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T84 E (Achondroplasia)

=2t 28 MZE (Osteogenesis imperfecta)

=34 ZE (Osteopetrosis)

7Y oidd =d=8535

(Hereditary multiple osteochondromas)

HaddE oldd S

(Rhizomelic chondrodysplasia punctata)

MHEN HEwML FAol4
(Spondylo—epiphyseal dysplasia congenita)

CtetM =k o|® A S (Multiple epiphyseal dysplasia)

(Hypochondroplasia)

=
o O
A EZ 2 M S (Pseudoachondroplasia)

A BHHO|Y, #O|EY

(Metaphyseal chondrodysplasia, Schmid type)

ERFot gMol4& 18 (Desbuguois dysplasia 1)

MM =3k M70|d M S(Fibrodysplasia ossificans progressiva)

=2-&70 &2 &% Z(Nail-patella syndrome)

L = Al

MMM BAl 318 M4ZE (Congenital adrenal hyperplasia)
D

AMatd E2d (Vitamin D resistant rickets)

XMolAt g A~Z (Hypophosphatasia)

Z+ArM 715X 515 (Pseudohypoparathyroidism)
A M MZE (Adrenal hypoplasia congenita)

CtEA L Z2H[M S 19
(Multiple endocrine neoplasia type 1)

ChEd U EEEY 532 28

(Multiple endocrine neoplasm type 2) EE= ZtAHM Al of

cCto| &zt

S5 0|4 A H Ol AR g

(Numerical chromosome abnormalities)

B A A MK T =A 0 A
(Pathogenic/Likely pathogenic structural chromosome rearrangements)
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EXE

o
m]

o

(DiGeorge syndrome)

Gaucher disease)

= (Lesch Nyhan syndrome)

ot 5%+ (Marfan syndrome)
ElE

A2 Ro|= AE
(Omithine transcarbamylase deficiency)

B O] AtAE (Tay-Sachs disease)

2124 (Wilson disease)

(Fanconi anemia)

(Bloom syndrome)

(Adrenoleukodystrophy)

(Alport syndrome)

3 (Fabry(-Anderson) disease)

= (Barth syndrome)

(Coffin-Lowry syndrome)

= (Crouzon syndrome)

= (Goltz syndrome)

(Hunter syndrome)

— | Hd

Incontinentia pigmenti)

= (Lowe syndrome)

Neurofibromatosis)

&7 (Orofaciodigital syndrome)

A

5 A i
o 2T 7E:|Jé!

ehydrogenase deficiency)

0
<<
=S
C
<
QO
—
)

= (Sanfilippo disease)

o (Stickler syndrome)

(Tuberous sclerosis)

Von Hippel-Lindau disease)

(Wiskott=Aldrich syndrome)

3 (Niemann-Pick Disease)




Z < (Wolf-Hirschhorn syndrome)

o
A EE2E S (Citrullinemia)

2| 2H-LXI 2S5 =2 (Crigler-Najjar syndrome)
tE ASZS (Galactosemia)

Z T EIRIME S (Glutaric acidemia)

Il
0

Glycogen storage disease)

2= A3l acyl-CoA EtFAag A ZBES

(Long chain 3-hydroxyacyl-CoA dehydrogenase deficiency)
= (Maple syrup urine disease)

HAH A SFF (Menkes syndrome)

ot (Wolman disease)

HAlH ST (Zellweger peroxisome syndrome)

DM S 254X (Ataxia telangiectasia)
C

=& S (Mucopolysaccharidosis)

(Hereditary fructose mtolerance = Aldolase B deficiency)

FtLtdtE (Canavan disease)

MAAM CHate A

(Congenital disorder of glycosylation)

A AEIZAZF (Cystinosis)

HuA-=ei# &SF = (Denys-Drash syndrome)

GM1 Z=22|2A0|EZ (GM1 gangliosidosis)

ste{x 2Hl-A Tt X8 (Hallervorden—-Spatz disease)

otHl 2 ZFZ (Apert syndrome)

