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(Gene [Discase | WGene |Disease | |

CYP7B1 Spastic paraplegia 5A, Autosomal 357 CLCN5 Proteinuria, low molecular weight, with
Recessive hypercalciuric nephrocalcinosis
IBAS7 Spastic paraplegia 74, Autosomal 358 MYH2 Proximal myopathy and
Recessive ophthalmoplegia
SLC1A4  Spastic tetraplegia, thin corpus 359 CTSK Pycnodysostosis
callosum, and progressive INSR Leprechaunism
oLl ?lcro;?pha\yt | drsostosis 1 o M Refsum disease
ROnCHICC0STICYSOS IS SRL SLC4A4  Renal tubular acidosis (RTA), proximal,
Autosomal Recessive with ocular abnormalities and mental
ACP5 Spondyloenchondrodysplasia with 361 retardation
immune dysregulation : RP1 Retinitis pigmentosa 1
MATN3 Spondyloepimetaphyseal dysplasia 362 TULP1 Retinitis pigmentosa 14
DDR2 Spondylometaepiphyseal dysplasia, 363 e
St M e EYS Ret!n‘n!s p!gmemosa 25
. . § CERKL Retinitis pigmentosa 26
NUP62 Striatonigral degeneration, Infantile 364 R
Bilateral Striatal Necrosis (IBSN) FAM1612] [Retinitis pigmentosai28
LIFR Stuve-Wiedemann syndrome/ 365 ~ CNGBT  Retinitis pigmentosa 45
Schwartz-Jampel type 2 PDE6G Retinitis pigmentosa 57
syndromeLIFR related DHDDS Retinitis pigmentosa 59
HEXA Tay-Sachs disease 366 mak Retinitis pigmentosa 62
SLC19A2  Thiamine-responsive megaloblastic 367 80rf37  Retinitis pigmentosa 64
oL ?Eem'i SV”td”’m,e ” s MCSNAT  Retintspigmentosa 73
an{ggr;nakg%o?:%rya' eIyl PEX7 1F;r;iéo1melic chondrodysplasia punctata
HPD Thyrosinemia type Il 369 R Rickets, vitamin D-resistant, type IIA
SAMD9  Tumoral calcinosis, familial, 370 Esco2 Roberts-SC phocomelia syndrome
AT Qo;n;?glhs:Eh;gzZ'C o SMARCAL1 Schimke immunoosseous dysplasia
u | IS,
hyperphosphatemic, familial KENIOL [SESAME SV”‘,‘“’”‘? .
o RAG1 Severe combined immudeficiency, B
FAH Tyrosinemia, type | 372 cell-negative, RAG1-related
CDH23  Usher Syndrome Type ID 373 RAG2  Severe combined immudeficiency, B
MYO7A  Usher syndrome, type 1B 374 cell-negative, RAG2-related
USH1C Usher syndrome, type 1C 375  ADA Severe combined immunodeficiency
PCDH15  Usher syndrome, type 1F 376 Que to ADA deficiency
4 - DCLRE1C  Severe combined immunodeficiency,
USH2A Usher syndrome, type 2A 377 Athabascan type
ADGRV1  Usher syndrome, type 2C 378 POC1A Short stature, onychodysplasia, facial
CLRN1  Usher syndrome, type 3A 379 dysmorphism, and hypotrichosis
CASQ2 Ventricular tachycardia, 380 SLC17A5  Sialic acid storage disorder, infantile
catecholaminergic polymorphic, 2 e e
CRB2 Ventriculomegaly with cystic kidney 381 DHCR?. Smlth. Ll OpIQ S
disease SPG11 Spastic paraplegia 11, Autosomal
EPG5  Vici syndrome 382 iorossive
Y FA2H Spastic paraplegia 35, Autosomal
RECQL2 ~ Werner syndrome 383 Recessive
ATP7B Wilson disease 384 AP4B1 Spastic paraplegia 47, Autosomal
LIPA Wolman disease 385 Recessive
DCAF17  Woodhouse-Sakati syndome 386 TECPR2 ggggggiygrap\eg\a 49, Autosomal
xPC Xeroderma pigmemosum, group G 387 \ps37a  Spastic paraplegia 53, Autosomal
ERCC2 Xeroderma pigmentosum, group D 388 Recessive
ERCC5 Xeroderma pigmentosum, group G/ 389 C120RF65 Spastic paraplegia 55, Autosomal
Cockayne syndrome Recessive
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RAPSN

