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31. &o}& " (Granulomatous disease)
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FHE| 2 2| 7l €& FMEEY
Al &3 o = 5F &M Z(Achondroplasia)
Al & 41 =2 =3 M Z(Osteogenesis  imperfecta)
A7 = 314 Z (Osteopetrosis)
A9 = 23F & (Osteochondroma)
TAI20 HMAadZ 0| &AM S (Rhizomelic chondrodysplasia punctata)
A R = 51 M 0| AHSN] —ani i
Epp TAI63 MY HFEmE  E4o[&(Spindylo-epiphyseal dysplasia
congenita)
IA79 cterM Zob o] & M-S (Multiple epiphyseal dysplasia)
TAI89 4 =X &M S (Hypochondroplasia)
TTAI90 7t o = £ 8 M Z(Pseudoachondroplasia)
S2ctA Z s Mol A FOlEY
TA152 ’ . .
(Metaphyseal chondrodysplasia, Schmid type)
Algi 27 MMM 2l 318 M S(Congenital adrenal hyperplasia)
Al 8l 251 HIEFZID M&A F 29 (Vitamin D resistant rickets)
TAI6 X 2l At 5 4 & (Hypophosphatasia)
A0 7 EA 22| A8 S(Nonketotic  hyperglycinemia)
=B S X &M Dols2lgSol| 23 Hoty| My S (Persistent
hyperinsulinemic hypoglycemia of infancy)
IA74 718 2ZAM 7| 5K 5HE (Pseudohypoparathyroidism)
TAI105 ZH A M = Zl ek (Medullary thyroid cancer)
1A116 MMM EAM X8 M S (Adrenal hypoplasia congenita)
NEES = o| 4t A o] A& EHNumerical chromosome
<e abnormalities)
NEEDR MM 2xA 0|4 QA ol &A 2h(Pathogenic structural
=< chromosome rearrangements)
NEEN Cl =X| 5&2(Di George’'s syndrome)
Al 9 M8 (Gaucher's disease)
A& &40 gl 4st &2 (Lesch Nyhan syndrome)
Al & 11 o2 g =& 2 (Marfan’s syndrome)
A8 213 22U E EsAFHHIY R 0|= ZH(Omithine transcarbamylase
cho) 2 deficiency)
. Al E 16 E| o] At A B (Tay-Sachs disease)
Aldl 17 2 &8 (Wilson’s disease)
Al 3L dlg(Fanconi’'s anemia)
Al 19 =& &2 (Bloom syndorme)
Al 220 ARl of ok kol (Adrenoleukodystrophy)
Aldl 222 gx E ZFA(Alport syndrome)
Alali 23 b= 2| (-2t &) (Fabry(-Anderson) disease)
Alaligd24 H2 E ZFZ(Barth syndrome)
Al 226 AE-22| 5FZ(Coffin-Lowry syndrome)
A&l 2428 AF= ZF7(Crouzon syndrome)
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Al &30 == 5 F(Goltz's syndrome)

Al 32 HE S =F(Hunter's syndrome)

Alal 35 A} 4~ Al = F(Incontinentia pigmenti)

Al 8 2438 2% &% #(Lowe syndrome)

Alal 39 A A M 7 Z S (Neurofibromatosis)

Al &40 FoX|(dLd= &7t Z = (Orofacio—digital syndrome)

Alali 43 u2Hi Bl g A ZAE(Pyruvate  dehydrogenase deficiency)

A&l 47 MEZZ 5% 2(Sanfilippo disease)

A&l 249 AElZ2 & F(Stickler syndrome)

Alal 50 28 M A 35 (Tuberous sclerosis)

Algl 52 = s|d-2lcte 5% 7(Von Hippel-Lindau disease)

A&l 253 H|AFE-2E2|X] 5F(Wiskott-Aldrich syndrome)

Algi g5 L 8t-x| 3 2 (Niemann-Pick Disease)

Al &l 56 FE2 S Fa(Hurler syndrome)

Al s 57 = 2 1| 2 A8 S (Propionic acidemia)

Al 258 0| & 2= M3 S (Methylmalonic — acidemia)

Algl 59 H| 2 H £ = Z(Phenylketonuria)

A&l 260 E| 2 A& & (Tyrosinemia)

Aldl 61 2Z-3¢|5 2 ZFZ(Wolf-Hirschhorn  syndrome)

TAl Al & E 28 Z(Citrullinemia)

JA2 F2| 22 -LIA2 5 F #(Crigler-Najjar  syndrome)

A3 ”EFEﬁ & & (Galactosemia)

TAl4 FEF2]| A8 F(Glutaric acidemia)

A5 ':o*%l =™ (Glycogen storage disease)

TAl7 Zhaff=Lh3} acyl-CoA EaE 4 ZES(Long chain
3-hydroxyacyl-CoA dehydrogenase deficiency)

