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ofo|ZIC|-FE|dBlA SFEL
(Aicardi-Goutieres syndrome)

2 Z2tRdy 5FL
(Li-Fraumeni syndrome)

Renpenning 5
(Renpenning syndrome)

Hi2H B &% 2

C| 7] 2 :
(Bardet-Biedl syndrome 2)

HE AT N Y AR 2B 5FF 3

(verterbral cardiac renal and limb defects syndrome 3)

oH-2= 557

(Wieacker Wolff syndrome)

CHUA L 2H|4 B9 13

(Multiple Endocrine Neoplasia type 1)

22t7| A

TPM1°._:|-E|' gl-m%—l AlZ2gd =
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(TPM1-related Dilated cardiomyopathy)
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(Capillary malformation-arteriovenous malformation syndrome)

EXOSCod &t ~xd MM EHN
(EXOSC9-related Pontocerebellar hypoplasia)
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(Achondroplasia)

Osteogenesis imperfecta)
(Osteopetrosis)

o
1 0|>|

(Hereditary multiple osteochondromas)
(Rhizomelic chondrodysplasia punctata)

54 M 0| AHSpondylo—-epiphyseal dysplasia
congenita)

A& (Multiple epiphyseal dysplasia)
Z (Hypochondroplasia)

M Z (Pseudoachondroplasia)
Z7hChod TE A 0| A

#o| =3

chondrodysplasia, Schmid type)
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M = (Congenital adrenal hyperplasia)

2 (Vitamin D resistant rickets)
2 Z (Hypophosphatasia)

L = Al

X 5} (Pseudohypoparathyroidism)

(Adrenal hypoplasia congenita)
T o4&t M o A& 2HNumerical

abnormalities)

0l

chromosome

HiZA o4 A

o 1 a1

M| TZ=2 0|4 (Pathogenic/Likely pathogenic Structural

chromosome rearrangements)
Cl =X 5% Z(Di George’s syndrome)

M| 84 (Gaucher’s disease)

cCto| 2

(Lesch Nyhan syndrome)
Marfan’s syndrome)

(Ornithine transcarbamylase deficiency)
Ak A (Tay—Sachs disease)
23 (Wilson’s disease)

T3 L dHl&(Fanconi's anemia)
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H2 E &% (Barth syndrome)

FE-22| 5FZ(Coffin-Lowry syndrome)

= 7 (Crouzon syndrome)

=
== ZFZ(Goltz's syndrome)

B & F A (Hunter's syndrome)

ZZ(Incontinentia pigmenti)

= (Lowe syndrome)

= (Neurofibromatosis)

5 = 7 (Orofaciodigital syndrome)

HA BS54 ZAE(Pyruvate  dehydrogenase deficiency)

AZ 2z Z5F F(Sanfilippo disease)
= & 2 (Stickler syndrome)

(Tuberous sclerosis)

Z s|g-2lcte &% F(Von Hippel-Lindau disease)
HIAZTE-2E2|X| &= (Wiskott-Aldrich  syndrome)

£ = (Hurler syndrome)

= 2 4| 2t8 & (Propionic acidemia)

o & & 2 A S (Methylmalonic  acidemia)

H 27 £ = & (Phenylketonuria)

E| 2 A& & (Tyrosinemia)
Z F #(Wolf-Hirschhorn  syndrome)

Al & E 2l & S (Citrullinemia)

Crigler-Najjar syndrome)
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Ztet e A s S (Galactosemia)

= (Glutaric acidemia)

Cfel =X &8 (Glycogen storage disease)
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T2 = [=]

T =43 acyl-CoA BEragd A ZE S(long chain
3-hydroxyacyl-CoA dehydrogenase deficiency)

CHE & =8 (Maple syrup urine disease)

HHA Z5F2(Menkes syndrome)

2l ot (Wolman disease)

HH &= (Zellweger peroxisome syndrome)
|

o ohEt A 23 4A X (Ataxia  telangiectasia)
=
o

M o c} & &l & (Mucopolysaccharidosis)

2l E &% (Rett syndrome)

Al = (Oculocutaneous albinism)

I:I_Il-l
etetal 5= #(Alagille syndrome)

SHMM DSHENS

(Hereditary fructose intolerance E== Aldolase B deficiency)

FtLtdte (Canavan disease)

MHM S35 X (Congenital disorder of glycosylation)

Al A El =X Z(Cystinosis)

O A-=24 &F(Denys-Drash syndrome)

GM1 ZZ22| A0l EE(GM1  gangliosidosis)

st ¥ 2 Hl-A 1}l X 8 (Hallervorden—-Spatz disease)

otH| =2 =% (Apert syndrome)

M ZFI0Z & Mol AHCleidocranial  dysplasia)

= (Cockayne syndrome)

(Congenital  erythropoietic porphyria)
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E(Noonan syndrome)

Z (Oculodentodigital dysplasia)

0

= (Pfeiffer syndrome)

M =28 M E(Sacral agenesis syndrome == Currarino

syndrome)
Ao|A-#2|-LI % FF F(Smith-Lemli-Opitz syndrome)
EgX SzlA 5 FF(Treacher Collins syndrome)