HZFIWZ @AM ol4 (Cleidocranial dysplasia)
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2|5 (Congenital erythropoietic porphyria)
= (Noonan syndrome)
- X[o} - =24 O|EMB
(Oculodentodigital dysplasia)
ol ZF & (Pfeiffer syndrome)

MHr
KU | O

HERaME

(Sacral agenesis syndrome EE+= Currarino syndrome)

A 0| A-2 EI—E?_lLIE E&T

(Smith-Lemli-Opitz syndrome)

Egx 222lA ZF (Treacher Collins syndrome)
HHE2EH SR =23 ZF 7 (Waardenburg syndrome)
=3 Z-clolot2E ZFF (Blackfan-Diamond syndrome)
2 Z7|d (Lymphatic malformation)

(Baller-Gerold syndrome =+ Saethre Chotzen syndrome)

O|PF UM Mol (D|astroph|c dysplasia)

LEUE oiofMEtEs EEHS

(Ornithine aminotransferase deficiency)

ot7io|# B &35 = (Branchiootorenal syndrome)

Zo|C]o| =AM =& (Loeys-Dietz syndrome)

WA= ZTFZ (Meckel Gruber syndrome)

Combined oxidative phosphorylation deficiency 14 (mCOXPD14)

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

AX| 5FZ (CHARGE syndrome)

MES = (Sandhoff's disease)

x| AP O|E M E (Thanatophoric dysplasia)

A HAZo|eEMo|Ar

40| AZF (Schimke immunoosseous dysplasia)
LEA ZF T (Sotos syndrome)

o|-E{| 0|H| ZF = (Rubinstein-Taybi syndrome)

= (Holt-Oram syndrome)

7t 7|5 F 2 (Kabuki syndrome)
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o

ZO|ZMHA SFF (Peutz-Jeghers syndrome)

]
o

o

Fdiglot=EEd| 5FF (Cornelia de Lange syndrome)

e &% (Farber syndrome)

ol

H 7] &= (VICI Syndrome)

2 dlMFLbobd ZE S (Pyruvate kinase deficiency)

delA S (MELAS syndrome)

= (Bartter syndrome)

_?_
Z (Hyperoxaluria, primary)

FHE ZFZ (Joubert syndrome)
(

ANEH dMd #+58EFZ 2

(Lethal congenital contracture syndrome 2)

Lad-2tE ST (Sjogren-Larsson syndrome)

HEZ|-Hl&8{ SFZ (Antley-Bixler syndrome)
X

o (N

otml R FHRIE X-FMA B MAXH E3T

(Alpha thalassemia X-linked mental retardation syndrome)

Holzte ™ ZHT 18

(Infantile liver failure syndrome type 1/LARS)

o SMY HAlo| e

HEolo| Ettol wE LARS #AAte] AM 7ol o5t Hot

deArctzE2A S (Ehlers-Danlos syndrome)

[—

AMud Z Aol Bhar

¥ Sl 2o MELo|ol Ech WE Y@M AZA chz2A FFA(Vascular
)

o A

'I?I'
IS F= 7 (Cohen syndrome)
of metof ufz} Hatel WMol AFE o

o
ol
o

=0F MZelo| Eitof w2l A 2lelo] Bi5ZTl 7ol tigh HAlol

F
Mol 2 8 1TSS (Arthrogryposis multiplex congenita)

RAM CHUN oMH B2

(Multiple pterygium syndrome, lethal type)

2lx| &2 (Lynch syndrome)

ol A3 Hl &+ (Escobar syndrome)

A~ A

ol
IE
0¥

M acyl-CoA B2
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(Very long—chain acyl-CoA dehydrogenase deficiency)
2|M SFZ (Leigh syndrome)

ZHel 22|

# SlE pob Mgolo] @eidl ule} del FUAD Aelel Jlael BEEE
st Mol ZH Aol Sheh
TE'rEI_II = (Mucolipidosis)
MAZHES-FI1E 35S

(Osteopathia striata with cranial sclerosis)
FHAM oL =0|ES
(Hereditary amyloidosis)

ofo| FIC|-FEl 2| A T
(Aicardi-Goutieres syndrome)

