 deficiency | SLC20A3 | | X [Ervt i rate: 10G (S) | | 602782 [ 1EMo04L
Disorders of glutathione metabolism
Dipeptidase deficiency [ DPEPL | | X [ Leukotrienes (P). Amino acids (P). Acvalvcines (U) [ [ 179780 [ 1Em1508
deficiencies
deficiency (Canavan disease) | ASPA | | X [N acid (U, P. CSF) | | 271900 [ 1EMo074
i 1 deficiency | ACYL | | X [Oraanic acids (UY | | 609924 [ 1EMo075
Disorders of sulfur amino acid and sulfide metabolism
 Adenosine kinase defciency ADK M SAMISAH (P), ASAT/ALAT (P), Glucose (S), Amino acids (P), Purines (U), 614300 JEMoL0L
Total/direct bilirubin (S) —
Disorders of branched-chain amino acid metabolism
Mitochondrial short-chain enoyl-CoA hydratase 1 deficiency ECHSL X (c:,"gas"_'(c acids (U), 2-Methyl-23 d""'JV;”"XVb“‘Wa‘E (U), Lactate (P), Pyrwvate | oyine vestricted diet 616277 IEM0119
17-beta-hydroxysteroid dehydrogenase type 10 deficiency HSD17B10 X gm‘c";;?g (P). Organic acids (U), Acylcarnitines (DBS, P), Lactate (). o i restricted diet, L-Carnitine 300438 IEM0121
Propionic acidemia due to propionyl-CoA carboxylase subunit alpha deficiency PCCA X | Acyglycines (U), Amino acids (P), Organic acids (U), Acylcarnitines (P,DBS) |Low protein diet, camnitine 232000 IEMO0124
Propionic acidemia due to propionyl-CoA carboxylase subunit beta deficiency PCCB X Acyglycines (U), Amino acids (P), Organic acids (U), Acylcarnitines (P,DBS) |Low protein diet, camitine 232000 IEM0125
Disorders of proline and ornithine metabolism
Prroline-5-carboxvlate reductase 1 deficiency I PYCRL I X [ [ona [ ["612040: 612438 | 1EM0139
Prroline5-carboxvlate reductase 2 deficiency’ | PYCR2 | X | [ona | |~ 616420 | 1EMO140
Prolidase deficiency [ PEPD I X [ [Amino acids (U) [ ["170100: 613230 | 1EMO144
Disorders of tryptophan metabolism
3 ilic acid 3.4 deficiency I HAAO I I X [3- ic acid (P) [ [ 6o4s21 | IEMO163
Disorder of asparagine metabolism
 Asparagine svnthetase deficiency } ASNS } X } }Ammo acids (P) } } 615574 } 1EMO0180
DISORDERS OF VITAMINS, COFACTORS, METALS AND MINERALS (n=12)
Disorders of lipoic acid and iron-sulfur metabolism
Ferredoxin reductase deficiency I FDXR I I X [Complexes I - IV activity (muscle). DNA I [ o177 [ 1Em0203
Frataxin deficiency (Friedreich ataxia) [ EXN I I X [Glucose (s) [ [ 220300 [ iEM0204
Disorders of biotin metabolism
|Biotinidase deficiency I BTD I I X [Oraanic acids (V). (DBS. P) [Biotin 5-10 ma/dav [ 25360 [ iEm0227
Disorders of thiamine metabolism
[Thiamine transoorter 1 deficiency I SLC19A2 I [ X [Lactate (P). Glucose (S) [Thiamine [ 60soar | 1EM0229
