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T& ASH(ZE) ZetH(ER)

1 | YAEE 357 Alstrom Syndrome

2 | ARCER2 andcnoenss, ARC oo

3 | Dent &gt Dent diseases

4 | B 5K 14 Glucose transporter typel, GLUT1 deficiency
5 | KID &82 KID sydrome (Keratitis-ichthyosis—deafness)
6 | 7RI & Kabuki syndrome

7 | ZEQIES Stiff-person[man] syndrome

8 | UE-AEREH Gorham-Stout disease(GSD)

9 | XYLl Campomelic dysplasia

10 | oy SH J901 Multiple epiphyseal dysplasia

11 | B a2y RIS Epidermolysis bullosa simplex

12 | HUA-E2l4 =2 Denys—Drash syndrome

13 | FHSUHYYRENS Craniometaphyseal dysplasia

14 | 2ARH LF Rasmussen encephalitis

15 | 3H7|IERSEL Langer-Giedion syndrome

16 | Yef-0AH 5= Miller-Dieker syndrome

17 | MY SHY SAHTAS Congenital amegakaryocytic thrombocytopenia
18 | YR =5(F) Alagille syndrome

19 | Yoy Alexander disease

20 | dE-ElEREEE Antley-Bixler syndrome

21 | H=ofU-HAEEH Erdheim—Chester disease

22 | HYEDUSEE Intestinal lymphangiectasia

23 | THE 382 Joubert syndrome

24 | XD 327 Gitelman Syndrome

25 | FHfHt Canavan " s disease

26 | FelEle &= Currarino syndrome

27 | IEI0|E FHT S22 Cronkhite-Canada syndrome, CCS
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28

EEENE

tufting enteropathy (interstinal epithelial dyspalsia)

29

oe|-EHEI5e

Parry-Romberg syndrome

HIJR2ISICIS (A $EA

Epidermolytic hyperkeratosis(congenital bullous

0 | ysogsumes) ichthyosiform erythroderma)

31 | ZYo|Y EFF Fraser s syndrome

32 | HO-UAZSZ (QIZOR-QHY ) S;}gc\i\é()ells syndrome (Ankyloblepharon-ectodermal
33 | YH-HE-OHEE EFE Allan—Herndon—-Dudley syndrome

34 | EO-53SEERT Wolff-Hirschorn syndrome

35 | HE|AR-ZEY E&F Pallister — killian syndrome

36 | TAEEL Cohen Syndrome

37 | LMY 7IEY 7t 2EEAE Progressive familial intrahepatic cholestasis

38 | fHEFT-OOI0KZE B2t Schwachman-Diamond syndrome

39

U MAZRIRIE OfIAES

Adult-onset leukoencephalopathy with axonal
spheroids and pigmented glia (ALSP)

40 | MMy n0leE™s Congenital hyperinsulinaemia

41 | ST 1B DS AHEES Familial hypercholesterolemia homozygote

42 | 2289 HETY e Iron-refractory iron deficiency anemia

43 | site &= Haddad Syndrome

44 | AN BEUEMT|SMoIE Pseudohypoparathyroidism

45 | Ioje =2 Pearson Syndrome

46 | MAMZE Incontinentia Pigmenti

47 | 3MC =53 C;lslﬂn%(rhgrz::euch, Maichels, Mingarelli, Carnevale)

48 | YFH-YHI S22 Walker-Warburg Syndrome

49 | AL-A2lA S5 Coffin=Siris syndrome

50 | o 7|ER BT Schinzel Giedion Syndrome

51 | B2 =2 Mowatt-Wilson Syndrome

52 | MY B5Y4 2383 Congenital Central Hypoventilation Syndrome

53 | 12436 OMELEEEH 1p36 Microdeletion Syndrome

B4 | OF=7| MAZEA SEAX Childhood_ atgxia with central nervous system
hypomyelination

55 | 2IY0|YE SISt 1UTHRES Hypermanganesemia with Dystonia

o 4o
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56 | 2&2H1 DNEE 252 2q11 Microduplication Syndrome

57 | 1032t LTt HFMA S Distal 10g trisomy syndrome

58 | 15&2M1.2 DNZEE S22 15g11.2 Microdeletion Syndrome

59 | EEHETd-4DEH 5L Goldberg Shprintzen syndrome

60 | OfO|7ICI—E/oA E& Aicardi-Goutieres Syndrome
CARASIL syndrome

o | e e
Infarcts and Leukoencephalopathy)