MEGF10

NEB
KLHL40

INVS
NPHS2
NPHS1
ARHGDIA
SPINKS
CLN8
IGHVBP2
G6PC3
VPS45
SMPD1

NPC1
01C

PPIB
CRTAP
FKBP10
TCIRG1

SNX10
COL11A2

SLC26A4
ARFGEF2

PEX6
PEX1

PEX2
PAH
PCK1
PHGDH
CECR1
PKHD1
ADGRG1
GAA

VRK1

SepSecS
EX0SC3
EX0SC8

VPS53
RARS2

PEPD
PCCA

PCCB

[Disease | MGene |[Dissase | |
Myasthenic syndrome, 278 MMACHC Methylmalonic aciduria and 240
congenital, 5 homaocystinuria, cblC type
Myasthenic syndrome, 279  CEP152  Microcephaly 9, primary, 24
congenital, associated with Autosomal Recessive
acetylcholine receptor de.fluency MED17  Microcephaly, postnatal 242
Myopathy, areflexia, respiratory 280 progressive, with seizures and
distress, and dysphagia, early-onset brain atrophy ((ICCA)
Nemaline myopathy 2 281 TRMT10A  Microcephaly, short stature, and 243
Nemaline myopathy 8, Autosomal 282 impaired glucose metabolism
Recessive STRA6 Microphthalmia 244
Nephronophthisis 2, infantile 283 ALDH1A3  Microphthalmia, isolated 8 245
Nephrotic syndrome 284 RYR1 Minicore myopathy with external 246
Nephrotic syndrome type 1 285 ophthalmoplegia
Nephrotic syndrome, type 8 286  NDUFA11  Mitochondrial complex | deficiency 247
- NDUFA11 gene
Netherton syndrome 287 = . .
Neuronal ceroid lipofuscinosis 288 NDUFAFS !\llrl\}g%h&n':dsnaleﬁgmp\ex I deficiency 248
type 8, including northern ) ,g -
epilepsy NDUFS6  Mitochondrial complex | deficiency 249
Neuronopathy, distal hereditary 289 = NDUFSB g.ene
motor, type VI NDUFS2  Mitochondrial complex | 250
Neutropenia, severe congenital 4, 290 deficiency-NDUFS2 gene
Autosomal Recessive UQCRQ Mitochondrial complex Il 251
Neutropenia, severe congenital, 5, 291 deficiency, nuclear type 4
Autosomal Recessive DGUOK Mitochondrial DNA depletion 252
Niemann-Pick disease type B, 292 syndrome (hepatocerebral type)
SMPD1-related TYMP Mitochondrial DNA depletion 253
Niemann-Pick disease type C1 293 syndrome 1 (MNGIE type)
Ornithine transcarbamylase 294 K2 Mitochondrial DNA depletion 254
deficiency syndrome 2 (myopathic type)
Osteogenesis imperfecta, type X 295 MPV17 Mitochondrial DNA depletion 255
L syndrome 6 (hepatocerebral type)
Osteogenesis imperfecta, type VIl 296 y .
. fecta type XI | 297 FOXRED1  Mitochondrial encephalomyopathy 256
Osteogeneyvs imperfecta, typ complex | deficiency