2 Z2lHy 5+
(Li-Fraumeni syndrome)

Renpenning &%
(Renpenning syndrome)

HI2H HE SF2 2
(Bardet-Biedl syndrome 2)

HE AT AT Y AKX EE ZFT 3

(Vertebral cardiac renal and limb defects syndrome 3)

H-2= S

(Wieacker-Wolff syndrome)

HAMALY T F ol%E ICE

o

(Cutis laxa, autosomal recessive, type IC)

Au-Kline &2 (Au-Kline syndrome)

HM ZSF IIAE (Usher syndrome, type 2A)

AMED &= (AMED syndrome)

St L SEHSHA] e BesE BT
t

thoracic dysplasia 3 with or withou polydactyly)

—rib
AFotal M EA ZEZS (Squalene synthase deficiency)

=

S &2 (Gorlin syndrome)
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S Y

(Microcephaly and chorioretinopathy, autosomal recessive, 1)

Mgt w &9 Z (Restrictive dermopathy 1)

7tdE &F7 (Cowden syndrome 1)

= =] = = S
2D ZF 40 2L

(Rhabdoid tumor predisposition syndrome 1)

PIEZO20| Atof| e|st AEFTHZT
(PIEZO2-related arthrogryposis)

2 e
TEA AT de o AF J|H 552

(Structural heart defects and renal anomalies syndrome)

HETEME 3 SEAAESR chiCH
(Methylmalonic aciduria and homocystinuria, cblC type)

fzZol2 28285 (Agammaglobulinemia)

[
M S olE ™ (Chronic granulomatous disease)

|'EI

o
o3 A E ZEoff (Severe combined immunodeficiency

% _I- - 1= - o
disorder)

0¥
0l

=
S

I

DigM SFF (HyperlgM syndrome)

NEMO Z& &% (NEMO deficiency syndrome)

= -

M d2E S (Hereditary angioedema)

o = =

2

o
T

M1 AZtHAY ofd S22

(Autoimmune polyendocrine syndrome typet)

IPEX &%
(Immune dysregulation, polyendocrinopathy, enteropathy,
X-linked(IPEX) syndrome)

Felo|u gl g FI| Ud Z=F

(Cryopyrin associated periodic fever syndrome(CAPS))

De2RERESFT

(Hyperimmunoglobulin E(IgE) syndrome)

g V|

7IEMH MEMH 33 (Familial adenomatous polyposis coli)

o o o O O

« 7= &+ (Gardner syndrome) E gt

Midg MM Jt5d ZHEE M S (Progressive familial
intrahepatic cholestasis 1)

=M M{3S (Cystic fibrosis)

XM EH T8 (Primary pulmonary hypertension)
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(Congenital central hypoventilation syndrome)

H DML S
(Congenital alveolar dysplasia, Alveolar capillary dysplasia)

= A5|512 Skt Rajab ZHAA H A S

(Rajab interstitial lung disease with brain calcifications, RILDBC2)

LMNAO| &0 ofst &t&M MZHZE
(LMNA-related dilated cardiomyopathy)

TPMi1od 2t &M AMZHE
(TPM1-related Dilated cardiomyopathy)

ZME VdEs StHet sHUT|Y
(Capillary malformation-arteriovenous malformation syndrome)

RYR2-¢4 2t 7He| 22ttl ctd M A A dlH(RYR2-related
catecholaminergic polymorphic ventricular tachycardia)

MO QUM AN HAHOA 9

(Arrhythmogenic right ventricular dysplasia 9)

DA 2 HE"yMd XMstE S sUhet sHX| 2 &35 (Amelia, posterior,
with pelvic and pulmonary hypoplasia syndrome)

DNAH50[| 2tof| efst et M2 23 o[&4T
(DNAH5-related primary ciliary dyskinesia)

At M H H M MYBPC3 & H| =M A28 Z(Autosomal recessive
MYBPC3-related hypertrophic cardiomyopathy)