A8 cHE Bl =8 (Maple syrup urine  disease)

TAI9 7 A SZF 7 (Menkes syndrome)

TAI13 2l 3k (Wolman disease)

A4 M H BF(Zellweger peroxisome syndrome)

1A[15 2AMEaet S 23 A = (Ataxia  telangiectasia)

A6 A o ctE 2 & (Mucopolysaccharidosis)

I1AI18 gl E 5% 7 (Rett syndrome)

O A|21 A Z (Albinism)

JA[22 gt Al =& 2 (Alagille syndrome)

A3 f?glﬂF%*%LHx(Heredltary fructose intolerance EE+= Aldolase

eficiency)

TA|25 Fttehe (Canavan disease)

A 27 MMM 52 XM (Congenital disorder of glycosylation)

TAI29 Al A EIE ™ Z(Cystinosis)

AI30 O U A-=2f4 =& 2(Denys-Drash syndrome)

A3 GM1 ZZ2[2A0|EF(GM1  gangliosidosis)

AI32 g X 28l -A Ul Xx 4 (Hallervorden-Spatz disease)

11 A|35 T2 EZF IV(Mucolipidosis 1V)

A42 otH| 2 F = (Apert syndrome)

TAI44 HZ2FI0Z2 & Mol 2AHCleidocranial  dysplasia)
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T AI45 FH 2l ZF(Cockayne syndrome)

T Al46 MHd =74 xZ=32lE(Congenital  erythropoietic
porphyria)

TAI55 £=b 5 F F(Noonan syndrome)

JA|57 w3 - Aol =24 o|&d M S (Oculodentodigital dysplasia)

TAI60 ool & %+ (Pfeiffer syndrome)

A6 M =538 M 3S(Sacral agenesis syndrome EE+= Currarino
syndrome)

TAI62 Ao|A-dH2|-2uxx  FZ 7 (Smith-Lemli-Opitz syndrome)

T AI64 Eg|x Z2lA ZFF(Treacher Collins syndrome)

1 AIB5 HI2EIE 23 T FF(Waardenburg syndrome)

11 A|68 =3 Z-clo|ol2 E & F #(Blackfan-Diamond syndrome)

TA72 MM 2 Z 5 E(Hereditary lymphedema)
HEl-HEE S5 EE=

TS Saethrel—ChotzenT yr(]gﬁollr%re)Gerold syndrome

IA77 ol kM &M ol AHDiastrophic dysplasia)

TAl8] LEUE ofnf=Metga ZEHS(Omithine aminotransferase
deficiency)

TAI83 otztol-#-3 & A= EZ Zhofj (Branchio—oto-renal spectrum
disorders)

1A|85 M2g 732X & S (Mucolipidosis 1)

11 A|87 Zo|C|jo = AME&(Loeye-Dietz syndrome)

11 A|88 a2 358 I (Meckel Gruber syndrome)

A91 Combined oxidative phosphorylation deficiency 14(mCOXPD14)

TIA|92 ARC &% +#(ARC syndrome)

11A|93 x| &% Z(CHARGE syndrome)

T A|94 M E & =8 (Sandhoff's disease)

AI95 X| AFM 0| & M & (Thanatophoric  dysplasia)

11AI96 7 M=ol Mol AS(Schimke immunoosseous dysplasia)

JA197 L EA SF7(Sotos syndrome)

11 A|98 FHIAEIQI-H 0|H| &= 7 (Rubinstein-Taybi syndrome)

T1AI99 EE-22 T2 F(Holt-Oram syndrome)

T1A103 712715 F #(Kabuki syndrome)

1 AI104 ZO| AN HA B FF(Peutz—Jeghers syndrome)

T1A108 Fdlz|ol=2lo| SF+(Cornelia de Lange syndrome)

I AI110 st &= (Farber's syndrome)

A1 H| 7| &FZ(VICI Syndrome)

TA113 o 2elpF|Ltobd ZEZ (Pyruvate kinase deficiency)

TA114 £ 244 M Z (Partial albinism)

TA[115 dlgtA~ ZEZ5Z(MELAS syndrome)

OAI117 Hte| &= = (Batters syndrome)

A1 = MM 2 B (Hyperoxaluria, primary)

TA119 FHE T = (Joubert syndrome)

TAI120 A ZEHHE ZF(atypical Singleton—-Merten syndrome)

TA123 A M g2 ol "M E(Jeunes syndrome)
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TAl124 AHME MMM FHE5F 2(Lethal Congenital Contracture
Syndrome 2)

TA[125 fa-2t& S F Z(Sjogren-Larsson  syndrome)

TAI128 ohEe|-4&2f ZF(dilated cardiomyopathy)

- Thalassemia X-linked Mental Retardation Syndrome)
HotZtE ™M S = 1€(Infantile liver failure syndrome type

T A| 1/LARS). Ct2t &l & 2of ME2ele| fcho| whZE LARS

HAISS | Sxxte] Mg oe HolEMEEE 18 R
A Aol shstrt
defActZ A ZF F(Ehlers-Danlos  syndrome). Ctak s &

- %—?—E;(Vascular Ehlers-Danlos Syndrome) &t Z Alof|
sttt
Zl 5= F(Cohen syndrome). Ct2H s E Eof ME2|9

A6 metofl wet ZAbe] =eMol ol Ao shaich
MMM ctebd o™ 2 & S (Arthrogryposis - multiplex congenita).