Disorders of riboflavin metabolism
Riboflavin transoorter 2 deficiency I SLC52A3 I I X [Flavins (B). Oraanic acids (U). P.DBS) [Riboflavin [ 2us30 [ iEmo23a
Riboflavin transoorter 3 deficiency’ [ SLC52A2 I I X [Flavins (B). Oraanic acids (U). P.DBS) [Riboflavin [ eraro7 [ iEM0235
Disorders of vitamin D metabolism
Vitamin D receptor deficiency [ VDR [ [ X [ALP (P); Calcium (P); Phosphate (P) [Calcitriol, oral calcium, intravenous calcium, cinacalcet [ 2orras0 [ iEmo2es
Disorders of copper metabol
MEDNIK syndrome AP1SL X [AST/ALT (P). Copper (S. U). C (S). VLCFA (P) 609313 1EMO0282
| Acetyl-CoA transporter deficiency SLC33AL X Copper (S. U). C (S) 614482 1EMO0283
MEDNIK-like syndrome AP1BL X Copper (5).C (S). VLCFA(P) 242150 1EM1442
Deficiency of copper chaperone for superoxide dismutase ccs X DNA 603864 1EM1443
Disorders of magnesium metabolism
KCNJ10 deficiency | KCNJ10 | | X [Calcium (P). Maanesium (P). Potassium (P). Aldosterone (P). Renin (P) | | 600791; 612780 | 1EMO0313
[ [ [ [ [ [ [
DISORDERS OF CARBOHYDRATES (n=4)
Disorders of the pentose phosphate pathway and polyol metabolism
Ribose-5-phosphate isomerase deficiency [ RPIA [ | X [Palvols (U. P. CSF) [ [ 608611 [ 1EMo328
Disorders of insulin secretion and signaling
Kabuki syndrome | KMT2D | X | X [DNA [ | 147920 [ 1EMI1492
Beckwith Wiedemann syndrome | 1GF2:H19:CDKNIC:KCNO1 | X | [ Fatty acids and ketones (P. U). Glucose (P) | | 130650 | EYGE
Glycogen storage diseases
|Alpha-alucosidase deficiency (Pompe disease) | GAA | | X [ASATIALAT (P). CK (P). Glvcogen (M) | alfaand alfa | 232300 [ 1EM0356
[ [ [ [ [ [ [
MITOCHONDRIAL DISORDERS OF ENERGY METABOLISM (n=67)
Disorders of pyruvate metabolism
Pyruvate Kinase isoenzyme 3 [ PDK3 [ | X [onA [ | 300905 [ 1EM0395
Disorders of the Krebs cycle
ial aconitase deficiency | ACO2 | | X [Glucose (PY | | 614559 [ 1EM039%
| ATP-specific succinyl-CoA ligase B subunit d | SUCLA2 | | |Oraanic acids (U). (DBS. P). ASAT/ALAT (P). Lactate (P) | | 612073 | 1EM0399
| GTP-specific succinyl-CoA ligase a subunit deficiency | SUCLGL | | X [Oraanic acids (U). (DBS. P). ASAT/ALAT (P). Lactate (P) | | 245400 | 1EM0400
Disorders of thiamine metabolism
Iph deficiency [ OGDH [ | X [Fatty acids and ketones (P. U). Glucose (P). Lactate (P) [ [ 203740 [ iEM1137
Disorders of mitochondrial carriers
| ATP-Ma-phosphate transporter deficiency [ SLC25A24 [ X X | X [DNA [ | 612289 [ iEmoa12
Disorders of complex I assembly
N [Amino acids (), Organic acids (U), Acylcanitines (DBS, P), ASAT/ALAT .