ZolgeE

MM 222 (Spinal muscular atrophy)
1

SZIEM Folf (Myotonic dystrophy)
At2 A-ol2|-F A8 (Charcot-Marie-Tooth disease)

S E B8 (Huntington disease)

AUlcle (Kennedy disease)
A2t (Krabbe disease)

(Pelizacus—Merzbacher disease)

o
M kM 254X (Spinocerebellar ataxia)
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FHe| 12| o X &l 5}04

Old M YAl o|HAZE (Metachromatic leukodystrophy)

- =

MZ0|E 2|ZFAIZ (Ceroid lipofuscinosis B+ Batten disease)
X2k =53F (X-linked hydrocephalus)
==

(o}

—

A 2 = o
| HEZEN 2SMx

of
(Childhood ataxia with central nervous system hypomyelination)

zz|=2}o]ls| 24 = (Friedreich ataxia)

=2/ =¥ ZF (Glycine encephalopathy)

A 0o|£23F (Periventricular nodular heterotopia)

o

!

HPNEC N

MzES F7|M oid| (Hypokalemic periodic paralysis)
ek 5 L ME HHE
(Developmental and epileptic encephalopathy)
o2l X 5F 7 (Fragile X syndrome)
MM Z=M stubAobdH| (Hereditary spastic paraplegia)
48 (Hereditary sensory and autonomic
neuropathy V)
24 AIM &S (Acute necrotizing encephalopathy)

X ot M SHEFA MRS
(Dentatorubropallidoluysian atrophy)
58 2&53F (microcephaly 5, primary, autosomal recessive)

o

DR GBS st AiHe WEHYE

= O -

(Megalencephalic leukoencephalopathy with subcortical cysts)
MMM Z=EHY (Congenital myopathy)
XA ZUEX|AY MX|H S 12H
(Intellectual developmental disorder, X-linked 12)
AZ9ol BoE =T
(Galloway-Mowat syndrome)
k|, BHTES, HTE ol4S SHIBH AlZwst)
(Neurodevelopmental disorder with microcephaly, arthrogryposis and
structural brain anomalies)

0 Z=T/opkelAd| acyl-CoA tetea Z2ES

(Mitchell syndrome/Peroxisomal acyl-CoA oxidase deficiency)

Yt 91 HNE S o

(Developmental and epileptic encephalopathy 9)




ZHe 22l FH A sy
EXOSCo% &t A~ M EH
(EXOSC9-related pontocerebellar hypoplasia)

LAMC3-¢4 2+ ol =| | & 7| &
(LAMC3-related cortical malformations)

aHM 2SAx AH Fof ¥ FHF 32 43
(Cerebellar ataxia, impaired intellectual development, and
dysequilibrium syndrome 4)

U™ 2zA X 28 (Episodic ataxia type 2)

SOD1d 2t 2954 F44=25

(SOD1-related Amyotrophic lateral sclerosis)

X-¢d2h X & eEEof oy

(Intellectual developmental disorder, X-linked 9)

chebM ALERE (Polycystic kidney disease)

M =S AMEF# (Congenital Finnish nephrosis)

—

M =
o

HLRCC 2l &tet
(Hereditary leiomyomatosis and renal cell cancer)

MM =2k gk o|AF (Renal tubular dysgenesis)

A2 A
AE ol M/FHAE S (Renal hypodysplasia/aplasia 3)
PAX20| &0l 2|5t =2 & Al7A d=ts5
(PAX2-related focal segmental glomerulosclerosis)
INF20[| &tofl 2|et =4 & Al7A H=tE5
(INF2-related focal segmental glomerulosclerosis)
atotM| Z A (Retinitis pigmentosa)
atatotM £S5 (Retinoblastoma)
aatE 72 2| (Retinoschisis)
o 2tat A& (Choroideremia)
o2} 7 g =2 MHM S=2tAl (Leber retinal congenital amaurosis)

H| A E &9

(Best disease -+ Vitelliform macular dystrophy)

