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ZEY(ER)

Alstrom Syndrome

Arthrogryposis, renal tubular dysfunction,
andcholestasis, ARC syndrom

Dent diseases

Glucose transporter typel, GLUT1 deficiency

KID sydrome (Keratitis-ichthyosis—deafness)

Kabuki syndrome

Stiff-person[man] syndrome

Gorham-Stout disease(GSD)

O | 0| N oo o B~ W

Campomelic dysplasia

—
o

Multiple epiphyseal dysplasia

Epidermolysis bullosa simplex

Denys—Drash syndrome

SNENHY YRS Craniometaphyseal dysplasia
SHARM &S Rasmussen encephalitis
N7 |EREES Langer-Giedion syndrome

Miller-Dieker syndrome

Congenital amegakaryocytic thrombocytopenia

Alagille syndrome

Alexander disease

Antley-Bixler syndrome

O=ot-HAHE

Erdheim—Chester disease

HEOHSENE Intestinal lymphangiectasia
THE 332 Joubert syndrome

Gitelman Syndrome

Canavan's disease

et S22

Currarino syndrome

3AEII0IE I S

Cronkhite-Canada syndrome, CCS
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2EIER)

EmES

ZEY(E3D)

tufting enteropathy (interstinal epithelial dyspalsia)

Ie-EH=I5s 7

Parry-Romberg syndrome

30

HISRRISICS (R ST
JEERERIEES

Epidermolytic hyperkeratosis(congenital bullous

ichthyosiform erythroderma)

31 | ZYo|Y B Fraser’s syndrome

32 | HO-UAZST QIR HA S;};—dvz)ells syndrome (Ankyloblepharon-ectodermal

33 | gdH-S=-Ose 55 Allan—Herndon—-Dudley syndrome

34 | HO-5HSESEH Wolff-Hirschorn syndrome

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

36 | FAsSE Cohen Syndrome

37 | LMY 7IEY 7t EEEAE Progressive familial intrahepatic cholestasis

38 | fHEFT-OOI0KZE B2t Schwachman-Diamond syndrome

39 ﬁ_kﬁlfgt%ﬁg%ﬁi’iia L(;%HIE% Adult—qnset Ieukoencephalopathy with axonal
Sttet d21-EHE HELEHS spheroids and pigmented glia (ALSP)

40 | MMy n0leE™s Congenital hyperinsulinaemia

41 | ST JIEY DS AHEES Familial hypercholesterolemia homozygote

42 | 2289 HETY e Iron-refractory iron deficiency anemia

43 | oitE 387 Haddad Syndrome

44 | AN BUEMI|SMoIE Pseudohypoparathyroidism

45 | )& &2 Pearson Syndrome

46 | MAMXRZS Incontinentia Pigmenti

47 | 3vC m32 g\l\//ln%(rl\él;lzeuch, Maichels, Mingarelli, Carnevale)

43 | 7-RHa B2 Walker-Warburg Syndrome

49 | AT-A2A S5 Coffin=Siris syndrome

50 | #™ 7IER BFF Schinzel Giedion Syndrome

51 | RE-E& E&F Mowatt-Wilson Syndrome

b2 | MY EFd £383 Congenital Central Hypoventilation Syndrome

53 | 1H236 DIHdLEESE 1p36 Microdeletion Syndrome

B4 | OI=7| HAZSA AR Eggggc;cﬁinztjéf with central nervous system

55 | 2IYO|YE Shret 1U7HRES Hypermanganesemia with Dystonia
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ZH(ZE) ZeH(BR)
2421 OMESE 522 2q11 Microduplication Syndrome
1032 2o HFMA ST Distal 10g trisomy syndrome
1582 1.2 0|8 35 15g11.2 Microdeletion Syndrome
SCHETD-HZEHd Z52 Goldberg Shprintzen syndrome
Of0|7tEl——E[0l2|A BFF Aicardi-Goutieres Syndrome

CARASIL syndrome
(CerebralAutosomalRecessive
Arteriopathy with Subcortical
Infarcts and Leukoencephalopathy)

