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o1 = e K] d =& ed
1 H18.6 | &3F2tat Keratoconus
2 Q04.3 | R+ 5F3 Hydranencephaly
3 FEQIS | KAT6B &#HH S5+ KAT6B related syndrome
4 oo | SAYOE St g 5 U= DHDDS | Developmental delay and seizures with or
ST EAE | oxx} Holof| ol LEK|ed 2l LM | without movement abnormalities (DEDSM)
- Megacystis—microcolon—intestinal
FEURS SFT - i
5 HA MMIHS S hypoperistalsis syndrome (MMIHS)
~ - = o Succinic semialdehyde dehydrogenase
5_504% A|_|OI-|: = El~A i?d.u.l% ~
6 " stetsl = gstacdy deficiency (SSADHD)
2 acgle | HAagtEx|olEHAO|AH 35 Trichorhinophalangeal syndrome
’ type | & lI
8 LS  FG2 FT FG2 syndrome
9 IEQS | 22t FT Blau syndrome
10 25912 | SchimkeM e Zo|sA= (Ssclrgr[r)m)ke immunosseous dysplasia
11 — oo | OIOIO1 2F[EtATF| FAE 59X | Mayer Rokitansky Kuster Hauser
TTME =5 (MRKH) syndrome
12 FEQS | ATP1A3 &H LHS ATP1A3 related encephalopathy
13 IEQS | Glass Glass syndrome
14 FEQIS | NALCN 2t o] At NALCN related disorder
= MUTYH-associated polyposis,
5_504% _ol_q_TlL} ial% - )
15 ot MUTYH == Familial adenomatous polyposis type2
16 oo | ot & Rahmman syndrome
TTME (el E-EEl2-2ltt 35 2) (Tatton—Brown—-Rahman syndrome)
17 IEQUS A ZEH-ZEH =T ST Shprintzen—Goldberg syndrome
18 FEQE | ADCY5 & 2304 ADCY5 related dyskinesia
19 FEQS DMSEZ(AH o|MBSE=L) Warburg microsyndrome
_ - Megalecephalic leukoencephalopathy
IEQS RS SHkeh Aokl WAL E | :
20 " nEdEs ZAtH ] =l with subcortical cysts
21 FESS | Hunter-McAlpine &7 Hunter—McAlpine syndrome
22 IEQIZ | &l 3L Heimler syndrome
LIsE ZRI= D2l 250 M2
e DiY
SPEN Ty ] 2,20
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23 IEQZ | EE-2u= Z=H Bohring—Opitz syndrome
24 FEQRS | AO|A-ZAARN SFEL Smith—Kingsmore syndrome
MEGDEL(3—-methylglutaconic  acid | MEGDEL(3—-methylglutaconic  acid
25 FEQIS | uria with deafness, encephalopathy | uria with deafness, encephalopathy
and Leigh-like) & and Leigh-like) syndrome
26 IEQS | MHM Zsto|AS Hoyeraal-Hreidarsson syndrome
27 FEQS | MEF2C &#H &+ MEF2C related syndrome
08 | IEQS | COLAA3BP 23 X| X Xfoj COL4A3BP related mental
retardation
59 acgle EEPOIEUS Chekst HAX oA | Mosaic  variegated neuploidy
ST syndrome 1
30 FEQS L1 B L1 syndrome
31 IEQUS | FAZ-Fo|4 3L Luscan—lumish syndrome
32 IEQS | Mzt BSFF Schaaf-Yang syndrome
33 IEQS | GATA2 XA Z2H GATA2 deficiency
34 FEQIS | CTNNB1 2t oAt CTNNB1 related disorder
35 IEQS | RN g2l U2 T Genetic thrombocytopenia
36 2cgl2 |HDR 2532 Hypoparathyr0|d|§m—sensormeural
deafness—renal disease syndrome
37 IEQEs HE L Temple syndrome
38 —coio | POUF3 2t of &t POUF3 related disorder
—— "= 1 (snijdersblok-fisherd &) (snijders blok—fisher syndrome)
39 FEQIS | CASK & of At CASK related disorder
40 FEQUS | GNB1 &3 ofAf GNB1 related disorder
41 DEQS | S FHEAIMY FFA Monogenic lupus erythematosus
< = Primary angiitis of central nervous
DEQIS | fEM SFMEH
42 HA = ST 7:” = = System (PACNS)
o | =1 AL=t xd =l L5 — = = = Dentatorubropallidoluysian atroph
43 | REgig | AYsEyRAYst A5s | GO Y e
44 DEQIS | Folelotd ZEZS Fumarase deficiency
o = Arrhythmogenic right ventricular
DEQIS | FHU R AMA O|FMST ,
45 HA T = T = | dySp'&Sla
LIsE ZRI= D2l 250 M2
e DiY
SPEN TEEEE 12,30
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46 AEQS | ct=H- Danon disease

Beta—Propeller protein—associated

47 | REQIZ | Beta—Propeller THHA e MZAE| S} -
IS Y = 2= neurodegeneration

48 FEUS | MHY LlstHA 7| sK st Congenital hypopituitarism

49 RS | cEXZ AFHIE M Best vitelliform maculardystrophy

50 | BEQS | B4 BAED} AFE AAZYE Z57 Bosch—-Boonstra-Schaaf optic
atrophy syndrome

51 IEQUS | ERFot o0|lEHM T Desbuquois dysplasia

52 IEQS | MM BHHFF Congenitalhemivertebra

53 acgle NYEaD SNE 57 Enlarge vestibular aqueduct

syndrome

o =upst alxe | |TRAF7 related  Cardiac, facial,
] =< and digital anomalies  with
developmental delay

55 FEQIS | 21 EAHA &b 31-33 O|MZ& | 2g31-g33 microdeletion

54 | ZERIS

56 DEQIS | 18 P chete| AIFMA S Tetrasomy 18p
57 FEQS | 1281 YA ctet 13 oM ES 12p13 microduplication

58 FEQRS |1 HMH ctel 31-32 o|MZ L | 1p31-1p32 microdeletion

59 | ZEQIS | 139 MM Tt 21-22 A& 1392122 deletion

60 | ZERS |3 HMA 26 et 5= 3026 duplication

61 FEQIS |6 YMH chet o5 A 6p25 deletion
B Al ZF2lo ) HE2o Lo

62 | AEQS 1; ',:;_';x“ 21 e 1g21.1 duplication syndrome
55 5%

63 | TEQ2 | 8H AHAMA AUAS Mosaic trisomy 8

64 | ZEUS | 19H FAA ckel 13.3 22| &5 | 19p13.3 duplication

Bl M Akt 051 HEEo =& Lo

65 | ZEQS ggrf_'xﬂ 5.1 F=2l 3 17025.1 duplication syndrome
OoOT =
W SAE ek 33-37 FEe| B= .

66 | AEQS 253';:; il 33-37 F=el & 2933-37 duplication syndrome
oOT —
B GHAHF Zteb 21.3 EE2o| ol , ,

67 | ZEUS ld_,t'z'zgg 21.8 F=2l olM 1921.3 microdeletion syndrome
=1 oOT —

68 FEQIS | 128 YAl 22t 13 oM == 12913 microduplication
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