62 | MMHHESSE Congenital Short Bowel Syndrome

63 | HIHHOO|ZYHES, 715Y, X Atypical mycobacteriosis, familial, x-linked

64 | YESHIZY Antithrombin deficiency

65 | HUACAYE Protein C deficiency

66 | CHHESEE Protein S deficiency

67 | HEY LHIREG Acrodermatitis enteropathica

68 | YI-1-YEFHMEY a—1-Antitrypsin deficiency

69 | MY MMXHCAEZT] Congenital systemic lipodystrophy

70 | YA H Eales ~ disease

71| SUMHS(KITE), T Ocular motor apraxia, Cogan type

Catecholaminergic polymorphic ventricular

72 | FHEIZEH0 Y A o tachycardia

73 | MY SRS Congenital rubella syndrome

74 | ZEiLES Lissencephaly

75 | Akl Cerebellar agenesis

76 | HIZAOIISSH Lenz microphthalmia syndrome
77 | X-¢iE iy UaEe x-linked juvenile retinoschisis
78 | 2A0|HHO|EEET Wyburn Mason syndrome

79 | HASST Meckel syndrome

80 | MEFMNE0IES Cleidocranial dysostosis

81 | SHHASYEH0Y, KOEY Metaphyseal chondrodysplasia, Schmid type
82 | 7tg GERYY Yoy Pseudoachondroplastic dysplasia
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83 | EMHIE3S Lamellar ichthyosis

84 | (2ot SMolA Ectodermal dysplasia (anhidrotic)

85 | HIRE-H|HT Z5+ Beckwith-Wiedemann syndrome

86 | 10TAMSMHE Trisomy 10p

87 | 18YRAHATMNIS 18g monosomy; (distal) 18q deletion syndrome

88 | COL4AT 2 HOH Collagen alpha1(lV) chain related disorders

89 | DYRK1A &= DYRK1A syndrome

90 | AOHIX| EFZ KBG syndrome

91 | Eg|ZAERt S5 Kleefstra syndrome

92 | H2H*eA-H==HtoHY Pelizaesus— Merzbacher disease

gz | O AME SE R BARA O Short stature, optic atrophy and Pelger-Huét
32 anomaly syndrome

94 | IEE=e Gorlin syndrome

% | E= E&L Goltz syndrome

96 | QEZ[EL HHE S5 Leprechaunism [Rabson-Mendenhall syndrome]

97 | Y2 Y AMEES Leber hereditary optic neuropathy

98 | =0l-HoII= E&FF Loeys—Dietz syndrome

99 | Zolt &= ROHHAD syndrome

100 | Hojoi-12 E& Meier-Gorlin syndrome

101 | FEMS-ALYRSHE-FLL0F Aniridia— cerebellar ataxia-mental deficiency

| we sz

103 | 228 &2 Wolfram syndrome

104 | S =€ Inclusion body myositis (IBM)

106 | Ofo|HA Z&4 IPEX syndrome

106 | HYUE 0|¥dE Geleophysic dysplasia

107 | IH-=222 E& Coffin-Lowry Syndrome

108 O|QIE AT 7| (UY) BT Cryopyrin associated periodic (fever) syndrome

109 | 24 0 5|2A|HI2I5(U99.8%) Idiopathic pulmonary hemosiderosis(J99.8%)

110 | DI2HY HEZASS Diffuse pulmonary lymphangiomatosis

o 4o
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m

Potocki-Lupski syndrome

112 | 2=2% ot ZF2 Floating harbor syndrome

13 | IE 714 332 pitt hopkins syndrome (PTHS)

114 | SKFAU 522 Hadju—cheney syndrome

115 | Vici 58+ Vici syndrome

116 | R8d 2y A& Hereditary chronic pancreatitis

17 | dHd 7 MRS Congenital liver Fibrosis|fibrotic]

118 | ¥y HelE gAt Congenital chloride diarrhea

119 | MEY X7t Hio|HA Het Congenital Zika virus disease

120 | 22 239Y OMR Paroxysmal kinesigenic dyskinesia[PKD]