Congenital Short Bowel Syndrome

Atypical mycobacteriosis, familial, x-linked

64 | YESHIZY Antithrombin deficiency

65 | HUHCEAHE Protein C deficiency

66 | HHEHASAY Protein S deficiency

67 | FEd THIR Acrodermatitis enteropathica

68 | Ym-1-YEZNZET a=1-Antitrypsin deficiency

69 | MY TAUXLCAERZD] Congenital systemic lipodystrophy

70 | YA H Eales’ disease

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

72 | FIEZ201 CHab AALY Bl ;e::tﬁ;:;ﬁr;inergic polymorphic ventricular
73 | AdH SERE Congenital rubella syndrome

74 | EEHLZS Lissencephaly

75 | AklREM Cerebellar agenesis

76 | HIRAQIESH Lenz microphthalmia syndrome

77 | X gay AorEe x-linked juvenile retinoschisis

78 | 2A0|HHO|EEET Wyburn Mason syndrome

79 | HAEED Meckel syndrome

80 | MEFHE0IEE Cleidocranial dysostosis

81 | SUHASIHONY, #0IEY Metaphyseal chondrodysplasia, Schmid type
82 | 7tg HEFEY F901 Pseudoachondroplastic dysplasia
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ZOH|sE

2HI(ED)

Lamellar ichthyosis

HIS5

84 | (RSt ool Ectodermal dysplasia (anhidrotic)

85 | HIZYE-H|HT &5 Beckwith-Wiedemann syndrome

86 | 10TAMSMHE Trisomy 10p

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

88 | COL4AT £+ Zof Collagen alpha1(lV) chain related disorders

89 | DYRK1A &5 DYRK1TA syndrome

90 | AOHIX| EFZ KBG syndrome

91 | SBAEL} ZFH Kleefstra syndrome

92 | BINRA-H=XH6HH Pelizacus— Merzbacher disease

93 Ef*.__l, ARG Q1= L -5 O Short stature, optic atrophy and Pelger-Huét
3= anomaly syndrome

94 | IEE=e Gorlin syndrome

% | = &2 Goltz syndrome

96 | QEB(HE HHE 337 Leprechaunism [Rabson-Mendenhall syndrome]

97 | YHIZ RTYH ARXHHES Leber hereditary optic neuropathy

98 | 200z E22 Loeys—Dietz syndrome

99 | Eolt &+ ROHHAD syndrome

100 | Hojoi-12 E& Meier-Gorlin syndrome

101 | FEMEAYRESHE-YLHOf Aniridia— cerebellar ataxia-mental deficiency

P

103 | E0Y E&+ Wolfram syndrome

104 | SN 23 Inclusion body myositis (IBM)

105 | OlO[HA FS7 IPEX syndrome

106 | HUE 0|¥dE Geleophysic dysplasia

107 | ZH-=222 33 Coffin-Lowry Syndrome

108 | F20|mE ot 7| (UY) 5+ Cryopyrin associated periodic (fever) syndrome

109 | EYM T ZA|HZIZS(J99.8%) Idiopathic pulmonary hemosiderosis(J99.8%)

110 | 02t HEDHES Diffuse pulmonary lymphangiomatosis
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7= HetH(= HSH(ER)

11 | ZEF|-BAT| 52 Potocki~Lupski syndrome

112 | 2=2% ot ZF2 Floating harbor syndrome

113 | IE 8714 55+ pitt hopkins syndrome (PTHS)

114 | siFAHU 552 Hadju—cheney syndrome

115 | Vici 38+ Vici syndrome

116 | R4d 2 A& Hereditary chronic pancreatitis

17 | MY 2 8835 Congenital liver Fibrosislfibrotic]

118 | ¥y Gl gAt Congenital chloride diarrhea

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

120 | S4Y 2EFY 02 Paroxysmal kinesigenic dyskinesia[PKD]

121 | 24N 254X RY 2 Episodic ataxia type 2

122 | Qtet HIOuEs Orbital lymphangioma

123 | DR Ry QOO Chronic progressive external ophthalmoplegia

124 WAGR %_éil WAGB syndrome
(1T HEMA L1352 (Deletion11p13)

125 | OFEM E&2(11&2 Y Jacobsen syndrome(11q distal deletion syndrome)