-( -t )44
|Acyl-CoA Dehydrogenase 9 deficiency ACADY X (91, OK (P). Lavtate (7). Ammonia (7). Glucose (&) Riboflavin, sodium pyruvate, beta-blocker, coenzyme Q10 611126 IEM0445
[ TIMMDC1 deficiency | TIMMDC1 | | X [Lactate (PY | | 615534 [ iEM1076
Disorders of complex I11 subunits,

UOCRFS1 deficiency [ UOCRFSL [ [ X [onA [ [ 618775 [ 1EM1483
|BCSLL deficiency (GRACILE svndrome) [ BCSIL [ [ X [ona [ [ 603358 | IEMO0458
Disorders of complex 1V subunits
| Cvtochrome c oxidase subunit 6A deficiency [ COX6AL [ [ X [ona [ [ 616039 [ IEMO0466
Disorders of complex 1V assembly and ancillary proteins
APOPT1 deficiency | APOPTL | | X [DNA | | 220110 [ 1EM0480
|CEP8Y deficiency I CEP8Y I | X [ Lactate (P). Amino acids (P) | [ 615470 | 1EM1I50
[Cvtochrome c oxidase assembly factor 16 deficiency. [ Ccox16 [ [ X [Oraanic acids (U). (DBS. P). Lactate (P). Glucose (P) [ [ 618osa | iEMIS14
Disorders of complex V subunits
[ MT-ATPG [ [ X [Lactate (P) [ [ 516060 | IEMo4sa