121 | LN 254X RY 2 Episodic ataxia type 2

122 | Ote} EOEE Orbital lymphangioma

123 | 2k 23 QIotZ0H| Chronic progressive external ophthalmoplegia

124 WAGR &2+ WAGB syndrome
(1T HSMH A 3HEAS (Deletion11p13)

125 | OFE4M E&(11&2 TH. Jacobsen syndrome(11q distal deletion syndrome)

126 l\/lesom(?lia—synostoses S, Mesomglia—syngstoses syndrome
(BHEMF| A A1 3R E 2|0 (N Z (8qg13microdeletionsyndrome)

127 | A0+ S22 Emanuel syndrome

128 | =Y Fahr's Disease

129 | IUESH Cogan's syndrome

130 | MHS(2HIEEE) Holoprosencephaly

131 | 2= 55+ Larsen's syndrome

132 | S2E-USSH Klippel-Feil syndrome

133 | 22-9Y 3= Leri-Weill syndrome)

134 | {8 HERS Hereditary lymphedema

135 | MALRAXE TIEA Xeroderma pigmentosum group A (XPA)

136 | RERLC(-E2) S5+ Rothmund (~Thomson) syndrome

137 | THD|M0|HS Polymicrogyria

138 | HIZHOIM-2EISS Baraitser-Winter syndrome




139 | PCDH 19 & HNE &2 PCDH 19-related epilepsy syndromes
140 | OPZHOI-H-A1E =2 Branchiootorenal syndrome
141 | HH2-AHO|H & Wiedemann-Steiner syndrome
142 | X|0}-2A SF Xia-Gibbs syndrome
143 | FLNA 2 LAZ=Q| ZAXM 0|AZ FLNA-related periventricular nodular heterotopis
144 | OEES S8E NHN E5 D7z Congenital insensitivity to pain with anhidrosis
(CIPA)
145 | XOUB HAKH-MZIY o2 x53 X-linked mental retardation—-hypotonic facies
syndrome
146 | AUO-22 S22 Senior-Loken syndrome
AR, KRS0, 27IARE} 2l Growth retardations, impaired intellectual
147 Jh= development, hypotonia, and hepatopathy
—ee (GRIDHH)
148 | IAHZ B34 Costello syndrome
149 | ALS Z2HEHS Acid-Labile subunit deficiency (ALSD)
150 | E5EYE Tubulinopathies
151 | XA E&+ Legius syndrome
152 | 3M &= 3M syndrome
153 TE-ULIXA-INZE 28] SSFA(BHA23 | Contractures—developmental delay - Pierre Robin
oMdEe: 558 syndrome(5g23 microdeletion syndrome)
154 HH AN et 31.3 229 DMZ&2Z | PURA-related neurodevelopmental disorders due
QIst PURA &3 AMZHT Hof to 5g31.3 microdeletion
155 | 24stE PI3K HEF 52 Activated PI3K Delta Syndrome
156 | =20 Norrie's disease
157 HUEE-ZAME T 7(>-CHUDIM0| Megalencephaly-capillary
& malformation-polymicrogyria syndrome
BIR NRSED I Az Cataracts, growth hormone deficiency, sensory
158 TN M AA O 2 O[S neuropathy, sen_sormeural hearing loss, and
skeletal dysplasia
159 | HQIEHX-2HA 57 Bainbridge—-Ropers syndrome
160 | OFHEAHQHIEIAIA Atelosteogenesis
161 | PTEN 2% £ £54 PTEN Hamartoma Tumor Syndrome (PHTS)
< - Congenital heart defects, dysmorphic facial
MEAM ARZAA  OJMSIEN U2 EX O : . :
162 XI’H;”’(%HE [SeHd g2 58 features, and intellectual developmental disorder
TEEe (CHDFIDD)
163 | MMY B4 25 HOi Congenital mirror movement (CMM) disorder
164 | ANDP SZH(HAZZL-BIH20 5572 | ANDP syndrome(Helsmoortel-VanDerAa Syndrome)