196 Mesomglia—synostoses Mesomglia—syno_stoses syndrome
(8HEMA| Rt 35 9|0 (8q13microdeletionsyndrome)

127 | QoY 55+ Emanuel syndrome

128 | =Y Fahr's Disease

129 | FRVEFL Cogan's syndrome

130 | AELZE(2BIBSE) Holoprosencephaly

131 | 2= 55+ Larsen's syndrome

132 | S2E-USSH Klippel-Feil syndrome

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

134 | RNYg HEEF Hereditary lymphedema

135 | MALEAZE TIEA Xeroderma pigmentosum group A (XPA)

136 | ZERC(-E2) E54 Rothmund (-Thomson) syndrome

137 | CiEDM0[HE Polymicrogyria

138 | HIZIOIM-RIEIE22 Baraitser-Winter syndrome
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139 | PCDH 19 & HNE &2 PCDH 19-related epilepsy syndromes
140 | OPZHOI-H-AE =2 Branchiootorenal syndrome
141 | HiH2-AHO|H & Wiedemann-Steiner syndrome
142 | X|o}-2A SF Xia-Gibbs syndrome
143 | FLNA 2 LAZ=Q| ZAXM 0|AZ FLNA-related periventricular nodular heterotopis
144 | OBES S8IE NIN E5 D7z Congenital insensitivity to pain with anhidrosis
(CIPA)
145 | XOUB HAKN-MZIRY oZ x53 X-linked mental retardation—-hypotonic facies
syndrome
146 | AUO-22 S22 Senior-Loken syndrome
AR, KRS 27 2 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 55+ Legius syndrome
152 | 3M &= 3M syndrome
153 TE-ULIXA-INZ 28] SFA(BHA23 | Contractures—developmental delay - Pierre Robin
oMdEe: 558 syndrome(5g23 microdeletion syndrome)
154 HH AN et 31.3 229 DMZ&22 | PURA-related neurodevelopmental disorders due
0I5t PURA 2 AlZgieh oy to 5g31.3 microdeletion
155 | 24sE PI3K HEF 52 Activated PI3K Delta Syndrome
156 | =20 Norrie's disease
157 HUEE-ZAME T 7(>-CHUDIM0| Megalencephaly-capillary
S malformation-polymicrogyria syndrome
BIR NNSES I 22z Cataracts, growth hormone deficiency, sensory
158 AT M AA T DA O[S neuropathy, sen_sormeural hearing loss, and
skeletal dysplasia
159 | HIRIHSX|-2HA 57 Bainbridge-Ropers syndrome
160 | OFHEAHQHIEIAIA Atelosteogenesis
161 | PTEN 2% £ £54 PTEN Hamartoma Tumor Syndrome (PHTS)
< - Congenital heart defects, dysmorphic facial
MEA ARZL OABIEIN A2 EX : . :
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(HAZZE-BIH20} 5572 | ANDP syndrome(Helsmoortel-VanDerAa Syndrome)
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165 | KIF1A ST =HH0|0| st MAHS Neuropathy due to KIFTA gene mutation

166 | GNAO1 ¥HE GNAO1 encephalopathy

167 | X-H2t MEAFEAL ARQIXL Z2E X-linked inhibitor of apoptosis deficiency

168 | 7IEH LTS Familial candidiasis

169 | HIEZ2EE G4 2 Zat Immunoglobulin G4-related disease

170 | DUAHSE-Sns- Loy x50 Ist;i;tgz)o;iz follicularis— alopecia—photophobia

171 | UHE 332 Morning glory syndrome

172 | Q& gic2-=px Dol x50 gzgg;/ci)tir;gacne—pustu|osis—hyperostosis—osteitis

173 | 2HO|IES Acrodysostosis

174 | G&d HetEol Congenital disorder of glycosylation

175 | ASE DO YAN LHOE 936 )lt\illipc;oc”ephalic osteodysplastic primordial dwarfism

176 | AE|28 35 Stickler syndrome

177 | ofdla| ZIAC|IAEZT| (SEHSE) Avellino corneal dystrophy (homozygous)

178 | g2H|, HUY O|4ESS ciliary, primary Dyskinesia

179 | AZHHSE =S Autoimmune encephalitis

180 | 7IAHIS-H2IE S5 Kassabach-meritt syndrome

181 | HH BN &5 33 Systemic capillary leak syndrome

182 | EYY SUAA EHEIMOS Idiopathic pleuroparenchymal fibroelastosis

183 | e MY SUFS pulmonary capillary hemangiomatosis

184 %‘%P—U—'.*HDIE BEM22MY 133 Z& Phelan-McDermid syndrome(22q13.3 deletion
e syndrome)