M ATP svnthase F0 subunit 6 deficiencv
I orders of mitochondrial cytochrome synthesis and incorporation
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abnormalities abnormalities
cvtochrome b deficiency MT-CYB X Lactate (P). Oraanic acids (U). (P.DBS) 516020 1EMO0487
C svnthase deficiency HCCS X Lactate (P) 300801 IEM0490
Disorders of mitochondrial DNA depletion, multiple deletion, or interg
i DNA polvmerase qamma catalvtic subunit deficiency POLG X Lactate (P). Oraanic acids (U). ASAT/ALAT (P) 607459 1EM0491.
i DNA polvmerase qamma catalytic subunit deficiency POLG X Lactate (P). Oraanic acids (U). ASAT/ALAT (P) 613662 1EM0491
TWINKLE mif ial DNA helicase deficiency TWNK X DNA 271245: 616138 | IEM0495
i i reductase subunit 2 deficiency RRM2B X Lactate (P). Amino acids (P) 604712 1EM0497
T 3a deficiency TOP3A X 618008 IEM1073
JSinale-stranded DNA-bindina protein 1 deficiency SSBPL X DNA 165510 IEM1533
Disorders of mitochondrial and RNA transcript processing
i RNA import protein deficiency PNPTL X [ Lactate (PY | | 614932 614934 IEM0503
P 5' tRNA processin enzyme deficiency TRMT10C X [Lactate (PY | | 616974 IEM0504
Mitochondrial ribosomopathies
ribosomal large subunit 3 deficiency MRPL3 X Lactate (P). Ammonia (P) 614582 IEMO516
ribosomal smell subunit 2 deficiency MRPS2 X Lactate (P) IEMO518
i ribosomal RNA 125 deficiency MT-RNRL X Lactate (P) 580000 IEMO0522
|ERALL deficiency ERALL X Follicle-stimulating hormone (P). Luteinizina hormone (P). Estradiol (P) 617565 IEM1079
ribosomal smell subunit 7 deficiency MRPS7 X Lactate (P). Glucose (P) 617872 IEM1156
I ribosomal smell subunit 28 deficiency MRPS28 X Lactate (P). Oraanic acids (U) 611990 IEM1211
ribosomal smell subunit 39 deficiency PTCD3 X Lactate (P) 619057 IEM1540
Disorders of mitochondrial translation factors
RMNDL deficiency RMND1 X [Lactate (PY [ 614922 [ 1EM0524
Disorders of mitochondrial tRNA
i ial tRNA(Cvs) deficiency MT-TC X Lactate (P) 590020 1EMO0534
tRNA(GIn) deficiency MT-TO X Lactate (P) 590030 IEMO536
tRNA(His) deficiency MT-TH X Lactate (P) 590040 IEMO0538
tRNA(Leu) 1 deficiency MT-TLL X Lactate (P) 590050 IEMO0540
tRNA(Lvs) deficiency MT-TK X Lactate (P) 590060 IEMO0542
tRNA(Ser) 1 deficiency MT-TSL X Lactate (P) 590080 IEMO0546
tRNA(TrD) deficiency MT-TW X Lactate (P) 590095 IEMO0549
tRNA(Tvr) deficiency MT-TY X Lactate (P) 590100 IEMO550
| tRNA(Val) deficiency MT-TV X Lactate (P) 590105 IEMO551.
Disorders of mitochondrial tRNA and recycling
1-tRNA svnthetase deficiency CARS2 X Lactate (P) 616672 1EMO556
histidyI-tRNA svnthetase deficiency HARS2 X Lactate (P) 614926 IEMO558
leucv-tRNA svnthetase deficiency 1ARS2 X Lactate (P) 616007 IEMO559
TeucvI-tRNA svnthetase deficiency LARS2 X Lactate (P) 615300 IEMO0560
and cvtoplasmic IvsvI-tRNA svnthetase deficiency KARS X DNA 613916 IEMO568
PentidvI-tRNA hvdrolase 2 deficiency PTRH2 X DNA 616263 IEMO571.
Disorders of mitochondrial fission
UGO-1 like protein deficiency SLC25A46 X Lactate (P). Oraanic acids (U) 616505 IEMO576
[OPAL deficiency OPAL X Lactate (P) 125250 IEMO577
[OPAS3 deficiency (Costeff svndrome) OPA3 X Oraanic acids (U). 3 acid (U) 258501 IEMO578
Mitofusin 2 deficiency MFN2 X 609260: 617087 IEMO579
[SPATAS deficiency SPATAS X DNA 616577 IEM1380
Disorders of mitochondrial phospholipid metabolism
IgRAcl deficiency (MEGDEL Syndrome) SERACL X [ Lactate (PY: Oraanic acids (UY: Filipin stainina | | 614739 [ 1EMOs82