o 4o
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165 | KIF1A QT SAHHOIO| 23t MAES Neuropathy due to KIFTA gene mutation
166 | GNAO1 HHZ GNAQ1 encephalopathy
167 | X-SH2 MIEZAIZAL ARQIXH AE X-linked inhibitor of apoptosis deficiency
168 | 7t&d 7S Familial candidiasis
169 | HY=2=E8 G4 & Het Immunoglobulin G4-related disease
170 | BUAHISE-SRE- oAy 557 IS(;TQXDO;E follicularis— alopecia—photophobia
171 | LEE &332 Morning glory syndrome
172 | S80i0-0jc2-snx_no x57 izr?g;/;ﬂ;,;acne—pustuIosis—hyperostosis—osteitis
173 | YHO|ES Acrodysostosis
174 | MHg S0l Congenital disorder of glycosylation
175 | AEZ ZHHAOA YA UR0IE 254 i\cip)o;oolltaphalio osteodysplastic primordial dwarfism
176 | AEIZY 382 Stickler syndrome
177 | Ofdi| ZICIAERTD| (SEHE) Avellino corneal dystrophy (homozygous)
178 | MZA|, HUY OMRSS ciliary, primary Dyskinesia
179 | A1 Y Autoimmune encephalitis
180 | 7IAHIS-HZIE S& Kassabach-meritt syndrome
181 | Milg 2N +& 532 Systemic capillary leak syndrome
182 | E9r SUAIA ElzMox Idiopathic pleuroparenchymal fibroelastosis
183 | W2 2N HHES pulmonary capillary hemangiomatosis
184 2e-E0E SE22YY 133 & Phelan-McDermid syndrome(22q13.3 deletion
530 syndrome)
185 | 20|IE-ME EFZ White-Sutton syndrome
= - Developmental delay and seizures with or without
186 %:%?781% ;Jxré?(l)gsgéii Of z& gme(;veemloent abnormamties (DEDSM) due to DHDDS
187 Qggi—l\jlﬂgg—gﬁ%ﬂét Megacystis—microcolon-intestinal hypoperistalsis
ST syndrome (MMIHS)
188 | NALCN &3 Xoj NALCN related disorder
189 | DIMIESZ [ DINESH Micro syndrome [Warburg micro syndrome]
190 | IS e st Jfoful mely | L0 enoepneld leukoencephalopathy it
191 | L1 2= L1 syndrome
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192 | ZORH Z2E(3) Fumarase deficiency

193 | &y Holer 7IsKot Congenital hypopituitarism

194 | HURTRY SUEIEA Monogenic lupus erythematosus

195 | BYueLtd 44 40y Arrhythmogenic right ventricular dysplasia

196 | Ci= 9 Danon disease

197 | HAE B[ EXIHUSIHIHA] Best's disease([Best vitelliform maculardystrophy]

108 | EA-EAER-AT AMZAQE Z52 Bosch-Boonstra-Schaaf optic atrophy syndrome

199 | KAT6B &3 332 KAT6B related syndrome

200 | SAIAGFIS SAAZAZL(S (SSUSCXBLTDiemiaIdehyde dehydrogenase deficiency

201 | E2EEX0EREY01Y 1,38 Trichorhinophalangeal syndrome type | & llI

202 | FG2 352 FG2 syndrome

203 | E2% &= Blau syndrome

204 | Schimke H9-& 40| Schimke immunosseous dysplasia (SIOD)

205 | DOj0] 2I|EtAT| SAE SloX 53 gizer;—niﬁgkitansky—Kuster Hauser (MRKH)

206 | ATP1A3 & LHS ATP1A3 related encephalopathy

207 | BEASSH Glass syndrome

208 MUTYH-1 235 (B M3H MUTYH-associated pglyposis (Familial
283 23) adenomatous polyposis type2)

200 | 20t ZSI[FHE-HRIS-2(0t K57 SRj:erTr];nn?Q] syndrome [Tatton-Brown-Rahmman

210 | #|HZH-SEHET &L Shprintzen-Goldberg syndrome

211 | ADCY5 Zd O|MNR=Z ADCY5 related dyskinesia

212 | SIE-MZmo| =53 Hunter-McAlpine syndrome

213 | ollgly &= Heimler syndrome

214 | BEY-QIX F5+ Bohring—Opitz syndrome

g15 | SEHSS A AOIS ST _ 3;;2sézysl?gsgsg;ozzltw—lievig:1|ike(MEGDEL)
3-HE2REITY A (MEGDEL) S3& syndrome