185 | SI0IE-ME & White-Sutton syndrome

tgo | DH0DS IR 0w o &5 oz | TRV LU SO e o DHDDS

gene

187 AHLE-DMEY-gHSXot Megacystis—microcolon-intestinal hypoperistalsis
=5 AHMMIHS) syndrome (MMIHS)

188 | NALCN &3 Zoi NALCN related disorder

189 | DIMBEER (AT OMSZH Micro syndrome [Warburg micro syndrome]
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ZEY(E3D)

Megalencephalic leukoencephalopathy with
subcortical cysts

190 | IEst g2 Sttet Aiikly UWHLES

191 | L1 382 L1 syndrome

192 | ZORH ZAR(B) Fumarase deficiency

193 | MY LlokeH| 71SK ot Congenital hypopituitarism

194 | HARTRY SHYZIEA Monogenic lupus erythematosus

195 | RHUMQUY 244 M0l Arrhythmogenic right ventricular dysplasia

19 | O= Y Danon disease

197 | HIAE H[L-EXIR Q] Best's disease[Best vitelliform maculardystrophy]
198 F-EAEL-AR ARIZYS S5 Bosch-Boonstra-Schaaf optic atrophy syndrome
199 | KAT6B &3 S5+ KAT6B related syndrome

200 | AAIUEBIC SAAFAAL(S Succinic semialdehyde dehydrogenase deficiency

(SSADHD)
201 | EAUEXORIMOIA 1,3 Trichorhinophalangeal syndrome type | & Il
202 | FG2 &2 FG2 syndrome
203 | =212 z52 Blau syndrome
204 | Schimke HA-Z 2{40[4 Schimke immunosseous dysplasia (SIOD)

205 | DI0[0] 27[EIAT| FAE| FOK E53 Mayer—-Rokitansky-Kuster Hauser (MRKH)

syndrome
206 | ATP1A3 &3 LH= ATP1A3 related encephalopathy
207 | 2EtAssH Glass syndrome
208 MUTYH-O1t 285 C1EY 134 MUTYH-associated pglyposis (Familial
283 2%) adenomatous polyposis type2)

209 | 2iot ZE(EHE-BaS -2l £57 Rahmman syndrome [Tatton-Brown-Rahmman

syndrome]
210 | #ZSH-SEHED &S Shprintzen-Goldberg syndrome
211 | ADCY5 &3 O|NRES ADCY5 related dyskinesia
212 | SE-MZIOl Z&7 Hunter-McAlpine syndrome
213 | dllglef E&+ Heimler syndrome
214 | HY-RI=x Fo7 Bohring-Opitz syndrome

X oA 20|12 SHist 3-methylglutaconic aciduria with
Sy o)

co T = or deafness—encephalopathy-Leigh-like(MEGDEL)

215 | 3 ezsEEY Me (MEGDEL) 253
syndrome
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216 | COL4A3BP =& FA XX COL4A3BP related mental retardation
217 | BX01=2d Odet Ol 21 Mosaic variegated aneuploidy syndrome 1
218 | RAZ-R0|3 5&F Luscan-lumish syndrome
219 | I 554 Schaaf-Yang syndrome

POU3F3 &3 X0 (Snijders POUSF3 related disorder (Snijders Blok-Fisher
220 S T ©

Blok-Fisher £5) syndrome)
221 | GNB1 & Xof GNB1 related disorder

Beta—Propeller protein—associated

222 | HEl-Z=H2| HuA gt AFHY .
neurodegeneration

223 | HZ =531 Temple syndrome

924 YIAAS Sofet TRAFT H oJF, 28, | TRAFY related Cardiac, facial, and digital
E i anomalies with developmental delay

225 | Sf=E MMLCE Z5R Enlarge vestibular aqueduct syndrome

226 | EIF0t SAM0A Desbuquois dysplasia

227 | MY H™E Congenital hemivertebra

228 | GATA2 ZY GATA2 deficiency

229 | QUM Am LAS Hereditary thrombocytopenia

230 | RH+F3 Hydranencephaly

231 | ADA-ZARN 2 Smith-Kingsmore syndrome

232 | Hoyeraal-Hreidarsson 5 Hoyeraal-Hreidarsson

syndrome
233 | CTNNB1 221 Zof CTNNB1 related disorder
2 BZAMT |SHoE-AZMAY WA~ MA | Hypoparathyroidism—sensorineural deafness-renal
Zlgt (HDR) 53+ disease (HDR) syndrome