H2H £ =23 FF 7 (Waardenburg syndrome)
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= (Blackfan-Diamond  syndrome)

2l = 27| & (Lymphatic malformation)

Hal-HE= & F 2 (Baller-Gerold syndrome HE=
Saethre-Chotzen syndrome)

0|2k & Mol AH(Diastrophic dysplasia)

2=Uel ofo|H

=] = =
I_%"OA i |

24 2l = (Ornithine  aminotransferase
deficiency)

ot7to|# & &Z ZF(Branchiootorenal syndrome)

Z0|C]of| = Al =& (Loeys-Dietz syndrome)

I
28 5% (Meckel Gruber syndrome)

Combined oxidative phosphorylation deficiency 14(mCOXPD14)

ARCZ =7 (Arthrogryposis-renal dysfunction-cholestasis syndrome)

xX| &% 2 (CHARGE syndrome)

M E 5 T (Sandhoff's disease)

x| AFAM 0| & M S (Thanatophoric  dysplasia)

27 A Zo| ™ Mol AS(Schimke immunoosseous dysplasia)

%
~EA ZZF7(Sotos syndrome)
=<

= (Rubinstein-Taybi  syndrome)

ZEE-22t 5F Z(Holt-Oram syndrome)
27| 5 F 7 (Kabuki syndrome)
ZO|ZMHA Z=F(Peutz-Jeghers syndrome)

S ¥ (Cornelia de Lange syndrome)
S 2 (Farber's syndrome)

H| 7] &= Z(VICI Syndrome)
2

S| AT oA 2 E S (Pyruvate kinase deficiency)

detA ZFE(MELAS syndrome)

= o (Bartter syndrome)

(Hyperoxaluria, primary)

%
THE ZZF(Joubert syndrome)

AZEHHE &S H(atypical Singleton-Merten syndrome)
A g2 olgMdE(Jeunes syndrome)

el
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ZHel 22| 7 A

(Lethal Congenital Contracture Syndrome 2)

L -2l2E 5 F 2 (Sjogren-Larsson  syndrome)

= = (Antley-Bixler syndrome)
otul X[ Esfela X-HMy oA HAMX|H ZFF(Alpha
Thalassemia X-linked Mental Retardation Syndrome)

dottEM S 19

(Infantile liver failure syndrome type 1/LARS)
% slg 2ob Moo mtlo| w2 LARS RAAS UMSM| oF o}
527 18 KHY HAl| e
F2 A S =27 (Ehlers-Danlos syndrome)

I e st dzA ct2A ZSFF(Vascular

¥ sy 2of MEelel EhCho
Ehlers-Danlos Syndrome) FHE HAtoll stE
= T (Cohen syndrome).
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=
MAH Mgt 2" 7 5 S (Arthrogryposis multiplex congenita)
% STt 2of MZolo| melol w2l RAA UI0| Xl Faol et ZAjol shat

XA Ctebd dMdH ST
(Multiple Pterygium syndrome, Lethal type)

2l x| &&+(Lynch syndrome)

ol A zdt = Z(Escobar syndrome)

PNEN acyl- CoA EtEardA ZHE=
(Very Iong—cham acyl-CoA dehydrogenase deficiency)

2| M &F(Leigh syndrome)
ZHEHo| EEFEF Hel FEXIE =elE JiE2

M

R

0l

=
S

T 3 X| & Z(Mucolipidosis)
A

NABEE-FIHEeE

(Osteopathia striata with cranial sclerosis)

MM ol zolES
(Hereditary amyloidosis)

ofo| Z}C|-FE[o2l| & ST
(Aicardi-Goutieres syndrome)

2 =ML 5FZ
(Li-Fraumeni syndrome)

Renpenning S
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(Renpenning syndrome)

H2H HE S 2
(Bardet-Biedl syndrome 2)

HE AE, AT Y AR 28 537 3y

(verterbral cardiac renal and limb defects syndrome 3)

o-2Z ZE2

(Wieacker Wolff syndrome)

CHUA LH2H|M o 13

(Multiple Endocrine Neoplasia type 1)

F o112 2 £ 218 S (Agammaglobulinemia)
A

0bM £ ol& = (Chronic granulomatous disease)
O

55 =2 HAAE Foli(Severe combined immunodeficiency
disorder)

TIgM &% 2 (HyperlgM syndrome)

NEMO Z & &% Z(NEMO deficiency syndrome)

=

=
FHAM o2 = (Hereditary angioedema)
A

Mg A7tHA M oM 5= (Autoimmune  polyendocrine
syndrome typel)

>

st A

7IEH ME3M 23F S (Familial adenomatous polyposis coli)
« 7124 &F T (Gardner syndrome) =gt

Mi1g M Jt5M 2 2 &S & S(Progressive familial
intrahepatic cholestasis 1)

F21/
=714

MH>
rlok

for

=M M 7S (Cystic fibrosis)

A XM 18 2 (Primary pulmonary hypertension)

otul-1 stE A ZE S (Alpha-1 antitrypsin deficiency)