216 | COL4A3BP & Hl XA COL4A3BP related mental retardation

217 | 2X0|12Y CYet Old 2 Mosaic variegated aneuploidy syndrome 1

218 | RAZ-R0|H BF2 Luscan-lumish syndrome

219 | AE-Y 527 Schaaf-Yang syndrome

o 4o
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POU3F3 &3 X0 (Snijders Blok-Fisher

POUSF3 related disorder (Snijders Blok-Fisher

20 54 syndrome)

221 | GNB1 &3 Hof GNB1 related disorder

223 | HIZ =53 Temple syndrome

994 LEXAS SUSH TRAF7 2 oF, O, | TRAFY 'relateld Cardiac, facial, and digital
Elnid=] anomalies with developmental delay

225 | = MEALCD =53 Enlarge vestibular aqueduct syndrome

226 | ERIF0F Y40 Desbuquois dysplasia

227 | HEY HAEE Congenital hemivertebra

228 | GATA2 Z&H GATA2 deficiency

229 | |UY Al HAS Hereditary thrombocytopenia

230 | RF3 Hydranencephaly

231 | ADJA-ZADN 57 Smith-Kingsmore syndrome

232 | Hoyeraal-Hreidarsson &% Is—ifr:/(;erfra:;Hreidarsson

233 | CTNNB1 &2 Xof CTNNB1 related disorder

934 i"l; M(:::;;;BSHOE UZRIEY HEy- M :i\;z(a)zzrzzt}:g;idsism—sensorineural deafness-renal
st ST yndrome

035 | EEAZAO| YLt TS F;EaNré)angiitis of central nervous system

236 | RIHACHHATAIYGRYE AZS Dentatorubropallidoluysian atrophy (DRPLA)

937 MEFZC_: MEF2C
eSS relatedsyndrome

238 | CASK &3 B0 Eﬁastgddisorder

239 | 3 HA29 OjMas 322 3g29 microdeletion syndrome

240 | 4 Tiet ol B2 ZA Zartial deletion of the short arm of chromosome

241 | 7¥eM1.23 DNES 352 7g11.23 microduplication syndrome

242 15RCH AMHAR|(Z)(USAIE 158 FMR| | Tetrasomy 15q(isodicentric 15 chromosome
=54) syndrome)

243 | 18 gt MK FE 18 short arm chromosome Deletion

244 | 2081 HMF| HHtO] HIMHIS Trisomy 20p

245 | 2HA37 DIMEE BFE 2437 microdeletion syndrome

246 | 16H2M1-13 OMEE 554 15g11-13 microduplication syndrome
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247 | 15 AeM3.3 0Md: 5532 15013.3 microdeletion syndrome

248 | 184 YHE AL o7 18q disital deletion syndrome

249 TS Aniridia

250 | AMHE-2|0|H Z52 Axenfeld-Rieger syndrome

251 FHS E= CHHIEE Stish Ad 2459 Isomerism of atrial appendages with asplenia or
Ol Zoiat polysplenia

252 | AYWREEO| O|HESN Isomerism of atrial appendages

953 DE AMfU-HIY S5 [HIZ-OIZ2AA Y Marchesani-weill-syndrome [Weill-marchesani
54 syndrome]

254 | CACNATA 2 Zof CACNA1A-related disorder

255 | CDKL5 & ot CDKL5-related disorder

256 | DDX3X &3 Zok DDX3X-related disorder

257 | FBXO11 & Xof FBXO11-related disorder

258 | NACCT & Zof NACC1-related disorder

259 | OPHN1 & Zoj OPHN1-related disorder

260 | PPP2R5D & Zof PPP2R5D-related disorder

261 | ZTTK 552 Zhu-Tokita-Takenouchi-Kim [ZTTK] syndrome

262 | LZ20|HA-BI2O0IN B2 Nicolaides—Baraitser syndrome

263 | CHMHO-D7IKsl- it 553 Multiple congenital anomalies—hypotonia—sezures

syndrome

264 | CHEA 2RE|-ZEE-PEHEIMONA] l{\(lﬂu(l)‘[;\cl:i?tric osteolysis—nodulosis—arthropathy