TAI137 Ctab sliet 2of ME2e|e| Echof w2l MM flelo| szl
Fedofl cfst AAfoll shetct

TAI139 AARS ctebd olAbH Z 2 F(Multiple Pterygium syndrome,
Lethal type

11A[140 2l x| &= Z(Lynch syndrome)

A4 ol A FH} EF F(Escobar syndrome)

TAI143 Z&4 acyl-CoA Erad 4 ZEHS(Very long—chain acyl-CoA
dehydrogenase deficiency)
2|4 Z=F(Leigh syndrome). Ct2E SHHE FofF M -E2(2f

T A[145 EhChol| b2t ol RMXAIE EelE JtEe E85EE nest
M ™Mol HAlof| shstct
MMSHS-FIHLES

Al 147
(Osteopathia striata with cranial sclerosis)

2Al 151 FHY ofZZ20|ES

a7’
(Hereditary amyloidosis)

Al &l 21 F oz 2 = 21" S (Agammaglobulinemia)

Al 31 3tAM £ 0ol 5 % (Chronic granulomatous disease)

TA[12 5% 22 HA9ZE Zofi(Severe combined immunodeficiency
disorder)

A 1A34 MM HAZEH SHyper IgM syndrome)

T AI36 NEMO ™24 Z 0of(NEMO immunodeficiency)

TAI66 FMM o 25 ZS(Hereditary angioedema)

TAI82 M1d AotHA M b = (Autoimmune  polyendocrine
syndrome type1)

37| A Al =29 7158 MB3M 35 (Familial adenomatous polyposis coli)
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T AI80 Hid e 754 2 EHEE A S(Progressive familial
intrahepatic cholestasis 1)
Aldi &4 =M M 7S (Cystic fibrosis)
TA|37 3] Tt 08 2H(Pulmonary hypertension)
T A|39 otul-1 etEZ Al ZE S (Alpha-1 antitrypsin deficiency)
TAl84 MEM EF X7 Z=7(Congenital central hypoventilation
syndrome)
=57 o ; ; ) .
§%7||74I T AI100 o 3 & M " 2to| & M & (Congenital alveolar dysplasia, Alveolar
capillary dysplasia)
JA[121 sictE &% #(Haddad Syndrome)
TAI138 M3 5tE SHeh Rajab ZHA M H A HRajab interstitial lung
disease with brain calcifications, RILDBC?2)
LMNAO| &tof| 2| &t
A 148 SHRIAM AlOw =
(LMNA-related dilated cardiomyopathy)
HE ZO|PUS
Alsi 26 MM 222 =(Spinal muscular atrophy)
AldidE12 =221 &AM ZErolf (Myotonic dystrophy)
Als 225 Ab2 3 -O}2|-F A H(Charcot-Marie-Tooth disease)
Al 233 &1 El 5 8 (Huntington’s  disease)
AlSH 236 H Ul C| 8 (Kennedy disease)
Al H37 24| H (Krabbe disease)
Al 242 ™l 2| M| A -0 2 X H} 518 (Pelizacus-Merzbacher disease)
A8l 248 My LM XA X (Spinocerebellar  ataxia)
Al &55 ol M WAl o] 2kE (Metachromatic  Leukodystrophy)
T AI26 M 2ol= 2| ZF41Z(Ceroid lipofuscinosis E+ Batten
disease)
ANHZSA 1 AI33 =5 Z(Hydrocephalus : X-linked L1CAM)
11A|38 ohEl-l{at2l 225 S(Actin-Nemaline myopathy)
- ots7| Me=8gMd 234 =(Childhood ataxia with central
1 A140 i
nervous system hypomyelination)
|47 Aol =% ZL9% = (Desmin storage myopathy)
1 Al49 zZ|=2lols| =4 =(Friedreich's ataxia)
1AI50 =2| A =8 Z(Glycine encephalopathy)
11 AI59 8 &I 0| &~ & (Periventricular heterotopia)
AI69 MNZAEM F7|4 ofd|(Hypokalemic periodic paralysis)
1A|76 HA2E FZ=F(West syndrome)
1AI86 02l X &F & (Fragile X syndrome)
TA[101 SFHEM =AM slgtAlold|(Hereditary spastic paraplegia)
TA102 Z Alal & (Central Core Disease)
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IA107 X-odot ZM e 28 ES(X-linked myotubular myopathy)
TAI109 T A2t E H 4 (Hereditary sensory  and autonomic
neuropathy V)
AI112 24 I ALY = S(Acute Necrotizing Encephalopathy)
TA[122 x| abal & 5 £hEFL A A SHEY 2| & S (Dentatorubropallidoluysian
atrophy)
1AI126 58 25FZ(microcephaly 5, primary, autosomal recessive)
D127 | stretst & kel ofH ™ H (Megalencephalic
Leukoencephalopathy with Subcortical Cysts)
X4 2hekEhX] o & A X |
TA[149 SEA12H
Intellectual developmental disorder, X-linked12)
=290l ZgAE 5+
Al 150
(Galloway-Mowat syndrome)
2k|E, MERRE, LT E 0|AS SHISH AlFutElElo)
11 AI153 (Neurodevelopmental disorder with microcephaly, arthrogryposis
and structural brain anomalies)
0| SF/2RSIAA acyl-CoA sl ZHES (Mitchell
TAI154 | |
syndrome/Peroxisomal acyl-CoA oxidase deficiency)
gict 9l HME =84S 9 (Developmental and epileptic
1 A[155