HEY SF M =2

(Congenital central hypoventilation syndrome)

HEZDMYE AL S
(Congenital alveolar dysplasia, Alveolar capillary dysplasia)

M2 etE SHtet Rajab ZHA A o A et

O L

(Rajab interstitial lung disease with brain calcifications, RILDBC2)

LMNAO| &toi| 2|5t =t&td AlZ2HE

(LMNA-related dilated cardiomyopathy)
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(TPM1-related Dilated cardiomyopathy)

DHER J|Ee SeE SHYI|H
(Capillary malformation—arteriovenous malformation syndrome)

ZolgeS

MM 222 (Spinal muscular atrophy)
= ZIZA  Eroli (Myotonic dystrophy)

Charcot-Marie-Tooth disease)
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&1 Bl B 8 (Huntington’s  disease)

7 Hl C| & (Kennedy disease)

A2t &8 (Krabbe disease)

™ 2| M A -0 2 XH}5HH (Pelizacus—Merzbacher disease)

My AxM 234 Z(Spinocerebellar  ataxia)

ol M HiAl 0] kE (Metachromatic  Leukodystrophy)

M Z0|E 2|ZFAIZ(Ceroid lipofuscinosis B+ Batten disease)

Do
e

2 =535 (X-linked hydrocephalus)

ots7| M+x=dd 234 =(Childhood ataxia with central
nervous system hypomyelination)

zz|=2lols| =4 =(Friedreich’s ataxia)

=2| Al &% Z(Glycine encephalopathy)

HAMF ZAAEM 0| &~F(Periventricular nodular heterotopia)

MNzEM F7|M old|(Hypokalemic periodic paralysis)

U U HHE HWE

(Developmental and epileptic encephalopathy)

042l X FZ (Fragile X syndrome)

7d8d Zay 3PEﬁDPHI(Heredltary spastic paraplegia)
2:

T a2 A 848 (Hereditary sensory and autonomic
neuropathy V)

=24 1AM k[ S(Acute Necrotizing Encephalopathy)

x| AFSH M B CHEF L A| AL SHEH Q| ==

(Dentatorubropallidoluysian  atrophy)

58 25 3Z(microcephaly 5, primary, autosomal recessive)
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(Megalencephalic Leukoencephalopathy with Subcortical Cysts)

MMM ZFH(Congenital myopathy)
XA L EX|AH MK A SFFL12H

(Intellectual developmental disorder, X-linked12)

Ao BZRE ZFT
(Galloway-Mowat syndrome)

k|, BHTES, HTE 0l4S SHIBH AZwet)
(Neurodevelopmental disorder with microcephaly, arthrogryposis and
structural brain anomalies)

0| S2T/OMSIAH acyl-CoA Lletas BES
(Mitchell syndrome/Peroxisomal acyl-CoA oxidase deficiency)

Hict ol HME k9E 9 (Developmental and epileptic encephalopathy 9)

EXOSCOMH 2t A~ EH
(EXOSC9-related Pontocerebellar hypoplasia)

MM m

- — O I_I_}-

HLRCC 2l &tet
(Hereditary Leiomyomatosis and Renal Cell Cancer)

atokM| iZ B M (Retinitis pigmentosa)

atotol M| I = (Retinoblastoma)

atot =72 2| (Retinoschisis)

o 2+at A 2 (Choroideremia)

gl =2 MMM =2tA|(Leber retinal congenital amaurosis)

H| A E 84 (Best disease =+ Vitelliform macular dystrophy)

r2

b A 2|8 (Norrie disease)

Al A A 21 = (Optic atrophy)

£ =2zl & (Aniridia)

ot 2| .= Zzteto| A& (Avellino corneal dystrophy)

A EFJL2 E ¥ (Stargardt disease)

=
ootz M 73S (Fibrosis of Extraoccular Muscles)

HEMEZ 0|H2E(Cone-rod dystrophy)
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Fu FxZE(

Epidermolysis bullosa)
HFSHA ot 2 & o] & A S (Hypohidrotic ectodermal dysplasia)
ol Tl A Fuldtz| ztstchobE (Epidermolytic  hyperkeratosis)
X-o42h of &l M: A

2| M A Z0|E AMulEly ZBE S
(X-linked ichthyosis: Steroid sulfatase deficiency)

MEMM of2IM(Congenital harlequin ichthyosis)
ofH| I = 1bA| FMAM A ZtEof (Hereditary deafness)
& 284 (Haemophilia)
AAt My 7dlE(Sickle cell anemia)
H| E}-X| = 5lf 21 & (B-thalassemia)
ot I|-X| &5l 2l & (a-thalassemia)
MEHM S&EF Z2Z(Congenital neutropenia)
g FHNM 29N 2 MY e E(Hereditary hemorrhagic
telangiectasia)
dREAN BlEZxATE

Z (Hemophagocytic lymphohistiocytosis)
23 (Von Willebrand disease)

sH(X-linked lymphoproliferative disease)
84 24 121 Al SHProtein C Deficiency)
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