265 | Oi=l 220t ZE &= Cerebral creatine deficiency syndrome

266 | B2l 252 Dravet syndrome

267 | HIO|A-TERIL SSH Weiss—Kruszka syndrome

268 | HN&-EEA0-H D =52 Borjeson-Forssman-Lehmann syndrome

269 | HEFMHSY M2t E2 Autosomal recessive Segawa syndrome

270 | AL EED S5+ Skraban-Deardorff syndrome

271 | NEEEH| A BEE Neurooculocardiogenitourinary syndrome

272 | ofo|H-12|E BFL Aymé-Gripp syndrome

273 | QOH 557 Ogden syndrome
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274 | RF=-F MEUE 2 Okur-Chung neurodevelopmental syndrome
275 | 2l EHZA S5H Koolen—de Vries syndrome

276 | WE|AE-E 3&F Pallister-Hall syndrome

277 | HRIEE S%2 {8 1 Feingold syndrome type 1

278 | I3 53 Pulmonary artery sling

279 | S22 28 AFRMIE (52224 JHAL) | Hemoglobin Southampton (Hemoglobin Casper)

280 | S HIS0IY 7MY HH Idiopathic nonspecific interstitial pneumonia

281 | HIERY BUBAS Macronodular adrenal hyperplasia

282 | URPY MAM AMM BAMOE AHEt Primary pigmented nodular adrenocortical disease

283 | MXHEEE-FES Osteopathia striata—cranial sclerosis

284 | HNRNPU-ZH Zof HNRNPU-related disorder

285 | MEM MBS, HHEY Congenital nephrotic syndrome, Finnish type

286 | L0j& S&F[Pierson syndrome] Pierson syndrome

287 | Z=Q0|-2% 322 Galloway Mowat syndrome

288 | MTd=LHE Congenital glaucoma

289 %OZF AL QIRE +EAQt HEHE F714 Tumor necrosis factor receptor-associated periodic
e syndrome

290 | 2 &% Bloom syndrome

291 | 7154 g8 Uisusus 3 e Familial thoracic aortic aneurysm and dissection

292 | OlZ22|C}-E S5 [KATOASS T Arboleda-Tham syndrome [KAT6Asyndrome]

293 | EAEET CHOPS syndrome

Cerebral-ocular-dental—-auricular-skeletal anomaly

o [CODASS=T] [Sg(ngngseyndrome]

295 | KMT2B-22 ZZIZ0[A KMT2B-related dystonia

296 | HHI-AE] 322 Warburg-Cinotti syndrome

297 | H-H-ZaM S22 Brain-lung-thyroid syndrome

298 | OO &&2 Myhre syndrome

299 | H¥AF JIRY= 27 Cardiospondylocarpofacial syndrome
300 | ACOX1 2 Zof ACOX1 related disorder

301 | RE2-OH0A-TE B5SH Chopra—Amiel-Gordon syndrome
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302 | CTLA4ZH CTLA4deficiency
303 CUL4B &3 X|MZO[7 HHIRIA CUL4B related intellectual disability[X-linked
XEAR]| S92 X|EZ0H] intellectual disability, Cabezas type]
304 | CUX1 QXXt H0| CUX1 gene mutation
305 | DLLT 3 Zet DLL1 related disorder
306 | DOCK8 St Ho| = &2 DOCK8gene mutation or deletion
307 | FOXPAZE e ZOY FOXP4related developmental disorder
308 | 7tH2|gy E HelA F5+ Gabriele-de Vries syndrome
GATADZ2Bassociated neurodevelopmental
9 _l | |7:1HH’:J'I}'0
309 | GATADZBS Siitel HaZaa disorder[GAND]
310 | GRIN2B &3 2| GRIN2Brelated developmental delay
311 KIF11 2= oisfolofoids ARS KIF11related chorioretinopathy, microcephaly,
HAXIF| mental retardation
312 | LRBAZE LRBAdeficiency
313 | 2 3=+ Malan syndrome
314 | MED13L &2 MED13Lsyndrome
315 | METTL23 &3 XA METTL23 related developmental delay
316 | NKAP & Eof NKAPrelated disorder
317 | WEtEAY|-HIRE 554 Pilarowski-Bjornsson syndrome
ojaf AERD| ARIZ BE, HEH, Retinal dystrophy, thic_ nerve edema,
318 o8tz cE= Z5AROSAH 557 Splenomegaly, Anhidrosis, Headache
TS, 78 55w e syndrome[ROSAH syndrome]
319 | DARX-ZAY| S5 Takenouchi-Kosaki syndrome
320 | TRPM3 &2 Zioj TRPM3 related disorder
321 | RANBP2#tE 24 L¥S RANBPZ2related acute encephalopathy
HY2A 7 (Lot AH[1HIZE=E D Mevalonate kinase deficiency[Hyperimmunoglobulin
322 | =
B D syndrome]
323 | WHIF-HES7| S22 2 Auriculo—condylar syndrome 2
324 | W-HO|H B2 Lamb-Shaffer syndrome
305 | DICIZm YOX(Cl HEDAAEOIES Immunodeficien_cy, d_evelopmental delay, and
hypohomocysteinemia
326 | 201 MIlEAZY Monoamine oxidase deficiency
37 | DEx oEss XEULN 557 Alacrima, achalasia, and impaired intellectual
development syndrome
18 2R SIAST|OFMIE STEHE ShY| 2hH Myelin oligodendrocyte glycoprotein antibody
et associated diseases[MOGAD]
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12 HEHERD) HEH(ER)
399 MY LIZEOI0|1E ofHiH Congenital nicotinamide adenine dinucleotide
O[22 E0|E 2 Het deficiency disease