1 deficiency PISD X [onA | | 612770 | 1EM1098
|Disorders of mitochondrial protein import
| Mohr-Tranebiaera sndrome TIMMBA X [DNA | | 304700 [ 1EM0586
IGFER deficiency GFER X [ Lactate (P). Ferritin (S) | | 613076 [ 1EMos89
Disorders of mitochondrial protein quality control
brocessina peptidase alpha deficiency PMPCA X DNA 213200 1EMO591.
[CLPP deficiency (Perrault svndrome tvoe 3) CLPP X DNA 614129 IEMO595
LONPL deficiency LONPL X DNA 600373 IEMO0596
HSPA deficiency HSPA9 X Bone marrow stain; DNA 182170 IEMO0597
Other disorders of mitochondrial homeos
[CHCHD10 deficiencv CHCHD10 X [ck P | | 615911: 615048 | 1EM1081
DIABLO deficiency DIABLO X [onA | | IEM1263
Primary CoQ10 deficiencies
Prenvl diphosphate svnthase subunit 1 deficiency PDSSL X DNA C0010 607429: 607426 1EMO0618
Coenzvme 02 deficiency co02 X Lactate (P). CoO10 (M. P. WBC) C0010 609825: 607426 IEMO0620
Coenzvme 06 deficiency CO06 X Lactate (P). CoO10 (M. P. WBC) C0010 614650 IEMO0622
| Coenzvme 07 hvdroxviase deficiency 007 X Lactate (P). CoO10 (M. P. WBC) C0010 616733 1EMO0623
DISORDERS OF LIPIDS (n=22)
Disorders of fatty acid synthesis and elongation
|Verv lona-chain fatt acid elonaase 1 deficiency ELOVLL X [DNA | | 611813 [ 1EMO0647
Verv lona-chain fatt acid elonaase 5 deficiency ELOVLS X | Arachidonic acid (P). D acid (S) | | 615957 [ 1EMO650
Disorders of non-mitochondrial phospholipid metabolism
svnthese 1 (Lenz-Maiewski svndrome) PTDSSL X X DNA 151050 1EMO0667
flippase deficiency ATPBA2 X X DNA 615268 IEMO0668
Phosoholiid flippase deficiency ATPLIA X 619810 IEM1937
| ABHD12 deficiency (PHARC svndrome) ABHD12 X DNA 612674 IEMO0674
Disorders of non-lysosomal metabolism
1-phosphate Ivase deficiency SGPLL X JACTH (P): Glucose (PY: Trialvcerides (S): Albumin (U) I Kidnev transplant [ 617575 | iEMo682
Alkaline ceramidase 3 deficiency ACERS X [C(18:1)- and C(20:1)-ceramides (P) [ | ei7ze2 | iEm1I78
JSohingosine-1-phosphate transporter deficiency SPNS2 X [ona [ [ [ 1Em1546
Disorders of
| ZDHHCY deficiency ZDHHC9 X [onA [ [ 300799 | IEMO0687
Porcupine deficiency (Goltz syndrome) PORCN X X [ona [ [ 30se00 | iEMoses
Disorders of metabolism
35 5-phosphatase deficiency. phenotvoe FIG4 X X DNA 216340 1EMO0690
lated protein 2 reaulatorv protein deficiency SBF2 DNA 604563 1EM0696
345 hosphatase deficiency PTEN DNA 1EMO704
45 C B4 deficiency PLCBA X DNA 614669 1EM0708
4-Kinase tvpe 2-alpha deficiency PI4K2A X ASAT/ALAT (P): GGT (P): Amino acids (P): Lactate (P.U) 609763 IEM1253
Disorders of cholesterol biosynthesis
c punctata 2. recessive (Conradi-Himermann svndrome) EBP X Sterols (P) 302960 1EM0749
Smith-Lemli-Opitz syndrome DHCR? X  ASAT/ALAT (P), Lipid panel (S), 7/8-Dehydrocholesterol (P) 3‘;‘:2{ :5”""“""9"‘6""” of cholesterol 25-300 mg/kg/day, +/- 270400 IEMO753
| & svnthase deficiency GGPST X CK(P) 606982 IEM1185
Disorders of steroid metabolism
Cytochrome P450 deficiency (Antley-Bixler syndrome) POR X [Steroids (P. Uy [ [ 201750 [ 1EMo760
Disorders of bilirubin metabolism and biliary transport
P Al deficiency UGT1AL X Bilirubin (P) | | 218800: 606785 |  IEMO0802
| ATP8B1 deficiency (Byler disease) ATPSB1 X Bile acids (S), Chloride (sweat) | | 1600 | IEM080S
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abnormalities abnormalities
STORAGE DISORDERS (n=26)
Disorders of autophagy
