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7= LHIEE) ZAH(ER)

1 YAEE F5F Alstrom Syndrome

2 ARCE®Z Arthrogryposis, renal tubular dysfunction,

andcholestasis, ARC syndrom

3 | Dent &gt Dent diseases

4 B HEX1ELE Glucose transporter typel, GLUT1 deficiency
5 | KID 5&& KID sydrome (Keratitis-ichthyosis-deafness)
6 @ IIR7| & Kabuki syndrome

7 BROREEER Stiff-person[man] syndrome

8 | I-AHREY Gorham-Stout disease(GSD)

9 | XM Campomelic dysplasia

10 oy o Jgoiy Multiple epiphyseal dysplasia

11 He £EM BIERES Epidermolysis bullosa simplex

12 HUA-EH 522 Denys-Drash syndrome

13 FHEUHIAHERS Craniometaphyseal dysplasia

14 | SARM S Rasmussen encephalitis

15  SNVIEESERT Langer-Giedion syndrome

16 ZH-07H 522 Miller-Dieker syndrome

17 | MY AN EATAAS Congenital amegakaryocytic thrombocytopenia
18 Y2 E2(3) Alagille syndrome

19 ey Alexander disease

20  oHEEFHEHEEE Antley-Bixler syndrome

21 | Gl=oI-FAEHH Erdheim-Chester disease

22 | TEHOLSEE Intestinal lymphangiectasia

23  FHE 337 Joubert syndrome

24 | X2 322 Gitelman Syndrome

25 | FiLer Canavan " s disease

26  FA E=2 Currarino syndrome

27 | 3EI0|E UL 3R Cronkhite-Canada syndrome, CCS
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29
30
31
32
33
34
35
36
37
38
39
40
41
42
43
44
45
46
47
48
49
50
51
52
53
54
55
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tufting enteropathy (interstinal epithelial dyspalsia)

Parry-Romberg syndrome

Epidermolytic hyperkeratosis(congenital bullous
ichthyosiform erythroderma)

Fraser “s syndrome

Hay-Wells syndrome (Ankyloblepharon-ectodermal
defects)

Allan-Herndon-Dudley syndrome
Wolff-Hirschorn syndrome

Pallister — killian syndrome

Cohen Syndrome

Progressive familial intrahepatic cholestasis

Schwachman-Diamond syndrome

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

Congenital hyperinsulinaemia

Familial hypercholesterolemia homozygote
Iron-refractory iron deficiency anemia
Haddad Syndrome
Pseudohypoparathyroidism

Pearson Syndrome

Incontinentia Pigmenti

3MC(Malpeuch, Maichels, Mingarelli, Carnevale)
Syndrome

Walker-Warburg Syndrome

Coffin-Siris syndrome

Schinzel Giedion Syndrome

Mowatt-Wilson Syndrome

Congenital Central Hypoventilation Syndrome

1p36 Microdeletion Syndrome

Childhood ataxia with central nervous system
hypomyelination

Hypermanganesemia with Dystonia
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2911 Microduplication Syndrome
Distal 10q trisomy syndrome
15g11.2 Microdeletion Syndrome
Goldberg Shprintzen syndrome

Aicardi-Goutieres Syndrome

CARASIL syndrome

(CerebralAutosomalRecessive
Arteriopathy with Subcortical
Infarcts and Leukoencephalopathy)

Congenital Short Bowel Syndrome

Atypical mycobacteriosis, familial, x-linked

Antithrombin deficiency

Protein C deficiency

Protein S deficiency
Acrodermatitis enteropathica
a-1-Antitrypsin deficiency
Congenital systemic lipodystrophy
Eales ~ disease

QOcular motor apraxia, Cogan type

Catecholaminergic polymorphic ventricular

tachycardia

Congenital rubella syndrome
Lissencephaly

Cerebellar agenesis

Lenz microphthalmia syndrome
x-linked juvenile retinoschisis
Wyburn Mason syndrome
Meckel syndrome

Cleidocranial dysostosis

Metaphyseal chondrodysplasia, Schmid type

Pseudoachondroplastic dysplasia
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Ministry of Health and Welfare

Lamellar ichthyosis

Ectodermal dysplasia (anhidrotic)
Beckwith-Wiedemann syndrome

Trisomy 10p

18g monosomy; (distal) 18g deletion syndrome
Collagen alphal(lV) chain related disorders
DYRK1A syndrome