Cerebellar atrophy, visual impairment, and

AT, AZHO, FARSKIE .
= RIS, A, g psychomotor retardation[CAVIPMR]

331 | ABEA-SO|0|HO[HA E&Z Schuurs-Hoeijmakers syndrome

332 *:'E?%%;%'ﬂﬁff CEsA 422 &2&2 | Multicentric Carpo-tarsal Osteolysis with
=80 52 nephropathy syndrome

333 | MMt LAL0LA Renal tubular dysgenesis

334 | AHE oHEE Fed Renal coloboma syndrome

Polyhydramnios, megalencephaly, and

OATICIE HINLHE, ZAN RS =532 _ .
335 | IS, S, S99 HBS 3 symptomatic epilepsy syndrome[PMSE syndrome]

336 | HOM| AL YotHY Infantile cerebellar retinal degeneration

337 OIMNEEY 2= U 29 3 0|MS S8t | Neurodevelopmental disorder with dysmorphic
AEUE Hoj facies and distal skeletal anomalies

338 OMTEY d= ¥ MBS S E= Developmental delay with or without dysmorphic
SIS fle YWEX(H facies and autism

339 | UxbY TOIXIY FEI ME Primary coenzyme Q10 nephropathy

340 | APIHS 2OBA Z5+ Autoimmune lymphoproliferative syndrome

341 | T 2L Cantt syndrome
Bl O S 0] AMAITF WRIS Sutst Neurodevelopmental disorder with regression,

342 | L \Amreixig abnormal movements, loss of speech, and

seizures

343 | ETAEIOHE OILZ0|E A2HS Transthyretin amyloid cardiomyopathy[ATTR-CM]