2|8 (Norrie disease)

Al M A 2IE (Optic atrophy)

2 5x S (Aniridia)




FHe 2| & & 2ta
oflZ| = ZtetolatE, =™
(Avellino corneal dystrophy, homozygous)

[kl
0 Wil
0
oo
]

(Avellino corneal dystrophy, heterozygous) Al 2|

[otol A, ol Bt

wxopdlz| - Zteto| A S,
AEZF2 EY (Stargardt disease)

= M73tE (Fibrosis of extraocular muscles)

re

2|

SME 0| H kS (Cone-rod dystrophy)

rio

=l 2os] el
nerve misrouting and/or anterior segment dysgenesis)

=
28 (Foveal hypoplasia 2, with or without optic

T 1l =%Z (Epidermolysis bullosa)

M4 Z (Hypohidrotic ectodermal dysplasia)

euf ol d S

l 7—.*§P I2tZ (Epidermolytic hyperkeratosis)
AE.”EOI _— AM _\7.|-E|-X-|| 7=l EIE

Q| u| Al

Eauta
O

X I_ 01
(X-linked |chthy03|s Steroid sulfatase deficiency)

I-J

M of{2IM (Congenital harlequin ichthyosis)

MHd
TERT-od 2t dHd Zt=to|ah3s

(TERT-related dyskeratosis congenita)

MM HZH&ol (Hereditary deafness)
£33 DY

HA

=l

|'O
o

ofH|

MM AN HH 128/0{M
(Deafness, autosomal recessive—-12/Usher syndrome type 1D)

2 (Hemophilia)

o

ol
o

et
I
N

(Sickle cell anemia)

1 (B-thalassemia)

(a—thalassemia)

4% (Congenital neutropenia)

SHN MR

N A =4 M
emorrhagic telangiectasia)

(Hemophagocytic lymphohistiocytosis)

(Von Willebrand disease)
(X linked lymphoproliferative disease)

(Protein C deficiency)

>




= pN| = XIs}
B o1z 21 22 3 293 3000 02 HZ00E
FHe| 1 2] A X M &
Cl =X &= C| =X 552
(Di George’s syndrome) (DiGeorge syndrome)
M8 (Gaucher's disease) MY (Gaucher disease)
o2 53+ o2 53+
(Marfan’s syndrome) (Marfan syndrome)
&= (Wilson’s disease) g &8 (Wilson disease)
o= "gl'd (Fanconi's anemia) | =2 L #l&@ (Fanconi anemia)
cho| 2 =& 3% (Bloom syndorme) | & &% (Bloom syndrome)

== 5T (Goltz’s syndrome)

== 5% (Goltz syndrome)

= (Hunter's syndrome)

T (Hunter syndrome)

= (Hurler syndrome)

= (Hurler syndrome)

x| Z& 7 (CHARGE syndrome)

- (CHARGE syndrome)

st 52

(Farber's syndrome)

st 5%

o (Farber syndrome)

oH-2= 557

(Wieacker Wolff syndrome)

oF-2= 557

(Wieacker-Wolff syndrome)

RYR2-9¢1 2t FlE| 2212 Cts M
AlAlH|OH (RYR2-related

RYR2-901 2t FlE| 2212 Cts M
Al Ald| B (RYR2-related

1A catecholarminergic polymophic catecholaminergic polymorphic
ventricular tachycardia) ventricular tachycardia)

SIEE 8 (Huntington’s disease) | 81 € &% (Huntington disease)
R =Z2|=2lol3| SEAE =Z2|=2lol3| SEAE

(Friedreich’s ataxia)

(Friedreich ataxia)

olH| ol % 3}

Albod AH j(.” AN A

128/ &= 1DY
(Deafness, autosomal

Aol A H AN Y
128/ E== 1DY

(Deafness, autosomal

7
| recssive—12/Usher syndrome recessive—12/Usher syndrome
type 1D) type 1D)
& off | 24 (Haemophilia) & 28 (Hemophilia)