|EPGS deficiency (Vici syndrome) EPGS5 X X [DNA | | 242840 [ 1EmMo811
|SOSTML1 deficiency SOSTM1 X [DNA | | 167250 | 1EM1228
ATG7 deficiency ATGT X [DnA | | 619422 | 1Emi677
. is, enzyme-inducing agents,
bilirubin-binding agents (calcium phosphate, orlistat),
(Acid sphingomyelinase deficiency (Niemann-Pick type A) SMPD1 X Enzyme activity (WBC) choleretics (ursodeoxycholic acid), heme-oxygenase inhibitors | 257200; 607616 IEMO0834
(Tin-protoporphyrin, Zinc-protoporphyrin), liver
B deficiency (Krabbe disease) GALC X Protein (CSF). L (s) 245000 1EMO0839
Krabbe disease-like disorder due to saposin A deficiency PSAP X! Sulfatides (U). Protein (CSF). Lvsosomal enzvmes (DBS) 611722 1EMO0833
Inhy A deficiency (Fabrv disease) GLA X Proteins (U)  Acalsidase alfa enzvme replacement 301500 1EMO0844
Acid ceramidase deficiency. primarv neuroloaic phenotvoe (Farber disease) ASAHL X! DNA 228000 IEMO0845
Inh: deficiency NEUL X! Enzvme activity (WBC). O (L) 256550 1EMO0848
| Alpha-mannosidase B deficiency MAN2B1 X Oligosaccharides (U); Enzyme assay (DBS, L, F) R"cc;"“b'”a"‘ enzyme replacement therapy (velmanase alfa); 248500 IEM0850
B idase deficiency MANBA X Enzvme activity (DBS.WBC). Ol ides (U) 248510 1EMO0851
Ipha-N: inidase deficiency (Schindler disease tvoe 1) NAGA X ol ides (U). Lysosomal enzvmes (DBS) 609241 IEMO0852
| Alpha-L-fucosidase deficiency FUCAL X Enzyme activity (DBS.WBC). Fucose (U) Bone marrow transplant 230000 IEMO0853
UDP-N 1 subunit alpha/beta deficiency GNPTAB X [o ide (U). Enzyme activity (S) | | 252500 [ 1EMo855
UDP-N 1 subunit camma deficiencv (Pseudo-Hurler ) GNPTG X [o ide (U). Enzyme activity (S) | | 252605 [ 1EMOo856
§ Total GAGs (U), Dermatan sulfate (U), Heparan sulfate (U), Enzyme activity | Hematopoietic cell transplantation (HCT), enzyme replacement | 607014; 607015,
Alpha-iduronidase deficiency (Hurler syndrome) IDUA X X WG herao (iaonidase) 07016 1EM08S8
\duronate 2-sulfatase deficiency (Hunter disease) DS X X (Tv‘:/‘;'c?AGS (), Dermatan sulfate (U), Heparan sulfate (), Enzyme activity oo reniacement therapy (idursulfase) 309900 IEM0859
Clinical trial with intracerebroventricular infusion of chimeric
Heparan N-sulfatase deficiency (Sanfilippo A disease) SGSH X Mucopolysaccharides (U); Enzyme assay (DBS, L, F) fesion of o 11682 252900 1EM0860
. N . . . i Clinical trial with intracerebral adenovirus associated viral
N-acetylglucosaminidase deficiency (Sanfilippo B disease) NAGLU X Mucopolysaccharides (U); Enzyme assay (DBS, S, F) ector conaining hutram NAGLU cONA 252920 1EMO861
Heparan-aloh N Geficiency (Sanfilippo svndrome tvoe C) HGSNAT X (U): Enzvme assav (DBS. L. F) 252930 1EMO0862
N 6-sulfatase deficiency (Sanfilippo D disease) GNS X (U): Enzvme assav (DBS. L. F) 252940 IEMO0863
N 6-sulfatase deficiency (Morauio A disease) GALNS X Total GAGs (U). Keratan sulfate (U). Enzvme activity (WBC) [Elosulfase 253000 1EMO0864
B deficiency. GM1 phenotvoe GLBL X ides (U). Lvsosomal enzvmes (DBS) In trial gene therapy (NCT03952637) 253010 IEMO0835
N 4-sulfatase deficiency (MPS6) ARSB X Total GAGs (U). Dermatan sulfate (U). Enzvme activity (WBC) Enzvme replacement therapy (aalsulfase) 253200 1EMO0866
N 4-sulfatase deficiency (MPS6) ARSB X Total GAGs (U). Dermatan sulfate (U). Enzvme activity (WBC) Enzvme replacement therapy (aalsulfase) 253200 1EMO0866
[ Arvisulfatase G deficiency (Usher svndrome) ARSG X DNA 618144 IEM1060