Osteopetrosis, Autosomal 298 FDXIL  Mitochondrial muscle myopathy 257
Recessive 1 " h
0 . PUS1 Mitochondrial myopathy and 258
steopetrosis, Autosomal 299 sideroblastic anemia 1
(R)fgsesg:;yz mogaopiphyseal 300 MOUST  Mobdenum cofactordefcency A 269
dysplasia (ZW) MOCS2 Molybdenum cofactor deficiency B 260
Pendred syndrome 301 MCIDAS  Mucociliary clearance disorder 261
Periventricular heterotopia with 302 GNPTAB  Mucolipidosis Ill alpha/beta 262
microcephaly GNPTG Mucolipidosis Il gamma 263
Peroxisome biogenesis disorder 303 MCOLN1 ~ Mucolipidosis type IV - ML4 264
Peroxisome biogenesis disorder 304 SGSH Mucopolysaccharidisis type IIIA- 265
1A (Zellweger) (Sanfilippo A)
Peroxisome biogenesis disorder 305  IDUA Mucopolysaccharidosis |h - 266
5A (Zellweger) Hurler syndrome
Phenylketonuria 306 NAGLU Mucopolysaccharidosis type IB- 267
Phosphoenolpyruvate 307 (Sanfilippo B)
carboxykinase-1, cytosolic, PIGN Multiple congenital anomalies- 268
deficiency hypotonia-seizures syndrome 1
Phosphoglycerate dehydrogenase 308 PIGT Multiple congenital anomalies- 269
def\uency‘ ; hypotonia-seizures syndrome 3
Polyarteritis nodosa, childhood- 309 |AMA2  Muscular dystrophy, congenital, 270
onset due to partial LAMA2 deficiency
Polycystic kidney & hepatic 310 pysF Muscular dystrophy, limb-girdle, 271
disease, PKHD1-related type 28 BRI el
Polymicrogyria, bilateral 311 s6ee Muscular dystrophy, limb-girdle, 272
frontoparietal type 2C
Pompe (Glycogen storage disease 312 GMPPB Muscular dystrophy- 273
type ) : dystroglycanopathy
Pontocerebellar hypoplas!a type A 313 |opp Muscular dystrophy- 274
Pontocerebellar hypoplasia type 2D 314 dystroglycanopathy (congenital
Pontocerebellar hypoplasia, type 1B 315 with brain and eye anomalies)
Pontocerebellar hypoplasia, 316 FKIN Muscular dystrophy- 275
type 1C dystroglycanopathy (congenital with
; brain and eye anomalies), type A,
;gn(té)(c:grAezb)ellar R | Gl 4 - Walker Warburg syndrome
Pontocerebellar hypoplasia, 318 DAGI Muscular dystrophy- : 276
type 6 dystroglycanopathy (congenital
. L with brain and eye anomalies),
Prolidase deficiency 319 type A, 9
Propionic acidemia, PCCA- 320 FKRP Muscular dystrophy-
relatgd o dystroglycanopathy (limb-girdle),
Propionic acidemia, PCCB-related 321 type C, 5