KBG syndrome

Kleefstra syndrome

Pelizaesus— Merzbacher disease

Short stature, optic atrophy and Pelger-Huét
anomaly syndrome

Gorlin syndrome

Goltz syndrome

Leprechaunism [Rabson-Mendenhall syndrome]
Leber hereditary optic neuropathy

Loeys—Dietz syndrome

ROHHAD syndrome

Meier-Gorlin syndrome

Aniridia— cerebellar ataxia-mental deficiency

Birt-Hogg-Dube
syndrome

Wolfram syndrome

Inclusion body myositis (IBM)

IPEX syndrome

Geleophysic dysplasia

Coffin-Lowry Syndrome

Cryopyrin associated periodic (fever) syndrome
Idiopathic pulmonary hemosiderosis(J99.8%)

Diffuse pulmonary lymphangiomatosis
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M| ZEF|-8A7| 387 Potocki-Lupski syndrome
112 | E224 o 352 Floating harbor syndrome
113 | LE &71A 387 pitt hopkins syndrome (PTHS)
114 | oY &= Hadju-cheney syndrome
115 | Vici 382 Vici syndrome
116 R4 g HYE Hereditary chronic pancreatitis
17 | MHY 7t dRE Congenital liver Fibrosis[fibrotic]
118 | MTY Fals At Congenital chloride diarrhea
119 | MTH X7} HiO[2HA &t Congenital Zika virus disease
120  =4UY 2ERY OIS Paroxysmal kinesigenic dyskinesia[PKD]
121 | 2UH 234X RE 2 Episodic ataxia type 2
122 | otet SO HE Orbital lymphangioma
123 | OkY Tl 2Ior0H| Chronic progressive external ophthalmoplegia
124 WAGR &= WAGR syndrome
(1 EHH AR R0 132 2 A8) (Deletion11p13)

125 | OFFM SS&F(1MAY YT Z& Z5H) | Jacobsen syndrome(11q distal deletion syndrome)

126 e SRS aesem | (Boramescaetonndome
127 | AOA 552 Emanuel syndrome

128  It=H4 Fahr's Disease

129  IQESH Cogan's syndrome

130 | MM:IES(ZHIRAE) Holoprosencephaly

131 2f2M 55+ Larsen's syndrome

132 SP-IASS2 Klippel-Feil syndrome

133 | 22-HY B2 Leri-Weill syndrome)

134 | RTY RS Hereditary lymphedema

135 | MANEAXZE J2EA Xeroderma pigmentosum group A (XPA)
136 RERE(-E2) 552 Rothmund (-Thomson) syndrome
137 | COMO|ES Polymicrogyria

138 | HEEZOIM-REESE Baraitser-Winter syndrome
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Ministry of Health and Welfare

PCDH 19-related epilepsy syndromes
Branchiootorenal syndrome
Wiedemann-Steiner syndrome
Xia—-Gibbs syndrome

FLNA-related periventricular nodular heterotopis

Congenital insensitivity to pain with anhidrosis
(CIPA)

X-linked mental retardation—hypotonic facies
syndrome

Senior-Loken syndrome

Growth retardations, impaired intellectual
development, hypotonia, and hepatopathy
(GRIDHH)

Costello syndrome

Acid-Labile subunit deficiency (ALSD)
Tubulinopathies

Legius syndrome

3M syndrome

Contractures—developmental delay - Pierre Robin
syndrome(5g23 microdeletion syndrome)

PURA-related neurodevelopmental disorders due
to 5g31.3 microdeletion

Activated PI3K Delta Syndrome

Norrie's disease

Megalencephaly—-capillary
malformation—polymicrogyria syndrome

Cataracts, growth hormone deficiency, sensory
neuropathy, sensorineural hearing loss, and
skeletal dysplasia

Bainbridge-Ropers syndrome
Atelosteogenesis

PTEN Hamartoma Tumor Syndrome (PHTS)

Congenital heart defects, dysmorphic facial
features, and intellectual developmental disorder
(CHDFIDD)

Congenital mirror movement (CMM) disorder

ANDP syndrome(Helsmoortel-VanDerAa Syndrome)
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Neuropathy due to KIFTA gene mutation
GNAO1 encephalopathy