035 | EEAZAEO| LUty BTl Primary angiitis of central nervous system

—erter == (PACNS)
236 | RIHMSHEHALAMSIRY HRE Dentatorubropallidoluysian atrophy (DRPLA)
237 MEFZC;: MEF2C
HHEEST relatedsyndrome
238 | CASK 23 3 SeAIaStdeisorder
239 | 3 Xe29 OjMZ: 55 3029 microdeletion syndrome
240 | 4 et MR 2R A& Partial deletion of the short arm of chromosome 4
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2HI(ED)

241 | 7H2M11.23 ONEE 552 7q11.23 microduplication syndrome

242 15?;% AGARH|(S)(USAE 155 FMF | Tetrasomy 15qg(isodicentric 15 chromosome
Z54) syndrome)

243 | 18 TRt MR Ax 18 short arm chromosome Deletion

244 | 20 FMH| TS| AISAMRIS Trisomy 20p

245 | 2AA37 O|Hd2: S5+ 2937 microdeletion syndrome

246 | 15%2H11-13 OMEE E52 15g11-13 microduplication syndrome

247 | 15 H2M3.3 OMdL: 554 15g13.3 microdeletion syndrome

248 | 1832t LR Z& 32 18q disital deletion syndrome

249 | BEXS Aniridia

250 | AMIHE-2|0|H S5 Axenfeld-Rieger syndrome

251 EH%_EE CHHIZE Stst MYt 2£29| Isomerism of atrial appendages with asplenia or
Ol &loiet polysplenia

262 | AURAE0| 0|4 Isomerism of atrial appendages

253 DIE2AAN-HIY 552 [HIU-OIZHAL Marchesani-weill-syndrome [Weill-marchesani
Eot) syndrome]

264 | CACNATA 2 Xiof CACNA1A-related disorder

255 | CDKL5 #& Zof CDKL5-related disorder

256 | DDX3X &2 Zof DDX3X-related disorder

257 | FBXO11 &z Hof FBXO11-related disorder

258 | NACC1 & Zof NACC1-related disorder

259 | OPHN1 22 Xof OPHN1-related disorder

260 | PPP2R5D & ZEoK PPP2R5D-related disorder

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

262 | LZ20|dlA-HIE20IN S8 Nicolaides—Baraitser syndrome

263 | CIEAROA-27 A5 %At 57 gﬁléigiecongenital anomalies—hypotonia—sezures

264 | CHSAM ZLH-ZEE-BEHSVMONA] Kﬂu(;t:\?:]ntric osteolysis—nodulosis—arthropathy

265 | O 320 2E 33 Cerebral creatine deficiency syndrome

266 | CEtHl 554 Dravet syndrome

267 | HIO|A-TEHIF B2 Weiss-Kruszka syndrome
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268 | HHZ-EEAO0- Ot S5 Borjeson—Forssman-Lehmann syndrome

269 | HSFMNTY MUt S22 Autosomal recessive Segawa syndrome

270 | AFEE-LHEE2D S5 Skraban-Deardorff syndrome

271 | AMEEHEH AN S22 Neurooculocardiogenitourinary syndrome

272 | opO|H-12|1E E&+ Aymé-Gripp syndrome

273 | 04 332 Ogden syndrome

274 | RF2-F LFLE F22 Okur-Chung neurodevelopmental syndrome

275 | 2l EEIA =54 Koolen-de Vries syndrome

276 | HE|AR-& B32 Pallister-Hall syndrome

277 | HRIZE 557 2% 1 Feingold syndrome type 1

278 | W= =3 Pulmonary artery sling

279 | o222 ARMIE (52224 JHAH) | Hemoglobin Southampton (Hemoglobin Casper)

