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SEANE He - nerve misrouting and/or anterior segment dysgenesis)
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& MZ (Achondroplasia)

M Z (Osteogenesis imperfecta)
=3t Z (Osteopetrosis)
SHM i ZAZES

(Hereditary multiple osteochondromas)

= (DiGeorge syndrome)

I M ¥ (Gaucher disease)

= (Lesch Nyhan syndrome)

= (Marfan syndrome)
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iAo = AE
(Ormnithine transcarbamylase deficiency)

Eﬂ OI AF A Hq

AtA ] (Tay-Sachs disease)
&4 (Wilson disease)
MAIZ o|aA= w3 g™ (Fanconi anemia)
(Rhizomelic chondrodysplasia punctata) =& &% (Bloom syndrome)
MEY HFME Hole Salei A JekFof (Adrenoleukodystrophy)
(Spondylo—epiphyseal dysplasia congenita) omE =32 (Alport syndrome)
=4HA ctebM 3ot o8 ME (Multiple epiphyseal dysplasia) ThE 2| (-9 2)% (Fabry(-Anderson) disease)
AZXMEMZ (Hypochondroplasia) -7
I HA =528 M8 E (Pseudoachondroplasia) HI2E %7 (Barth syndrome)
ZCIARE MOl AL O|=a FE-22| 5F 2 (Coffin-Lowry syndrome)
(Metaphyseal chondrodysplasia, Schmid type) IAF= ZFF (Crouzon syndrome)
== Fot #AMol4 18 (Desbuquois dysplasia 1) == %7 (Goliz syndrome)
MM =35t Mols MBS (Fibrodysplasia ossificans progressiva) ElEl S (Hunter syndrome)
- M A A= ZE (Incontinentia pigmenti)
=2-£Il = &% Z(Nail-patella syndrome) =9 =52 (Lowe syndrome)
MM B4 1" M ZE (Congenital adrenal hyperplasia) AMAMKIZEZ (Neurofibromatosis)
HIEFZID MM FFH (Vitamin D resistant rickets) TX|( L= &7t2hE = (Orofaciodigital syndrome)
xMelatEA S (Hypophosphatasia) H2ad grags 28
Ly | A 7He 5 7| SX 35S (Pseudohypoparathyroidism) (Pyruvate dehydr rogenase def|C|ency)
MEY T M@HS (Adrenal hypoplasia congenita)
ChaA L 2o M B2 18

(Multiple endocrine neoplasia type 1)
ChakM o 24|

ZoF =S

S o ET__LL 230:1
(Multiple endocrine neoplasm type 2) &=
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(Numerical chromosome abnormalities)

(Von Hippel-Lindau disease)

XM H FEE 0|4

= (Wiskott-Aldrich syndrome)

(Pathogenic/Likely pathogenic structural chromosome rearrangements)

3 (Niemann—-Pick Disease)
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(Methylmalonic acidemia)

A E%S (Phenylketonuria)

(Tyrosinemia)
2x-35|9152 ZFF (Wolf-Hirschhorn syndrome)
AIEEEEZE (Citrullinemia)

S & & (Crigler-Najjar syndrome)
A G

(Galactosemia)

=FEIZME S (Glutaric acidemia)
el =&Y (Glycogen storage disease)

T =445 acyl-CoA g h ZES
(Long chain 3-hydroxyacyl-CoA dehydrogenase deficiency)
CtOo

g =% (Maple syrup urine disease)

o |0

HHA SFF (Menkes syndrome)

2oty (Wolman disease)

-

(Zellweger peroxisome syndrome)

oA &=L
DM E et AN 234X (Ataxia telangiectasia)
HMoctet & E  (Mucopolysaccharidosis)
HE ZFZ (Rett syndrome)
otu| 25Ul M= (Oculocutaneous albinism)
o2t 2 (Alagille syndrome)
SHUN YEUS

(Hereditary fructose intolerance === Aldolase B deficiency)

FtLtete (Canavan disease)

NEY gaed

(Congenital disorder of glycosylation)

AlAEIEHZE (Cystinosis)

duyAa-=ef+l &3 (Denys-Drash syndrome)

EZ (GM1 gangliosidosis)

3 (Hallervorden—-Spatz disease)

otH2 ZFF (Apert syndrome)

M Z2FIH= gMo|4t (Cleidocranial dysplasia)