X-linked inhibitor of apoptosis deficiency
Familial candidiasis

Immunoglobulin G4-related disease

Ichthyosis follicularis— alopecia—photophobia
syndrome

Morning glory syndrome

Synovitis—acne—pustulosis—hyperostosis—osteitis
syndrome

Acrodysostosis

Congenital disorder of glycosylation

Microcephalic osteodysplastic primordial dwarfism
type I

Stickler syndrome

Avellino corneal dystrophy (homozygous)
ciliary, primary Dyskinesia

Autoimmune encephalitis
Kassabach-meritt syndrome

Systemic capillary leak syndrome

|diopathic pleuroparenchymal fibroelastosis

pulmonary capillary hemangiomatosis

Phelan-McDermid syndrome(22q13.3 deletion
syndrome)

White-Sutton syndrome

Developmental delay and seizures with or without
movement abnormalities (DEDSM) due to DHDDS
gene

Megacystis—microcolon-intestinal hypoperistalsis
syndrome (MMIHS)

NALCN related disorder

Micro syndrome [Warburg micro syndrome]

Megalencephalic leukoencephalopathy with
subcortical cysts

L1 syndrome
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Ministry of Health and Welfare

Fumarase deficiency

Congenital hypopituitarism

Monogenic lupus erythematosus
Arrhythmogenic right ventricular dysplasia

Danon disease

Best's disease[Best vitelliform maculardystrophy]

Bosch-Boonstra-Schaaf optic atrophy syndrome

KAT6EB related syndrome

Succinic semialdehyde dehydrogenase deficiency

(SSADHD)
Trichorhinophalangeal syndrome type | & Il

FG2 syndrome
Blau syndrome

Schimke immunosseous dysplasia (SIOD)

Mayer-Rokitansky-Kuster Hauser (MRKH)
syndrome

ATP1A3 related encephalopathy

Glass syndrome

MUTYH-associated polyposis (Familial
adenomatous polyposis type2)

Rahmman syndrome [Tatton-Brown-Rahmman
syndrome]

Shprintzen—-Goldberg syndrome
ADCY5 related dyskinesia
Hunter-McAlpine syndrome
Heimler syndrome

Bohring-Opitz syndrome
3-methylglutaconic aciduria with

deafness—encephalopathy-Leigh-like(MEGDEL)
syndrome

COL4A3BP related mental retardation
Mosaic variegated aneuploidy syndrome 1
Luscan—lumish syndrome

Schaaf-Yang syndrome
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990  DOU3F3 & o (Snijders Blok-Fisher | POU3F3 related disorder (Snijders Blok-Fisher
&) syndrome)

221 | GNB1 =& oy GNB1 related disorder

Beta—Propeller protein—associated

— al| H
222 | HE}-Z2HEe T neurodegeneration

A
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i
r=
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&
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223 HE &= Temple syndrome
o4  BENCIS SUBH TRAF7 B2l 8, o, TRAF7 related Cardiac, facial, and digital
2H 7™ anomalies with developmental delay
225 | EOiE Mg @ E57 Enlarge vestibular aqueduct syndrome
226 | =870 ¥M0IA Desbuquois dysplasia
227 | M@y gEE Congenital hemivertebra
228 GATA2 ZH GATA2 deficiency
229 | RUY €Al AAT Hereditary thrombocytopenia
230 RHFS Hydranencephaly
231 | ADA-ZARY Z57 Smith-Kingsmore syndrome
232 | Hoyeraal-Hreidarsson £&2 }S-Ifr}/grrgg]l‘;Hreidarsson
233 | CTNNBT &3 Zof CTNNB1 related disorder
234 Zgﬁgﬁsﬁ %%%—%.*Z.*H%ié HE- AR gigpeggzreztﬁwg%idsiiw&%?gorineural deafness-renal
235 EEAMZEC| YLN STl giArT&al\?é)angiitis of central nervous system
236 | RIHMSHEAAAMGIRY YFE Dentatorubropallidoluysian atrophy (DRPLA)
037 MEF2C MEF2C
HEssT relatedsyndrome
238 | CASK &8 30 rCeAIaStgddisorder
239 | 3 HA29 O|MZL 554 3929 microdeletion syndrome
240 4 TIPS B2 A2 Zartial deletion of the short arm of chromosome
241 | 7ERM1.23 OMIEE 552 7q11.23 microduplication syndrome
242 g)_;f% ANGMH(B)(ASEE 158 FAF| lsrt]rglrsoonr]ne\g 15q(isodicentric 15 chromosome
243 | 18 Tt My Al 18 short arm chromosome Deletion
244 208 FMH| Thetol HAMRIS Trisomy 20p
245 | 2337 OIMEE =22 2037 microdeletion syndrome
246 | 15&211-13 ONEE 522 15g11-13 microduplication syndrome
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Ministry of Health and Welfare