280 | E2Y HIE0lY 7Y HE Idiopathic nonspecific interstitial pneumonia

281 | HZEY RLBAMB Macronodular adrenal hyperplasia

282 | YURY MAN A™M HMIE AEt Primary pigmented nodular adrenocortical disease

283 | MEESYHS-FHEEE Osteopathia striata—cranial sclerosis

284 | HNRNPU-2t= Eof HNRNPU-related disorder

285 | M{Y MSER, HAHEY Congenital nephrotic syndrome, Finnish type

286 | m0{& S5+ Pierson syndrome] Pierson syndrome

287 | 4=¥0|-2& F=F Galloway Mowat syndrome

288 | ME=U4E Congenital glaucoma

289 S AA AR +8H2 HHE 7|4 Tumor. necrosis factor receptor-associated
a2 periodic syndrome

290 | =28 &% Bloom syndrome

291 | 7154 R Hsusus 4l sy Familial thoracic aortic aneurysm and dissection

292 | OI2=C-E SS[KAT6ASE Arboleda-Tham syndrome [KAT6Asyndrome]

203 | EASSH CHOPS syndrome

- [[gélsfs__r;_;g]_ﬂ_%a oW Z57 gyerzzl:giéocular—dentaI—auricular—skeletal anomaly

T [CODASsyndrome]
205 | KMT2B-Za Z7IXf0jAt KMT2B-related dystonia
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296 | HHI-AE| & Warburg-Cinotti syndrome

297 | H-H-Z4M S22 Brain-lung-thyroid syndrome

298 | OKO|0f &= Myhre syndrome

299 | HEMF Y= S Cardiospondylocarpofacial syndrome

300 | ACOX1 &3 Hoj ACOX1 related disorder

301 | XOE}-0MjY-1E &E5# Chopra—Amiel-Gordon syndrome

302 | CTLAAZH CTLAAdeficiency

303 CU|_4!3 I K| EEOH[7HHIREA S 9 CUL4B relatgd ir7tle||eotua| disability[X-linked
XEMF| A X|ZEH0H] intellectual disability, Cabezas type]

304 | CUX1T RTX} HO| CUX1 gene mutation

305 | DLLT =& =t DLL1 related disorder

306 | DOCK8 {XX} H0| L= A DOCK8gene mutation or deletion

307 | FOXP4E e HOjf FOXP4related developmental disorder

308 | 7tE2|dy £ BElA F2 Gabriele-de Vries syndrome

309 | GATAD2B®} CimHel Alzgureixiof S@Z@S?{Eéa:l\slgﬁiated neurodevelopmental

310 | GRIN2B &3 U&X|A GRIN2Brelated developmental delay

11 KIF11 23 HYeEs, 4535, KIF11related chorioretinopathy, microcephaly,
FAXIH mental retardation

312 | LRBAZY LRBAdeficiency

313 | T EFF Malan syndrome

314 | MED13L &5&# MED13Lsyndrome

315 | METTL23 &3 2eX|o METTL23 related developmental delay

316 | NKAP 2t Zof NKAPrelated disorder

317 | HEtgA7|-HIgE 524 Pilarowski-Bjornsson syndrome

s | B DAZRIANE B W, Ol e e e
TEe T o o syndrome[ROSAH syndrome]

319 | LALERX-ZAT| &2 Takenouchi-Kosaki syndrome

320 | TRPM3 & Xiof TRPM3 related disorder

321 | RANBP2ZE 24 HHS RANBP2related acute encephalopathy

392 =4 7|LIotH ZH Mevalonate kinase deficiency

[MEHAZ 2= D 52

[Hyperimmunoglobulin D syndrome]
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323 | WHF-HEEY| 322 2 Auriculo—condylar syndrome 2

324 | H-No|L 5 Lamb-Shaffer syndrome

Immunodeficiency, developmental delay, and

325 | HOZAY, YEXH, MSZAAHQIHS L
hypohomocysteinemia

326 | 2012 ASIeAAH Monoamine oxidase deficiency

Alacrima, achalasia, and impaired intellectual

oax
327 | 7838, 0l development syndrome

ro
T
or

253, NHULH 532

S|IAS7|0MME A x| 2 Myelin oligodendrocyte glycoprotein antibody
associated diseases|[MOGAD]

“z
328 x5t

399 MY LZEHOM0|= ofH|H Congenital nicotinamide adenine dinucleotide

CIO|2YQE0|1E AY Het deficiency disease

Cerebellar atrophy, visual impairment, and

AU, N2, HUSSKA .
cEY 9=, AISEH, 8 & psychomotor retardation[CAVIPMR]