[ Gene [Disease [ | m- m- m-
AC02 Infantile cerebellar-retinal 189 AMT Glycine encephalopathy, AMT- 145 Congenital disorder of glycosylation, 92 BBS10 Bardet-Bied! syndrome 10 ane J'IYJ'JJ'IUY.I Myscreen J'I|'J"l:l J'II'JU

degeneration related type Im BBS2 Bardet-Bied! syndrome 2 38
PLA2G6 Infantile neuroaxonal dystrophy 190 G6PC Glycogen storage disease la 146 ATPGVOA2  Cutis laxa, Autosomal Recessive, type IIA 93 ARLG Bardet-Bied! syndrome 3 39
1 (INAD) - GDS1a CTH Cystathioninuria 94 BBS4 Bardet-Bied! syndrome 4 0 YINI NI'OD NITAVD NIV'XDY ]']I|—)'T:ll? ANIYNI N2IN] NP 1IN ni7y
SCN9A Insensitivity to pain, congenital 191 "5 ¢37A4  Glycogen storage disease b 147 CFTR Cystic fibrosis 9% : »
o B . BBS7 Bardet-Bied! syndrome 7 4 1 1 n 1 o !
NI sty to g, congentl, 152Gt T I [ e — % o el ndone " NPrTAN NN D'YNADN 00N NDIDD7 N7 W 0019 a7 27Nl
D \sovaleric academia 193 PHKG2IEE LGlycogenstorage disease IXC I (149 STRC Deafness, Autosomal Recessive 16 97 CLONKB  Bartter syndrome, type 3 and Gitelman 43
CNNM4 Jalili syndrome o L GM1-gangliosidosis, type | 150 GJB2 Deafness, autosomal recessive 1A 98 syndrome
NBEAL2  Gray platelet syndrome 161 6JB6 Deafness, autosomal recessive 1B 99  BSND Bartter syndrome, type 4a infantile 44 2 1 ]
(T}LA}E%? jg“gz: zyzg;gx TS 132 MLPH Griscelli syndrome, type 3 152 MYO15A  Deafness, Autosomal Recessive 3 100 variant with sensorineuronal deafness - I-||-.’ T2 NN UX1Y YlJnln n7
TG Joﬂben sindrome 5 197 GH1 g[)olgzhdh?méoln: deficiency, 153 DFNB59  Deafness, Autosomal Recessive 59 101  MED25 BaseI-Va‘nagaitejSmirin-Yoggf syndrome 45
AHA IR S 198 . . TMC1 Deafness, Autosomal Recessive 7 102 UPBI Beta-ureidopropionase deficiency 46 77212 ,T'Mya nnown nNPpN IN/1 NN D'ONDN NIAIT =
oubert syndrome GHRHR Growth hormone deficiency, 154 BTD Biotinidase def 47
FERMT1 Kindler syndrome 199 isolated, type 1B ' SYNE4 Deafness, Autosomal Recessive 76 103 lotin'dasé/Geliciency NINNN NI'0A n|7|73'7 72V 1D T2 120V NIAIT
ROGDI Kohlschutter-Tonz syndrome 200 FT0 Growth retardation, developmental 155 LOXHDT  Deafness, Autosomal Recessive 77 104 CODCI7A E%g{g:ﬁgaﬁsypzyci;%%%?me @ ! I
GALC Krabbe disease 201 gela%, coarse facies, and early TMPRSS3  Deafness, Autosomal Recessive 8/10 105 developmental delay p]]'ﬂ? DONDN NIAIT =
GHR Laron dwarfism 202 egt OTOF Deafness, Autosomal Recessive 9 106 v Bloom syndrome 49
LAMA3  Laryngoonychocutaneous 203 gg?;c :alm-r\fugk s;{]n.drorlnel : 153 DHCR24  Desmosterolosis 107 BMPRIB  Brachydactyly type A2 50 7Y D'INYID INYD) DY IN AT 12D TNN DN NIAIT =
Syndrome . sii'ﬁggc(éu”ﬁterﬁi (a:%Ube‘?ag 5 AQP2 Diabetes insipidus, nephrogenic 108 ZNF469  Brittle cornea syndrome 1 51 N'01A MINON
GUCY2D Leber congenital amaurosis 1, 204 thalassemia, Hb C, D, E, 0) BMPER Diaphanospondylodysostosis 109 aspa Canavan Disease 52
Cone:Tod dystronhy,6 B D59 Hemoylic anemia & mmune- 158 DGATI  Diarthea 7, congental 10 opSt  Carbamoylphosphate synthetase| 53 0'7"21YDA N'01A NIDON 7¢ NINDYD NMI00M '7V] =