DISORDERS OF PEROXISOMES (n=22)
Disorders of synthe:
Peroxisomal taraetina sianal 2 recentor deficiency PEX7 X Plasmalogens (RBC) 215100 IEMO0878
Glycerone 3-phosphate deficiency GNPAT X Plasmalogens (RBC) 602744 IEMO0879
3-phosphate svnthase deficiency AGPS X Plasmalogens (RBC) 600121 IEMO0880
Fattv Acvl-CoA reductase Ldeficiency FARL X Plasmalogens (RBC) 616154 1EMO0881.
Disorders of peroxisomal f-oxidation
tinked nd ABCDL X VLCFA () HCT at early stages of cerebral X-ALD; HSC gene therapy 200100 \EMo08E3
with lentiviral vector
Peroxisomal straiaht-chain acvl-CoA oxidase deficiency ACOXL X VLCFA (P). Plasmalogens (P) 264470 1EMO0884
D-bifunctional protein deficiency (Pseudo-Zellweaer syndrome. severe) HSD17B4 X VLCFA (P). Plasmalodens (P). Oraanic acids (U) 261515 1EMO0885
Phytanovl-CoA hvdroxviase deficiency (Refsum disease) PHYH X Pipecolic acid (P. U). Phvtanic acid (S. U). Protein (CSF) Phytanic acid restriction 266500 1EMO0888
[ Acvi-CoA-bindina domain-containina protein 5 deficiency ACBDS X [VLCFA (P). Pinecolic acid (P) 616618 IEM1191
Disorders of peroxisomal bioge!
Peroxin 1 deficiency (Zellweger) PEX1 x VLCFA (P), Pipecolic acid (P) ZUSHZ00 | temosa
Peroxin 2 deficiency (Zellweaer) PEX2 X VLCFA (P). Pinecolic acid (P) 614866: 614867 1EMO0890
Peroxin 3 deficiency (Zellweaer) PEX3 X VL CFA (P). Pinecolic acid (P) 617370: 614882 1EMO0891.
Peroxin 5 deficiency (Zellweaer) PEX5 X Plasmalogens (RBC) 214110 IEMO0882
614862; 614863;
Peroxin 6 deficiency (Zellweger) PEX6 X VLCFA (P), Pipecolic acid (P) 16617 IEMO0893
Peroxin 10 deficiency (Zellweaer) PEX10 X VLCFA (P). Pinecolic acid (P) 614870: 614871 1EMO0894
Peroxin 14B deficiency (Zellweaer) PEX11B X VLCFA (P). Pinecolic acid (P) 614920 IEMO0895
Peroxin 12 deficiency (Zellweaer) PEX12 X VLCFA (P). Pinecolic acid (P) 614859: 266510 IEMO0896
Peroxin 13 deficiency (Zellweaer) PEX13 X VLCFA (P). Pinecolic acid (P) 614883; 614885 1EMO0897
Peroxin 14 deficiency (Zellweaer) PEX14 X VLCFA (P). Pinecolic acid (P) 614887 IEMO0898
Peroxin 16 deficiency (Zellweaer) PEX16 X VLCFA (P). Pinecolic acid (P) 614876: 614877 1EMO0899
Peroxin 19 deficiency (Zellweaer) PEX19 X VLCFA (P). Pinecolic acid (P) 1EMO0900
Peroxin 26 deficiency (Zellweaer) PEX26 X VLCFA (P). Pinecolic acid (P) 614872: 614873 1EMO0901
[CONGENITAL DISORDERS OF GLYCOSYLATION (n=28)
Disorders of N-linked glycosylation
ALG11-CDG ALGIL X (S). Factor X1 (B). in 111 (P) 613661 1EMO0916
RFTL-CDG RFTL X (S). ASAT/ALAT (P). coaaulation factors (P) 612015 1EM0917
ALG12-CDG ALGL2 M ASAT/ALAT (P), Glucose (S), Lipid panel (), Sialotransferrins (S), IGF 07143 |EM0920
MGAT2-CDG MGAT2 N N ASATIALAT |(|P|)b=C)K (P), Sialotransferrins (S), Factor 1X and XII (B), 212066 \EM0931
DDOST-CDG DDOST X Sialotransferrins (S), Factor XI (B), Antithrombin 111 (P), Proteins C and S (S) 614507; 602202 IEM1192
|ssra-coc SSR3 X DNA 606213 IEM1548
Disorders of
POMK-CDG POMK X [cK (P). DNA [ [ 616094: 615249 | 1EM0938
Disorders of and
XYLT2-CDG XYLT2 X DNA 605822 1EMO0946
CHSY1-CDG CHSY1 X DNA 605282 1EMO0953
CHST3-CDG CHST3 X DNA 143095 IEMO0954
HS6ST1-CDG HS6STL X X (P). Testosterone (P) 614880 1EM1042
Sulfate transporter deficiency SLC26A2 X X DNA 222600 1EMO0960
Golai-reside: phosphate phosphatase deficiency IMPADL DNA 614078 IEMO0962
Disorders of O-fucosylation
B3GALTL-CDG B3GLCT X [ (S) [ 261540 [ 1EMO0970
Disorders of gi