331 | AREA-SOO|HO[AHA EFL Schuurs—Hoeijmakers syndrome

332 t'g?%%;%ﬂ@ff O&A 228 &2Z | Multicentric Carpo-tarsal Osteolysis with
=80l 327 nephropathy syndrome

333 | AlM|ih A0 A Renal tubular dysgenesis

334 | A otEE SR Renal coloboma syndrome

Polyhydramnios, megalencephaly, and

UATCEE NS, ZMA L= =532 _ _
335 | IS, S, SI8 HHS 3= symptomatic epilepsy syndrome[PMSE syndrome]

336 | FO/| Akl YoiHY Infantile cerebellar retinal degeneration

337 OIMEElY F= 2 29 T 0|4 SHist | Neurodevelopmental disorder with dysmorphic
AEUE HOY facies and distal skeletal anomalies

333 OIMTHY = Y MBS St E= Developmental delay with or without dysmorphic
SHIoHK| b= YEHA|A facies and autism

339 | YK IR FE LS Primary coenzyme Q10 nephropathy

340 | APHHY BHESA IS5 Autoimmune lymphoproliferative syndrome

3 | IR BT Canta syndrome

Neurodevelopmental disorder with regression,

E|3 OJAl QE 010 AfAIT} HIRIS
342 E|;>|-6} LTJ#HF;‘N H01 o BB abnormal movements, loss of speech, and
oL o220 .
seizures
343 | EUAEIOHE OIUZ0|E H2HS Transthyretin amyloid cardiomyopathy[ATTR-CM]
344 | LEE 22 Pierpont syndrome
345 | SMAAUISS Iridocorneal endothelial syndrome
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1 Lﬁ%g&'{iﬂ gael 211 T oMz 1921.1 microdeletion syndrome
o T L
2 | 2PBMEIHRACI4FZOI0MELE F 2g24 microdeletion syndrome
3 | 3P FMF| Hao F& Deletion of short arm of chromosome 3
4 | 3 GMRH| Mo A& Deletion of long arm of chromosome 3
3 4;_1%%4&15(“ 9 21 T2e Dz 4921 microdeletion syndrome
e
6 | 4% FMF| HO| 34FEQ OjMAE 4q34 microdeletion
7 | WA 8 FME| S Recombinant chromosome 8 syndrome
8 | SHAHALMKS 8p monosomy
9 8;_133&1-" | 11.2 B2E iMEE 8p11.2 deletion syndrome
S
10 iu'_lg&'ﬁ" gael 2111 FEef M2 8021.11 microdeletion syndrome
ST
" iig&i‘iﬂ a9 221 T2 0 2L 8g22.1 microdeletion syndrome
o pann
12 | 9% FMF| Ho| A& Deletion of short arm of chromosome 9
13 | 9 FAMF| SO AIFMKIS Tetrasomy 9p
14 | 109 MK Mt UHRO| HUSMFS Distal monosomy 10g
15 %O;‘_j BAH B 22-23 T2 D2 10g22.3923 microdeletion syndrome
16 | 118 SAHR| Heto] YHE HIMHIS Distal trisomy 11q
17 | 148 AR 2t ROl HAFMAS Distal monosomy 14q
18 | 168 MR Hhao| A& Deletion of short arm of chromosome 16
19 113%17522;;%9' 1-12 224 16p11p12 microdeletion syndrome
20 | 18H 12|mQk A Ring chromosome 18
21 | 208 QAR Fto| UHE MAMHS Distal trisomy 20q
22 | X GMNERe 28229 S5 27 Chromosome Xg28 duplication syndrome
23 | 1 HMF At 44 22| O|MZ2L 557 | 1944 microdeletion syndrome
24 | 29 MM e AE 2p deletion
25 iﬁ;g*ﬂ AL 1331 29 0 22 3q13.31 microdeletion syndrome
o pann
26 5;_;3&;5:" get 14.3 F2ol DZE 5g14.3 microdeletion syndrome
ST
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27 2_%%74:_3“_‘,‘1 %E—Z_? FE IR Familial clubfoot due to 5g31 microdeletion
28 | bt My At 35 RE9 A& 5g35 deletion
29 | 6 MM Mt 26 229 OMd: 6026 microdeletion syndrome
30 | 79 MK M2t 36 F29 0|MZd& 52 | 7936 microdeletion syndrome
31 | oY gy Tetol 55 Duplication of 9p
32 g_gl_%ww g2 123 FEol DM 13912.3 microdeletion syndrome
33 | 138 AR Fto| UHE HUSMHYS Distal monosomy 13q
34| 138 ClF| Ro| B A 1P;rtial deletion of the long arm of chromosome
85 ;fﬁjéi&'w' g2 24.2°311 F= 14924.2g31.1 microdeletion
36 | 158 2= HMF| Ring chromosome 15
37 1%7_%’_1'_%'*—'17(“ S 18T P MEE Distal 17p13.1 microdeletion syndrome
38 1%7;%"“ o 133 FEof Mz Distal 17p13.3 microdeletion syndrome
39 g_gil%&w g2 2131 F=ol D= 17921.31 microduplication syndrome
40 | 29 FMF Aeto| 31-33 ER9| OjMda 2031-033 microdeletion
41 | 18H MK HHRAo MAMKZS Tetrasomy 18p
42 | 128 GMH St 13 229 OMES 12p13 microduplication
43 | 18 SAMF| ot 31-32 22| Oj4Zd4 1p31-1p32 microdeletion
44 | 139 GMIH M 21-22 RO Ax 13021-22 deletion
45 | 38 TMA 26YAES 326 duplication
46 | 19 SMF et 21.1 BEO| 52 557 1g21.1 duplication syndrome
47 | 8H MM MUS Mosaic trisomy 8
48 | 199 MK Rt 13.3 229 5= 19p13.3 duplication
49 | 179 MK Mt 251 BEO| Z2 X5 17925.1 duplication syndrome
50 | 2t QAN At 33-37 ER9 55 3% | 2g33-37 duplication syndrome
51 ;{;E&;iﬂ g2 213 2 M2 1921.3 microdeletion syndrome
S
52 | 12 GMF| &2 13 229 DNE=E 12013 microduplication
53 | 1H QMY HAQ 55 ZFL 1p duplication syndrome
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HHY(BR)(YY2E)