MHEM =&"7|M8 Z=212lE (Congenital erythropoietic porphyria)
£t %2 (Noonan syndrome)
=3

ot - 24 olFN&E

(Oculodentodigital dysplasia)

ool ZFF (Pfeiffer syndrome)
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(Sacral agenesis syndrome ==+ Currarino syndrome)

xoj2-da-oux 532

(Smith-Lemli-Opitz syndrome)

Eg|x Z2lA Z5FF (Treacher Collins syndrome)

=T (Waardenburg syndrome)

(Blackfan-Diamond syndrome)
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(

Lymphatic malformation)
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(Baller-Gerold syndrome EE= Saethre—Chotzen syndrome)

o|¥ kM s Mol (Diastrophic dysplasia)

22U E olo|cMEEs ZEES

(Ornithine aminotransferase deficiency)

otzto| ¥ B EZ =+ (Branchiootorenal syndrome)

Zo|f|o|=AE& (Loeys-Dietz syndrome)

W@ J= ZFF (Meckel Gruber syndrome)

Combined oxidative phosphorylation deficiency 14 (MCOXPD14)

ARC &=
(Arthrogryposis—renal dysfunction-cholestasis syndrome)

A X =2 (CHARGE syndrome)

S = (Sandhoff’s disease)

&M Z (Thanatophoric dysplasia)

~+ZE (Schimke immunoosseous dysplasia)
&= (Sotos syndrome)

=2 (Rubinstein-Taybi syndrome)

2t S22 (Holt-Oram syndrome)

T (Kabuki syndrome)
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HA ZF 2 (Peutz-Jeghers syndrome)

ZHoll =2 (Comelia de Lange syndrome)

st EF 2 (Farber syndrome)

H|7| &2 (VICI Syndrome)

o 28I&F[LtotM 2 EE (Pyruvate kinase deficiency)

datA ZSFF (MELAS syndrome)

% (Bartter syndrome)

(Hyperoxaluria, primary)

= (atypical Singleton-Merten syndrome)

=
1&2 0|6 M S (Jeunes syndrome)

AYS MEY FESER 2

(Lethal congenital contracture syndrome 2)

57 (Sjogren-Larsson syndrome)

ohEzl-8l&8f &= (Antley-Bixler syndrome)

otut A FAHU Y XM AR HAXH BED

(Alpha thalassemia X-linked mental retardation syndrome)

Holzhe M FHT 18

(Infantile liver failure syndrome type 1/LARS)

ot Hof &
SHEET 18 RHY HAll Bt

(Vascular Ehlers-Danlos Syndrome) X% Z Afoll $Het

CH2A ZF 7 (Ehlers-Danlos syndrome)
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FAE S (Cohen syndrome)
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%% (Arthrogryposis multiplex congenita)
TEelo| Eitlof w2t KA flolo] teixl [l thst ZAlol sket

2f

o

%
o

- | =
o 0X
el
X
-1

>|.
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(Multiple pterygium syndrome, lethal type)

Z=HHY acyl-CoA ETiix ZHF
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(Very long-chain acyl-CoA dehydrogenase deficiency)

2l ZFZ (Leigh syndrome)
g Hof Melo| melof el el KX} el

Hel 2olEl J1Eel SBEE

st
F2X|EZ (Mucolipidosis)

MMBEE-THHEE

(Osteopathia striata with cranial sclerosis)

FMM ot Z0lES
(Hereditary amyloidosis)

ofo|ZtC|-FElOAHA ST

= 5%

(Aicardi-Goutieres syndrome)

2| =20y 52
(Li-Fraumeni syndrome)

Renpenning &2
(Renpenning syndrome)

HI2H H|E 3= 2
(Bardet-Bied! syndrome 2)

HE AF AE QA Y EF2 3

(Vertebral cardiac renal and limb defects syndrome 3)

-2z 532

(Wieacker-Wolff syndrome)

SAMA LY T o[2AE ICE

S

(Cutis laxa, autosomal recessive, type IC)

Au-Kline %2 (Au-Kline syndrome)

HM ZFF IIAE (Usher syndrome, type 2A)