hatidylinositol biosyn
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) ) Inner ear or
Name Gene Congenital external ear ( Acquired external ear | o qye or involvement retrocochlear Unspecific hearing loss Laboratory investigations Specific treatment OMIM no. IEMbase ID
abnormalities abnormalities
PIGLCDG PIGL X ALP (P). GPI-anchored proteins (WBC. F) 280000 IEM0975
PIGV-CDG PIGV X ALP (P). GPI-anchored proteins (WBC. F) 239300 IEM0978
PGAP2-CDG PGAP2 X [ALP (P). GPI-anchored proteins (WBC. F) 614207 IEM0986
PIGB-CDG PIGE X [ALP (P). GPI-anchored proteins (WBC. F) 604122 IEM1092
PIGY-CDG PIGY X (S).ALP (P) 239300 IEM1198
Disorders of glycolipid glycosylation
|ST3GALS-CDG (Amish infantile epilensv) ST3GALS X [em3 Py [ [ 609056 [ 1EM0987
Disorders of synthesis and
N byruvate Ivase deficiency NPL X [Sialic acid. free (UY [ [ 611412 [ iEmM1212
Disorders of nucleotide-sugar synthesis
JcmpPA-CDG GMPPA X [ ins (S) [ [ 615510 [ 1EM1006
Disorders of vesicular trafficking
Conserved oliqomeric Golai complex subunit 1 deficiency (COGL-CDG) CoGL X (S) 611209 IEM1013
Conserved oliqomeric Golai complex subunit 5 deficiency (COG5-CDG) CoG5 X (s) 613612 IEM1015
[TRAPPCL2 deficiency TRAPPCI2 X DNA 617669 IEM1412
[SCY L L-bindina protein deficiency GORAB X DNA 231070 IEM1418
|AP2E 1deficienc APAEL x DNA 607244 IEM1235
Carpenter syndrome RAB23 X DNA 201000 IEM1436
METABOLISM OF HETEROCYCLIC COMPOUNDS (n=13)
Disorders of non-mitochondrial tRNA processing and aminoacyl-tRNA synthed
Gallowav-M ndrome, YRDC tvoe YRDC X DNA 612276 IEM1293
Gallowav-M ndrome, GON7 tvpe GONT X DNA 617436 IEM1294
idine svthase 3 deficiency PUS3 X DNA 617051 IEM1299
HistidvI-tRNA svnthetase 1 deficiency HARSL X DNA 614504 IEM1308
Isoleucyl-tRNA svithetase 1 deficiency 1ARS1 X DNA Isoleucine and protein fortification 617093 IEM1309
| and cvtoplasmiic lvsvI-RNA svithetase deficiency KARSL X DNA 613641: 613916 |  IEM1311
Disorders of ribosomal biogenesis
[Treacher Collins svndrome tvoe 1 TCOFL X DNA 154500 IEM1322
[Treacher Collins svndrome tvoe 2 POLRID X DNA 613717 IEM1323
[Treacher Collins svndrome tvoe 4 POLR1B X X X DNA 618939 IEM1325
[Acrofacial dysostosis. Cincinnati tvoe POLRIA X DNA 616462 IEM1326
Corticosteroids, red blood cell transfusion, hematopoietic stem
Diamond-Blackfan anemia type 14 TSR2 X Reticulocytes (B) pot SO bone martow transolont 300946 IEM1355
Corticosteroids, red blood cell transfusion, hematopoietic stem
Diamond-Blackfan anemia type 15 RPS28 X Reticulocytes (B) e (HSCT) - bone morrows aneptint 606164 IEM1356
[Cvtosolic small ribosomal subunit 23 deficiency RPS23 X Glucose (P) 617412 IEM1366
| MISCELLANECUS (n=6)
Disorders of organelle interplay
Arthroarvoosis-renal dvsfunci tvoe 1 VPS33B X [onA I [~ 208085 | 1EMI381
inati tvoe 12 VS X [ (U). T (U). Sulfatide (U) [ [ 616683 | 1EMI227
Disorders of choline
BAP31 deficiency BCAP3L X [DNA [ [ 00475 | iEmi308
Disorders of the synaptic vesicle cycle
[TBC1D24 deficiency TBC1D24 X [ona [ [ 614617: 616044 | I1EM1453
X-Linked i PHEX X [Alkaline phosohatase (P). Phosohate (P) Burosumeb. phosohate calcitriol 307800 IEM1495
Maternallv Inherited Deafness and Diabetes (Ballinger-Weallace Svndrome) MT-TLL MT-TE. MT-TK X Glucose (P) 520000 IEM1504

|Abbreviations
ALAT: alanine

|ALP: alkaline phosphatase
ASAT: aspartate ami

CK: creatine kinase

Co010: cofactor 010

fluid

CSF: i
DBS: dried blood spot
[cacs: i

P: plasma

S: serum

|SAH: S-adenosvl

[SAM: S-adenosyl-methionine
U: urine

VLCFA: very-long chain fatty acids

LWBC: white blood cells
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