6p deletion syndrome
55 | 158 GMF| TaQ| Z& ZFH 15q deletion syndrome
56 | 18%H M| o HE ZEF 18q deletion syndrome
57 | 22 GMF| T&AQ Z& S22 22q deletion syndrome
58 | 22t GMF Mo T2 FSH 22q duplication syndrome
59 | 18 QMK ChRto] A& IS 1p deletion syndrome
60 | 29 GMIF| Cfeto] Ad ZSH 2p deletion syndrome
61 | 3H My Mo ZAE F2 3q deletion syndrome
62 | 3H MK M FE = 3q duplication syndrome
63 | 4H MK MU Ar F2d 4q deletion syndrome
64 | bH GMH MU Ax F2d 5g deletion syndrome
65 | b MK Mol UHE MEMHS Distal bq trisomy
66 | 6 MK MU Ax F2 6q deletion syndrome
67 | 7R 11.22 DMZ2: 552 7q 11.22 microdeletion syndrome
68 | 7&¢et 36 OlMES 7q 36 microduplication
69 | 8H MK TRt AZE-AE ST 8p inverted duplication—deletion syndrome
70 | 8H MR &S EE T 8q duplication syndrome
71 | O M Tt A IS 9q deletion syndrome
72 | 10H2 11-12 82 53+ 10p 11-12 deletion syndrome
73 | 108 GAR| Faol A& 2L 10q deletion syndrome
74 | 128 QMR HRto] S8 F5H 12p duplication syndrome
75 | 16H 11.2 OMES 16p 11.2 microduplication
76 | 108 GMH Mo B= 16q duplication
77 1792 133 OMiES 17p 13.3 microduplication
78 | 178 QMR FaAQ 55 2L 17q duplication syndrome
79 | 18H GMF HeHo 55 L 18q duplication syndrome
80 | 21 Gy HRtol B5 I 2p duplication syndrome
81 | 21 GMiM| Mo Ax F=d 2q deletion syndrome
82 | 3H My HAo AE F2 3p deletion syndrome
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