encephalopathy 9)
Alaid 14 chat M A& (Polycystic kidney — disease)
zl 2t =8 A ZFE(Congenital Finnish nephrosis)

Aoz A4 MAMAM
- A HLRCC &lZ&teh(Hereditary Leiomyomatosis and Renal Cell
142 Cancer)
Als 244 gt ok M| 3 B M (Retinitis pigmentosa)
A&l 45 atatol M| & & (Retinoblastoma)
Al 46 atat=7H2 2| (Retinoschisis)
TAI43 o 2tat 2 £ (Choroideremia)
1 AI53 g2 MMM =S ekA|(Leber retinal congenital amaurosis)
1 A|54 H| A E ¥ (Best disease HE+= Vitelliform macular dystrophy)
1 AI56 =2/ (Norrie disease)
A58 AlAMA 2[F(Optic atrophy 1)
T A[130 F 2 & (Aniridia). ct2t shE 2ofF MEe|e| ECho w2t
ol b A| - O|gt=l J71&29 ST E st MHEZE QI AHAto sHetCt
ot 2| = Ztato|AHS(Avellino corneal dystrophy). ci2t s &
TA[131 =0oF MEe|e| mcho| w2l olEE JIEFe FEEETE 12T
Mol HAlol| SHsto),

A E}JI2 E 9 (Stargardt disease). Ci2H & 2of M Z2|
TA132 ohchof| w2t ofetEl JtFe| EEEE et MY Aol
St

— — -

TAI135 ootz M #=tE&(Fibrosis of Extraoccular Muscles). Cat sl &
=O0f T o ¥thol mhE H3% TUBB3 Etl T HAto
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55kch
SIE M Z 0|H &S (Cone-rod dystrophy). CH2E SHE 20}
TA146 MEolo| mchof w2t o|stEl JtFe| ZE5EE 12{st
My x ol HAlof| SHEHC}
AlS &8 F 1 =32 Z(Epidermolysis bullosa)
Al 234 Sk oA 2l dl @ 0] & A & (Hypohidrotic  ectodermal dysplasia)
o | | 11 A48 Foletz| ztatchzbE (Epidermolytic  hyperkeratosis)
ichthyosis: Steroid sulfatase deficiency)
A|71 MMM of 2l M(Congenital harlequin ichthyosis)
11A|73 MMM &ubE H|Of Z(Pachyonychia congenita)
olH|el=1tA | TA|67 FHMM & ZHEofl (Hereditary deafness)
Al =5 & 224 (Haemophilia)
Alsi 215 AA Mo FE18(Sickle cell anemia)
Al 62 | EF-X| & 5l 21 & (3-thalassemia)
I A24 et il-X| 5l 81 & (a-thalassemia)
A28 FIM & F A4S (Cosman-cyclic neutropenia)
TA|5 Fid 2g€d =AM g2t (Hereditary hemmorrhagic
telangiectasia)
A A TA|52 o FLEFAM 2l I A 325 (Hemophagoceytic  lymphohistiocytosis)
1 A|78 = dg E2FE Y (Von Willebrand disease)
1A106 X-o1z 2l=ZAM A BHX-linked lymphoproliferative disease)
C cHedAE A 3sHProtein C Deficiency), CH2H i & 2o0F
TA[144 MEolo| Echof w2t o|stEl JtFe| S5 E B{st
M x ol HAlof| SHEHCL
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