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B AANE SHRE S=0917H)

o AHER 2o X 5l0f of o x| 5104

1 D89.1 SHIZZ =2l S ot Cryoglobulinaemic vasculitis

2 G283 | u= Fahr's Disease

3 H163 | 2Lt 5+ Cogan’'s syndrome

4 H31.2 | oietatds Choroideremia

5 149.8 21QT8 = Long QT syndrome

6 178.0 FHM 2N MY S-S Hereditary haemorrhagic telangiectasia

7 MO6.1 | Aoldtsd AE Adult-onset Still's disease

8 N9 2 T2 o] ZAHIZE(HAAA) 71 | Osteochondrosis  (juvenile)  of  carpal
' = lunate, Kienbock

9 MO3.1 | Melel Zi=l Kienbock’s disease of adults

10| QM2 | S%4=T, M= S(2H1IEE) Holoprosencephaly

11 Q748 | 2l=2d ZF=F Larsen’s syndrome

12| Q761 | Ze|g-me zs32 Klippel-Feil syndrome

o 5%
== Leri-Weill syndrome
_o|lol _o;. : ' y )
18] Q7 | ElE-sE S Leri-Weill dyschondrosteosis (LWD)

X-A2H|5F; AHZ0|=MIlEFM | X-linked ichthyosis; steroid  sulfatase
14 Q@01 |05 n
24 deficiency

151 Q804 | &zl Hl= Harlequin ichthyosis
16| Q80 @ #*AM 2= Hereditary lymphoedema

17 Q82.1 MAMALIES OF A Xeroderma pigmentosum Group A (XPA)
18| Q828 |EERE E& 54 Rothmund Thomson syndrome
19 re=2 Ctak| 3| S Polymicrogyria
20 re=2 HIZIO|M B S = Baraitser-Winter syndrome
21 =2 PCDH 19 =%8{0| H2tM LME | PCDH 19-related epilepsy syndromes
Branchiootorenal (BOR) spectrum disorders
22 NS of7o|-#-3 & AHEH oA (Barchiotorerd (BOR syndrome: & Branchioatic
(BO) syndrome)
23 = HIH|Z-AEO|H 2+ Wiedemann-Steiner syndrome
24 e oA &=+ Xia-Gibbs syndrome
o5 gl FLNA od3 w{AIZ=o| HEA o|AS Eétl\eero_t(r)%l?ated periventricular ~ nodular
o6 ale i;‘%@%ﬂ SHtE MHNY &5 F Congenital insensitivity to  pain  with
= z2 s anhidrosis (CIPA)

o7 gl HMAIX| & -KZIAM o2 =53 ]?;Cl;rewlgegyndgrennetal retardation-hypotonic
28 = AlHol-22 3%+ Senior-Leken syndrome

MEF BIER|od X|H Ko K| ZIRFA Growth retardations, impaired  intellectual
29 NS a9 7= ’ ’ development, hypotonia, and hepatopathy