15913.3 microdeletion syndrome

18q disital deletion syndrome
Aniridia

Axenfeld-Rieger syndrome

Isomerism of atrial appendages with asplenia or
polysplenia

Isomerism of atrial appendages

Marchesani-weill-syndrome [Weill-marchesani
syndrome]

CACNA1A-related disorder

CDKL5-related disorder

DDX3X-related disorder

FBXO11-related disorder

NACC1-related disorder

OPHN1-related disorder

PPP2R5D-related disorder
Zhu-Tokita-Takenouchi-Kim [ZTTK] syndrome

Nicolaides—Baraitser syndrome

Multiple congenital anomalies—hypotonia—sezures
syndrome

Multicentric osteolysis—nodulosis—arthropathy
[MONA]

Cerebral creatine deficiency syndrome
Dravet syndrome

Weiss—Kruszka syndrome
Borjeson—-Forssman-Lehmann syndrome
Autosomal recessive Segawa syndrome
Skraban-Deardorff syndrome
Neurooculocardiogenitourinary syndrome
Aymé-Gripp syndrome

Ogden syndrome

179

Ju 4



274
275
276
277
278
279
280
281
282
283
284
285
286
287
288
289
290
291
292
293

294

295
296
297
298
299
300
301

180

=22 ARUIE @RI 2t HAL)

rx
5]
i
=
0z

%Ogr A I

=

o —

=8 &8¢

7154 B8R HiSusuH=

Ol=2t-E E2ZKAT6AS ST

Chie-01-%[0}-7-2% 01y

[CODASE =]
KMT2B-& 221301y

HHI-AE S22

A EXQ HEE F1Y

=}
s
n

d

Okur-Chung neurodevelopmental syndrome
Koolen—-de Vries syndrome

Pallister-Hall syndrome

Feingold syndrome type 1

Pulmonary artery sling

Hemoglobin Southampton (Hemoglobin Casper)
Idiopathic nonspecific interstitial pneumonia
Macronodular adrenal hyperplasia

Primary pigmented nodular adrenocortical disease
Osteopathia striata—cranial sclerosis
HNRNPU-related disorder

Congenital nephrotic syndrome, Finnish type
Pierson syndrome

Galloway Mowat syndrome

Congenital glaucoma

Tumor necrosis factor receptor-associated periodic
syndrome

Bloom syndrome

Familial thoracic aortic aneurysm and dissection
Arboleda-Tham syndrome [KAT6Asyndrome]
CHOPS syndrome

Cerebral-ocular-dental-auricular-skeletal anomaly
syndrome
[CODASsyndrome]

KMT2B-related dystonia
Warburg—Cinotti syndrome
Brain—-lung-thyroid syndrome
Myhre syndrome
Cardiospondylocarpofacial syndrome
ACOX1 related disorder

Chopra—Amiel-Gordon syndrome
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Ministry of Health and Welfare

CTLAAdeficiency

CUL4B related intellectual disability[X-linked
intellectual disability, Cabezas type]

CUX1 gene mutation

DLL1 related disorder

DOCK8gene mutation or deletion
FOXP4related developmental disorder

Gabriele—de Vries syndrome

GATAD2Bassociated neurodevelopmental
disorder[GAND]

GRIN2Brelated developmental delay

KIF11related chorioretinopathy, microcephaly,
mental retardation

LRBAdeficiency

Malan syndrome

MED13Lsyndrome

METTL23 related developmental delay
NKAPrelated disorder

Pilarowski-Bjornsson syndrome

Retinal dystrophy, Optic nerve edema,
Splenomegaly, Anhidrosis, Headache
syndrome[ROSAH syndrome]