RDH12 ) Leber congenitaliamaurosisis ) 205 mediated polyneuropathy, DLD Dihydrolipoamide dehydrogenase 111 deficiency 119Y Y \ \ \ Y
RPE65  Leber congenital amaurosis 2 206 CD59-related deficiency PPP1R13L  Cardio-Cutaneous Syndrome DCM 54 ANOVD JI1ON 1197 DN7Y 12100 DA NNV
APL1 Leber congen!tal amaurosis 4 207 CFH Hemolytic uremic syndrome, 159 ELP1 Dysautonomia, familial 12 TN Cardiomyopathy, dilated 55
LCAS Leber congenital amaurosis 5 208 complement factor H deficiency CDAN1 Dyserythropoietic anemia, congenital, 113 SpHA Cardiomyopathvdilated GG 56
CRB1 Leber congenital amaurosis 8 209 UNC13D  Hemophagocytic 160 type la t ‘y_ p‘ 1yd '
aqe . " neonatal isolate
NDUFS4  Leigh syndrome 210 oSSR, (Eall) & SEC23B  Dyserythropoietio anemia, congenital, 114 SLC22A5  Camitine deficiency, systemic primary 57 20P'T120 NIRXIN NIynun an
N GNE Hereditary inclusion body 161 type Il I oy
g\IIZ{SBRB3 [‘ﬁﬂSTn Memtenlha”fyﬂ?mrlﬂe ;1; myopathy (HIBM) - S " . SLC25A20  Carnitine-acylcarnitine translocase 58
ethal congenital contractural yskeratosis congenita deficiency - CACT
syndrome 2 :Eg; :emansiy-l;’]u%lfisyn(gome 13 125 ST3GAL3  Early infantile epileptic encephalopathy 15 116 THGIL G e el A | 5 N'9'XDD N7NN7 N'YOID 7w NWI1 NIN AITN 120 TNNY NXD1 DN
PIPSKIC - Lethal congenitelcontractural 218 e Pudlak andromo 6 104 ADAMTS2.Elers Danlos syndrome, byoeVIC 117 GATM  Cerebralcreatine defidency yndrome 3 60, 7INDAY NI'XDINT NW1 N7 7'2pN2 pTAIW Wl NIPTAIY 178D
WYBPCH Lyth | ital confract 214 SLC20A3  Histi y wmoh ﬁ " 16 DST Epidermolysis bullosa simplex, 118 CYP27A1  Cerebrotendinous xanthomatosis 61
ethal congenital contracture istiocytosis-lymphadenopathy 5 Autosomal Recessive 2 dli JID1D Awn' NIINON NNIX niwN7 '00'ouon 12'00n
syndrome 4 plus syndrome 5 L ! e PPT1 Ceroid lipofuscinosis, neuronal, 1 62
AMP1  Loukodystrophy, hypomyelnating, 215 HMGCL  HMG-CoA lyase deficiency 166 oot EPIdermolysis bulosa, junctional 119° o5 Ceroid lpofuscinosis, neuronal, 5 63 1P yIV'7 11DIN NANDN NNIN?Z D'NWI INYD AITA "2 "W DN
3 MTHFR  Homocystinuria due to MTHFR 167 LAMC2 ED‘?.?’TOWS'S bullosa, junctional, 120 cine Ceroid lipofuscinosis, neuronal, 6 64
HSPD1 Leukodystrophy, hypomyelinating, 216 deficiency LAMES Es{dlezrmyoplye/sis o 121 MFSD8 Ceroid lipofuscinosis, neuronal, 7 65 —]—”X? 02'191 NITDIVN NIMMYOHKRN I“J r]'I—)D 1100 In]” 12 '01an
4 - Peli -Merzbacher lik P " ) , !
gt Mersbacher ke R M non-Heritz type e iR © D PT,N'7'W 0’0 NPITA) 1WA NZANN 7V 'DXIPUITD [INAN
C110RF73  Leukoencephalopathy 217 CCDC8SC  Hydrocephalus, nonsyndromic, 169 COLI7AT E%Jiderr][noblysi_sbu\\osa generalized 122 imranepaﬁd{}ypgz ('MYIWN DN 1NN IX 1'DY
DARS2 Leukoencephalopathy with brain 218 Autosomal Recessive dUODNICLCNIIT A - i :
8 . VPS13A Choreoacanthocytosis 68
stem and spinal cord involvement GLRAT Hyperekplexia, hereditary 1 170 PRICKLE1  Epilepsy, progressive myoclonic 1B 123 \oF chron | i
and lactate elevation autosomal dominant or recessive ALDH7AT Epilepsy, pyridoxine-dependent 124 ! dgﬁg?é%gyr%?u,\‘%'pim“s eEREBD &