-heee (GRIDHH)
30 N IA”RZ 5L Costello syndrome
31 8= Acid-Labile subunit (ALS) Z& S Acid-Labile subunit deficiency (ALSD)
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32 NS FEtlHS Tublinopathies
33 5re=2 HARA B2 Legius syndrome
34 = M ES= 3M syndrome
Contractures-developmental
35 = 5are3 n|MZA S22 delay-Pierre  Robin  syndrome (5023
microdeletion syndrome)
= 5 = PURA-related neurodevelopmental
30 B PURA @it tZweas disorders due to 5g31.3 microdele%on
37 5= 2t StEl PIK delta 352 Activated PI3K Delta Syndrome
33 = 2fof & Norrie's disease
o = cdlEnD s s= == Megalencephaly-capillar
39 gls | =S MY [ECisiE S malfgrmation—poly?nicrogg//ria syngrome !
HILYRE MASEE 2T ZIZHAIZHE Cataracts, growth hormone  deficiency,
40 ie=) NN L B o[sA= | Sensoy neuropathy, sensorineural hearing
Slemee me = rieee loss, and skeletal dysplasia(CAGSSS)
41 A= HQIESX|-2HA SFZ Bainbridge-Ropers syndrome
42 = Ot 2AH M| HA| A Atelosteogenesis
43 = MAT|IEE ST Genitopatellar syndrome
44 gl PTEN ZI2Z =51 PTEN Hamartoma Tumor Syndrome
(PHTS)
MEHA AR A2 o|dAME 1 Co_ngenital heart defects, d_ysmorphio
45 N | T ereix|of = 57 ’ facial features, and intellectual
- e developmental disorder (CHDFIDD)
46 gls NAA HASE =53 ((j:igg%egtal mirror ~ movement(CMM)
47 Ne ADN\P S22 @AF=sbHiH |20t S ADNP sydrong, Hesmoote-VarDerAa syndore
48 NS KIFIA FXIX} Z0dE0lof| o|sH AAHE | Neuropathy due to KIFTA gene mutation
49 s | GNAOT1 =H&#HE GNAO1 encephalopathy
50 = X-04 2t MIZZAPEAL A QAX}E 2 X-linked inhibitor of apoptosis deficiency
51 = 715N ZHiCCkEE 89 7 Familial candidiasis type 7
52 N Moz Z2=El G4 2 Ast Immunoglobulin G4-related disease
53 gls DM SE EtRE_LEAl =57 Isc;rggi/grﬂg follicularis—alopecia—photophobia
54 U= Lz 532 Morning glory syndrome
55 ale THUA-{EE-5XT-=2 BT Synovitis-acne-pustulosis-hyperostosis-o
o steitis syndrome
56 = UCho| =3 Acrodysostosis
57 = MMM EatErof Congenital disorder of glycosylation
58 = AEZX DEMOA YA LIOIE 95D cl\j/lvl\ggicsen?ht%ce Ii)steodysplasnc primordial
59 re=2 AEIEH BT Sticklers syndrome
60 = opdlz| - ZHC|IAEZE| ZEEEe| | Avellino corneal dystrophy, homozygous
61 = et Mo olARES Primary ciliary dyskinesia
62 = Aot AN L Autoimmune encephalitis
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63 S FtAHHtS-HE E 52 Kassabach-meritt syndrome

64 =2 AN AN 552 352 Systemic capillary leak syndrome

65 g | SYM oA ERMRE }%sopeellg]si?osis pleuroparenchymal

66 N H ol MM E@AUES Pulmonary capillary hemangiomatosis

67 ale % Z-UHo|E S, 22E;%'A—h' | Phelan-McDermid ~ syndrome, 220133
= Aete| 133 22 d& I deletion syndrome

68 U= SIO|E-ME &= White-Sutton syndrome

69 N 5231 o|MiZAlZ oISt 7IFA WEEE | Familial clubfoot due to 531 microdeletion

70 Ne 12244 o|MZEA S22 1044 microdeletion syndrome

71 ols |2 PAMA chet A& 2p deletion

72 NS %tﬂ% gj_';ﬂé Setel &7 F=ef oM 2037 microdeletion syndrome

73 NS B;E:ﬂ_,,\_%;_gl_—dg%gl 1331 F=2f ol 3a13.31 microdeletion syndrome

74 NS 32H2H331 o|MZEA S5+ 3913.31 microdeletion syndrome

75 NS 5%2H43 n|MZA &2 5q14.3 microdeletion syndrome

76 NS 5&ter3s Z2A S+ 5035 deletion

77 N= potet? o|MAA S 6p22 microdeletion syndrome

78 U= 6Z&t2t6 n|MZA S22 6026 microdeletion syndrome

79 Ne 726 o|MZA B2 7036 microdeletion syndrome

80 e |9 FAMA Cheke| 5= Duplication of 9p

81 NS 13%2H23 o|MZA S+ 13g12.3 microdeletion syndrome

82 e 1322t Uk A& Distal monosomy 13q

83 N 13%et 24 & Partid ddetion o the long am of dromosoet3

84 N 14722124 2-31.1 O|MZ A 14924.2931.1 microdeletion

85 N 15Z2H1-13 oM &S S5 15911913 duplication syndrome

86 NS 15%+2H33 o|M[Z Al 15013.3 microdeletion

87 5= 158 DE[EQF MK Ring chromosome 15

88 NS 175t2H3.1 o|MZEA S+ Distal 17p13.1 microdeletion syndrome

89 NS 175t2H33 o|MZEA S+ Distal 17p.13.3 microdeletion syndrome

90 Ne 1782131 oM &ss 552 17921.31 microduplication syndrome

o1 e=2 184t HUekf 2 IS4 Distal 18g deletion syndrome