%3 (Branchiooculofacial syndrome)
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(Microcephaly and chorioretinopathy, autosomal recessive, 1) o1 StEZ A ZES (Alpha-1 antitrypsin deficiency)
Mgk o #¥Z (Restrictive dermopathy 1) HHy SF Mev| s
_ (Congenital central hypoventilation syndrome)
7t &&= (Cowden syndrome 1) 9 }/p - y
HEZDMEZOIENE
gE2Y 3L 200 B2 ) ) ) )
(Rhabd th_ gi " T p 0 (Congenital alveolar dysplasia, Alveolar capillary dysplasia)
abdoid tumor predisposition syndrome LA B5E S uket Faab ZVE A H R 8

PIEZO20| Atof| o|Et BETZEZ
(PIEZO2-related arthrogryposis)
TEM MAE A2 2 AMEY I SFF LMNAO| Akol| |3t SFRFA AlZHZ

o o T L
(Structural heart defects and renal anomalies syndrome) (LMNA-related dilated cardiomyopathy)

(Rajab interstitial lung disease with brain calcifications, RILDBC?2)

HEUEAM: 3 SRAAEL chiCH TPMIi g shatd M2 E
(Methylmalonic aciduria and homocystinuria, cblC type) (TPM1-related Dilated cardiomyopathy)
FHo22E2dZ (Agammaglobulinemia) N : : :
BhH 20l (Chroni omat p ) . EHI%E 7I§§% = st %éﬁ%”lé
i ronic granulomatous disease (Capillary malformation-arteriovenous malformation syndrome)

F2ZE S HgZdy Zhof
(Severe combined immunodeficiency disorder)
JigM S FF (HyperlgM syndrome)
NEMO Z & ZFZ (NEMO deficiency syndrome)
FHAM EEE (Hereditary angioedema)

RYR2-¢1 2t FIeH|E2tel ctagad Al Algl W (RYR2-related
catecholaminergic polymorphic ventricular tachycardia)

MY SN MM HMOIA 9

(Arrhythmogenic right ventricular dysplasia 9)

A 2 HyM XNolES SUHsH 5HXI A =5 (Amelia, posterior,

o o1 7 M1g AotHAN il S22 o
= (Autoimmune polyendocrine syndrome typed) with pelvic and pulmonary hypoplasia syndrome)
IPEX &= DNAH50| Afof| o3 2lgtM Mz 2% o|ArS
(Immune dysregulation, polyendocrinopathy, enteropathy, (DNAH5-related primary ciliary dyskinesia)
X-linked(IPEX) syndrome) At A 2 M MYBPC39d & H| =M A28 Z(Autosomal recessive
FAzjo|um el An FI| ¢H FFH MYBPC3-related hypertrophic cardiomyopathy)
(Cryopyrin associated periodic fever syndrome(CAPS)) Sojotorx
. LR = %EE%?E XM Z2F2F (Spinal muscular atrophy)
(Hyperimmunoglobulin E(IgE) syndrome) 2271z =of (Myotonic dystrophy)
Jt5d MEMH 8FF (Familial adenomatous polyposis coli) AF2 3-0j2|-= A8 (Charcot-Marie-Tooth disease)
2517 A * 7b=U S%7 (Gardner syndrome) 22 MAZEA el EH & (Huntington disease)
Mg ZA JIEM 2SS S (Progressive familial AUCE (Kennedy disease)
intrahepatic cholestasis 1) EHHIC:” (Krabbe d )
3 3 (Krabbe disease
M M{E (Cystic fibrosis) - —— : :
"Ho|d fA-0H 2Xd}5t8 (Pelizasus-Merzbacher disease)

[=}
SE7 XA H D& QF (Pri i _
&71A 2ARSH 18 2 (Primary pulmonary hypertension) ML 4uM 2ZA X (Spinocerebellar ataxia)
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(EXOSC9-related pontocerebellar hypoplasia)

LAMC3-¢4 & of | = & 7| ™
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Ah__lx :|_|Jt4_—rL§7< L= oAt Sdist Al E=RRIo)
(Neurodevelopmental disorder with microcephaly, arthrogryposis and
structural brain anomalies)
ol ZEmIMEA acy-CoA MstEL ZES