TRMU LIFT, Liver failure infantile 219 MVK Hyper-IgD syndrome 171 SZT2 Epileptic encephalopathy, early 125 . .
h L : NCF2 Chronic granulomatous disease due to 70 .
fransient ABCC8 Hyperinsulinemic hypoglycemia, 172 infantile, 18 deﬂcien(?y of NCF-2 . -||1I1IJJ n IIJIJJJn nIIJnnI-I e
ANO5 Limb-girdle muscular dystrophy 220 familial, 1 -PHHI DSG1 Erythroderma, congenital, with 126 CYBA Chronic granulomatous 7
CDK5 Lissencephaly 7 with cerebellar 221 AGXT Hyperoxaluria, primary, type | 173 palmoplantar keratoderma, disease gutosomal due to deficiency
hypoplasia P hypotrichosis, and hyper IgE s ! :
; GRHPR Hyperoxaluria, primary, type Il 174 o ; of CYBA [ Gene | Disease | m-
HiA Egﬂgdggz'gaggdggﬁgfgﬁg;ﬁ%ﬁm) 222 4ogM  Hyperoxaluria, primary, type lll 175 CSTA Edoliative 'fchh‘thhyygfs'iss' putosomel 127" GpsM2  Chudley-McCullough syndrome 72 FAM20A  Amelogenesis imperfecta, type IG 21 COLEC11  3MC syndrome 2
AN Macrocenhalv alopecia cutis 223 PGAP3 Hyperphosphatasia with mental 176 Siemens-like DNAI1 Ciliary dyskinesia, primary, 1, withor 73 (enamel-renal syndrome) SERAC1  3-methylglutaconic aciduria with 2
pnaly, aiopecia, retardation syndrome 4 7 without situs inversus POR Antley-Bixler syndrome with 22 deafness, encephalopathy, and Leigh-
laxa, and scoliosis SLCO2A1  Hypertrophic osteoarthropath 177 F7 Factor VIl deficiency 128 RSPH9 Giliary dyskinesia. pri 12 74 genital anomalies and disordered like syndrome
BCKDHA  Maple syrup urine disease, type la 224 D%ﬁfary?%mcoggrﬁngecgggivey’z FANCG Fanconi Anemia, complementation 129 ONALT C!l!ary dysk!nes!a‘ primary, 16 75 steroidogenesis 0PA3 3-methylglutaconic aciduria, type 3
BCKDHB ~ Maple syrup urine disease, type Ib 225 SARS? Hyperuricemia, pulmonary 178 group G : C210rf50 C:I:Z:y dysskil:gssif' Tr;ﬂ:rry’% 76 ASL Argininosuccinic aciduria 23 Il - Costeff
MKS1  Meckel syndrome 1 226 hypertension, renal failure, and FANGA Fancorl Anemia, complementztion | 130 | ooy 77 VPS33B  Arthrogryposis renal dysfunctionand 24 MTTP  Anetalipoproteinemia ABL 4
TMEM231  Meckel syndrome 11 227 alkalosis gl ) L v dy o » primary, L it T cholestasis (ARC) syndrome CNGA3  Achromatopsia-2 - total color blindness 5
TMEM216  Joubert syndrome 2 228  CYP11B2  Hypoaldosteronism, congenital, ~ 179 FANCC F?QSONC'A“W'&: complementation il AL (ULIEh o LA CF SLC35A3  Arthrogryposis, mental retardation, 25 CNGB3  Achromatopsia-3,macular 6
CEP290  Meckel syndrome 4 229 due to CMO Il deficiency group & = e . and seizures degeneration, juvenile
RPGRIPIL  Meckel syndrome 5 230 TRPM6  Hypomagnesemia 1, intestinal 180 SLC2A2 Fanconi-Bickel syndrome 132 DNAR Ciliary dyskinesa, primary, 9, withor 79 WISP3  Arthropathy, progressive 26 SLC39A4  Acrodermatitis enteropathica 7
TCTN? Meckel syndrome 8 o3y WPST Hypomyelination and 181 ALDOB Fructosg intolerance 133 il il B pseudorheumatoid, of childhood ACADVL  Acyl-CoA dehydrogenase, very long- 8