344 | I|EE E&F Pierpont syndrome

345 | SAHAUIES T Iridocorneal endothelial syndrome

(5) 7|EFHAIRO|ARIS APHED| ME =2

A ety HEHH(ER)(H4YIE)
B IR RfRfO| 21.1 HLEO| O|MZA . .
1 L; S Fael 211 =E DM 1g21.1 microdeletion syndrome
3=
2 | 2HEMRFRIAOPDALEONNZL S5 2qg24 microdeletion syndrome
3 | Y FMX| o H& Deletion of short arm of chromosome 3
4 | 39 GMH| Mol A& Deletion of long arm of chromosome 3
B OJAHR|| AtQto ol OiMza . ]
5 45%__5' il Ferel 21 el Dl 4921 microdeletion syndrome
OT L—
6 | 4P GMF Q| 34RE9| O|MZEE 434 microdeletion
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7 | TEE 8H FMA R Recombinant chromosome 8 syndrome
8 | SHAHATMKIS 8p monosomy
9 iul_;gxw Heel 112 29 M 8p11.2 deletion syndrome
oT L
10 i{;gﬂxﬂ 2 2111 e DiMEE 8921.11 microdeletion syndrome
11 iﬂggw SEE 221 28 DA B2 8022.1 microdeletion syndrome
ST
12 | OH M| HHRto A Deletion of short arm of chromosome 9
13 | 9F TMA HAQ| AIFMAIS Tetrasomy 9p
14 | 108 AR 22t HHEO| HAFMKS Distal monosomy 10q
15 1%0;.__1;%%”'“ gae| 22723 22| Mg 10922.3923 microdeletion syndrome
16 | 118 My Mol THE HIMHYS Distal trisomy 11q
17 | 148 SR 22t YHR| HAFMAYS Distal monosomy 14q
18 | 168 x| HHao| A& Deletion of short arm of chromosome 16
19 ;?ﬁgi}é;?%g' 1112 F=2 16p11p12 microdeletion syndrome
20 | 18 12|2Y A Ring chromosome 18
21 | 209 GAMF| HpAol UHF HIMHIS Distal trisomy 20q
22 | X GMXERO 28229 S5 S22 Chromosome Xg28 duplication syndrome
23 | 1Y SMiA| M2t 44 29| O|MEE 522 | 1944 microdeletion syndrome
24 | 29 MM e As 2p deletion
25 i{;g&l“ﬂ gael 1331 el i 22 3913.31 microdeletion syndrome
ST
26 ZE;EA_'H_H 3 143 28 oz 5g14.3 microdeletion syndrome
ST
27 g_llﬂ_;,_k%;é,;ﬂ; %f‘},}__g w=dl DiNEEe= Familial clubfoot due to 531 microdeletion
28 | b EMiH| Mt 35 R F& 535 deletion
29 | 6H MM Mt 26 229 OMd: 626 microdeletion syndrome
30 | 79 GAME| M 36 R29 OMZE 882 | 7936 microdeletion syndrome
31 | O GMiN Hetol B5 Duplication of 9p
32 ggl_%kﬁ”_ﬂ g2 123 2o INZE 13912.3 microdeletion syndrome
33 | 138 FMF Tl AHE HAFMRIS Distal monosomy 13q
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34

134 G Fero| B He

Partial deletion of the long arm of chromosome

= 8% 13

35 &ﬁ:{,ﬁm il 32 24.2-311 T2 14024.2931.1 microdeletion

36 | 158 12 BAMF| Ring chromosome 15

37 1§7§H.__1|_%&1i1| 2131 FE iMEE Distal 17p13.1 microdeletion syndrome

38 1%7;'_‘1‘_%'&'%' o 133 Tl MzE Distal 17p13.3 microdeletion syndrome

39 1573;%‘&1%“ g2 2131 F=ol D= 17921.31 microduplication syndrome
ST

40 | 29 FMF| Ao 31-33 229 OjMd: 2031-033 microdeletion

41 | 18H GMH| THAo| MAHMFHES Tetrasomy 18p

42 | 128 SEAME ot 13 2RO OMES 12p13 microduplication

43 | 1H SMF SRt 31-32 29| Oj4Zga 1p31-1p32 microdeletion

44 | 13H GMH Mt 21-22 BEEo A: 13021-22 deletion

45 | 3 FMF 263AES 3g26 duplication

46 | 1H SMF M 21.1 BEO F8 IFZ 1g21.1 duplication syndrome

47 | 88 MM MUS Mosaic trisomy 8

48 | 199 MR H2 13.3 229 55 19p13.3 duplication

49 | 179 MK X2t 251 BEEO 52 55 17025.1 duplication syndrome

50 | 2% AKX Ft 33-37 229 35 3T | 2¢33-37 duplication syndrome

51 :";E&I'iﬂ ga 21.3 F=ol D22 1921.3 microdeletion syndrome
2

52 25 SMF At 13 229 D4EE 12913 microduplication

53 | 18 QMY Haol F2 FFF 1p duplication syndrome

54 | oY GMH Haol Ax 6p deletion syndrome

b5 | 158 GFMF| Ta9| Z& S22 15q deletion syndrome

56 | 18 FMX| Ta9 Z& S22 18q deletion syndrome

57 | 22t GMx| a9l Z& S22 22q deletion syndrome

58 | 22 GMF| a9 55 2L 22q duplication syndrome

59 | 1HH QMY HQ dE ZFL 1p deletion syndrome

60 | 2 SMIN Thetol A IS5 2p deletion syndrome

61 | 3H MK Mo A& F2 3q deletion syndrome
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