(Mitchell syndrome/Peroxisomal acyl-CoA oxidase deficiency)
gk 2l HME LEE g

(Developmental and epileptic encephalopathy 9)
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o|dA eHE o|¥eE (Metachromatic leukodystrophy)
MZol= 2|ZFAMZE (Ceroid lipofuscinosis £+ Batten disease) -
2 #=5F3F (X-linked hydrocephalus) o=
olE7| MAazsd SEAx (LAMC3-related cortical malformations)
- ia with central oo nat 28 2SAx AH gof U A 53
(Childhood ataxia with central nervous system hypomyelination) 0 ) )
. - - : (Cerebellar ataxia, impaired intellectual development, and
Z2|=2t0|5] 2F4 = (Friedreich ataxia) dysequilibrium syndrome 4)
=elt] =¥ZS (Glycine encephalopathy) U 24 =E 28 (Episodic ataxia type 2)
Ao AEM 0l|&F (Periventricular nodular heterotopia) SODIU T 29 =N =AIASIE
XMzZ+EM F7|M od| (Hypokalemic periodic paralysis) (SOD1—reIatZd ?myg}rto'{)i]iiklateral isclerosis)
gich gl o XME LHE K- 2 X|ﬁae§0H 92 .
== = "-s < (Intellectual developmental disorder, X-linked 9)
(Developmental and epileptic encephalopathy) ChetbA AIRHE (Polycystic kidney disease)
12l X S%= (Fragie X syndrome) MHN EHZtEE MEFF (Congenital Finnish nephrosis)
FHAM 2= A stEtal o] (Hereditary spastic paraplegia) HLRCC Al xtot
FUA 2L ZH4H (Hereditary sensory and autonomic (Hereditary leiomyomatosis and renal cell cancer)
neuropathy V)
24 AN =S (Acute necrotizing encephalopathy) clMl =2 2ol (Renal tubular dysgenesis)
Az
x| AbSH M AP LA Ab SR 9 2 5 Rt ol Bl A=
(Dentatorubropallidoluysian atrophy) ME olgd/F8ME (Renal hypodysplasia/aplasia 3)
58 253F (microcephaly 5, primary, autosomal recessive) PAX20|Abol| o8t A EA Al7A HsS
x5 4ES Sotst Hije A gALEE (PAX2-related focal segmental glomerulosclerosis)
(Megalencephalic leukoencephalopathy with subcortical cysts) INF20| Atof| o]t = o ALRH HES
MMM ZKY (Congenital myopathy) (INF2-related focal segmental glomerulosclerosis)
XOd BRI M AIX| & E5 2 12W YoM ZH A (Retinitis pigmentosa)
(Intellectual developmental disorder, X-linked 12) atatolM| ZZ (Retinoblastoma)
AZ29o| Z2E ZFT b=zt 2] (Retinoschisis)
(Galloway-Mowat syndrome) ayztab A2 (Choroideremia)
o= on_;u_ =2o
ok} H =2 MHM SetA| (Leber retinal congenital amaurosis)
H A E 8
(Best disease EE+= Vitelliform macular dystrophy)
2|8 (Norrie disease)
Al A 2% (Optic atrophy)
F&xZ (Aniridia)
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(Avellino corneal dystrophy, homozygous)

opdlia| - Ztato|ALE, o|8HEHAvelino comeal dystrophy, heterozygous) X2l
AEI2EY (Stargardt disease)

2|ot2 MR3HE (Fibrosis of extraocular muscles)

o| by
=E

Mz o|HEZ (Cone-rod dystrophy)
=AM s M 28 (Foveal hypoplasia 2, with or without optic
nerve misrouting and/or anterior segment dysgenesis)

oI A

214 +=%3ZF (Epidermolysis bullosa)
2t st 2uf 3ol "M E (Hypohidrotic ectodermal dysplasia)
mlegte| ZtstctalE (Epidermolytic hyperkeratosis)

X-o1g O{2lM: AHZ0|E MulEtd AEE

(X-linked ichthyosis: Steroid sulfatase deficiency)

kI

MHM o2l (Congenital harlequin ichthyosis)

TERT-9i 2 SMH4 Zsto|&5

(TERT-related dyskeratosis congenita)

old[el=1tA

FHAM HZEof (Hereditary deafness)

SeAMAGY o 128/ M5 F2 DY

(Deafness, autosomal recessive—12/Usher syndrome type 1D)

& 2% (Hemophilia)

(Sickle cell anemia)

51 & (B-thalassemia)

& (a-thalassemia)

et
12
X

(Congenital neutropenia)

29y ZMdgaety

emorrhagic telangiectasia)

>

(Hemophagocytic lymphohistiocytosis)

3 (Von Willebrand disease)

AlM Z &k (X-linked lymphoproliferative disease)
0

C A Z sk (Protein C deficiency)