Takenouchi—-Kosaki syndrome
TRPM3 related disorder

RANBPZ2related acute encephalopathy

Mevalonate kinase deficiency[Hyperimmunoglobulin
D syndrome]

Auriculo—condylar syndrome 2

Lamb-Shaffer syndrome

Immunodeficiency, developmental delay, and
hypohomocysteinemia

Monoamine oxidase deficiency

Alacrima, achalasia, and impaired intellectual
development syndrome

Myelin oligodendrocyte glycoprotein antibody
associated diseases|MOGAD]
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Congenital nicotinamide adenine dinucleotide
deficiency disease

Cerebellar atrophy, visual impairment, and
psychomotor retardation[CAVIPMR]

Schuurs—Hoeijmakers syndrome

Multicentric Carpo-tarsal Osteolysis with
nephropathy syndrome

Renal tubular dysgenesis

Renal coloboma syndrome

Polyhydramnios, megalencephaly, and
symptomatic epilepsy syndrome[PMSE syndromel]

Infantile cerebellar retinal degeneration

Neurodevelopmental disorder with dysmorphic
facies and distal skeletal anomalies

Developmental delay with or without dysmorphic
facies and autism

Primary coenzyme Q10 nephropathy
Autoimmune lymphoproliferative syndrome

Cantt syndrome

Neurodevelopmental disorder with regression,
abnormal movements, loss of speech, and
seizures

Transthyretin amyloid cardiomyopathy[ATTR-CM]
Pierpont syndrome

Iridocorneal endothelial syndrome

1g21.1 microdeletion syndrome

2924 microdeletion syndrome
Deletion of short arm of chromosome 3

Deletion of long arm of chromosome 3
4921 microdeletion syndrome

4934 microdeletion
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Ministry of Health and Welfare

Recombinant chromosome 8 syndrome

8p monosomy

8p11.2 deletion syndrome
8921.11 microdeletion syndrome

8922.1 microdeletion syndrome
Deletion of short arm of chromosome 9
Tetrasomy 9p

Distal monosomy 10q

100922.3923 microdeletion syndrome
Distal trisomy 11q

Distal monosomy 14q

Deletion of short arm of chromosome 16
16p11p12 microdeletion syndrome

Ring chromosome 18

Distal trisomy 20q

Chromosome Xg28 duplication syndrome
1944 microdeletion syndrome

2p deletion

3913.31 microdeletion syndrome
5g14.3 microdeletion syndrome

Familial clubfoot due to 5g31 microdeletion

535 deletion
6026 microdeletion syndrome
7936 microdeletion syndrome

Duplication of 9p
13g12.3 microdeletion syndrome

Distal monosomy 13q
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Partial deletion of the long arm of chromosome

13
14g24.2931.1 microdeletion

Ring chromosome 15

Distal 17p13.1 microdeletion syndrome
Distal 17p13.3 microdeletion syndrome

17g21.31 microduplication syndrome

2931-0g33 microdeletion
Tetrasomy 18p

12p13 microduplication
1p31-1p32 microdeletion
13g21-22 deletion

3926 duplication

1g21.1 duplication syndrome
Mosaic trisomy 8

19p13.3 duplication

17g25.1 duplication syndrome

2033-37 duplication syndrome
1921.3 microdeletion syndrome

12913 microduplication
1p duplication syndrome
6p deletion syndrome
15g deletion syndrome
18qg deletion syndrome
22q deletion syndrome
22q duplication syndrome
1p deletion syndrome

2p deletion syndrome
3q deletion syndrome
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Ministry of Health and Welfare

3q duplication syndrome

4q deletion syndrome

5g deletion syndrome

Distal bg trisomy

6g deletion syndrome

7q 11.22 microdeletion syndrome
7q 36 microduplication

8p inverted duplication—deletion syndrome
8qg duplication syndrome

9qg deletion syndrome

10p 11-12 deletion syndrome
10g deletion syndrome

12p duplication syndrome
16p 11.2 microduplication
169 duplication

17p 13.3 microduplication
17q duplication syndrome
18q duplication syndrome

2p duplication syndrome

2q deletion syndrome

3p deletion syndrome

4p duplication syndrome

5g duplication syndrome

6q duplication syndrome

7q deletion syndrome

7q duplication syndrome

8p deletion syndrome

8p duplication syndrome

9 deletion syndrome
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