ACADM  Medium-chain Acyl-CoA 25 developmental delay FH Fumarase deficiency, leiomyomatosis and 134 ~ ERCC8  Cockayne syndrome, type A el ASNS  Asparagine synthetase deficiency 27 chain, VLCAD deficiency
defydrogenase deyﬂciency TBCE Hypoparathyroidism retardation 182 renal cell cancer ERCC6  Cockayne syndrome, type B 81 AGA Aspartylglucosaminuria o8 EOGT Adams-Oliver syndrome 4 9
MLC1 Megalencephalic 233 SRTTEATE sypdrgme ) GALT Galactosemia 135 COQ4 Coenzyme Q10 deficiency, primary, 7~ 82 MRE11A  Ataxia Telangiectasia like disorder o9 CYP11A1  Adrenal insufficiency, congenital, with 10
, ALPL Hypophosphatasia, infantile 183 GBA Gaucher disease, type | 136  VPS13B Cohen syndrome 83 m . 46XY sex reversal, partial or complete
leukoencephalopathy with Al . APTX Ataxia, early-onset, with oculomotor 30 . !
subcortical cysts TSHR Hypothyroidism, congenital, 184 GAN Giant axonal neuropathy 1 137 SLC26AT  Combined D-2- and L-2-hydroxyglutaric 84 apraxia and hypoalbuminemia TBX19  Adrenocorticotropic hormone deficiency 11
TRAPPCO  Menal reterdation, Autosomal - 234 :"”gft""?“sy} i with - MGAZB  Glanzmann thrombasthenia, TGAZB- 138 o0 gc'd“f“a e o ATM Maxia-tyelangiectasia 31 F@B Afibrinogenemia congenital 12
Recessive 13 ypotonia, infantile, wi related omplex hereditary spastic paraparesis s SAMHD1  Aicardi Goutieres syndrome 13
i TMEM70  ATPase deficiency, nuclear encoded 32
MANTBT  Mental retardation, Autosomal 235 R ) GB3  Glanzmann thrombasthenia, (TGB3-telated 130 ABCA4  Cone-rod dystrophy 3 8 N SR —— 53 RNASEH2B Aicardi-Goutieres syndrome 2 14
Recessive 15 ABCA12  Ichihyoss, congenital, Autosomal 186 CYP1B1  Glaucoma 3A, primary open angle, 140 HACD1 Congenital myopathy 87 syndrome , type I, with or without GMPPA  Alacrima, Achalasia, And Mental 15
CC2D1A  Mental retardation, autosomal 236 Recessivel A ' congenital, juvenile, or adult onset SLC26A3  Congenital chloride diarhhea (CLD) 88 reversible metaphyseal dysplasia Retardation Syndrome
recessive 3 LRBA Immunodeficiency, common 187 NNT Glucocorticoid deficiency 4 141 NGt Congenital disorder of deglycosylation 89 PSMB8  Autoinflammation, lipodystrophy,and 34 YR Albinism, oculocutansous, type IA 16
TAF2 lﬁ/lental retardation, Autosomal 237 variable, 8, with autoimmunity ETFDH Glutaric acidemia IIC 142 MPDU1 Congenital disorder of glycosylation, 9 dermatosis syndrome 0CA2 Albinism, oculocutaneous, type Il 17
Scessive 40 787824 Immunodeficiency-centromeric 188 GODH  Glutaricaciduria type | 143 type FLT4  Autosomal Recessive Hereditary o [l | At e, CUIARGREAEY | 1K
ARSA  Metachromatic leukodystrophy - MLD 238 Ty
EEBIITE E A R instability-facial anomalies GLDC Glycine encephalopathy and non-ketoic 144~ SLC35C1  Congenital disorder of glycosylation, 91 Lymphedema COL4A5  Alport syndrome, COL4A5-Related 19
mut Methyimalonic acidemia, mut(0) tyoe 239 syndrome-2 hyperglycinemia, GLDC-related type lic BBS1 Bardet-Bied! syndrome 1 36  ALMS1  Alstrom syndrome 20
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