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mos 47,XX,+mar[11]/46,XX[19]

DD/ID/ASD

—
o

RERE-related disorder

Chromosomal microdeletions/duplications

Dilated cardiomyopathy

Rubinstein-Taybi syndrome

Williams syndrome

DONSON-related disorder

Russell-Silver syndrome

Potocki-Lupski syndrome Dravet syndrome Saethre-Chotzen syndrome
5q26.3 deletion DRPLA Schwachman-Diamond syndrome
15024 deletion DYNC1H1-related disorder Scoliosis

22q11.2 deletion Dystrophinopathy SEMAGB-related disorder

*1. 02FEEGRIZESR
Chromosomal abnormality 9% Achondroprasia 2 KBG syndrome 2
Down syndrome Alagille syndrome 2 Kleefstra syndrome 1
nondisjunction 63 Angelman syndrome 1 L1CAM-related hydrocephalus 1
misaic 1 Apert syndrome 1 Legius syndrome 3
Trisomy 13 3 ASPM-related disorder 1 Macrocephaly 1
Trisomy 18 3 Axenfeld-Rieger syndrome 1 Marfan syndrome 4
5p monosomy syndrome 2 BCL11B-related disorder 1 MCA 20
Emanuel syndrome 2 Beckwith-Wiedemann syndrome 5 MCA/DD/ID 28
Klinefelter syndrome 2 Blepharophimosis ptosis epicanthus inversus syndrol 1 Mowat-Wilson syndrome 2
46,XX,del(1)(q43q44) 1 Bulbar palsy 1 Mucolipidosis 1
46,XY,der(4)t(4;5)(q35;p13) 1 CALS 7 Myotubular myopathy 1
46,XX,del(9)(p21) 1 CASK-related disorder 1 Nail-Patella syndrome 1
46,XY,del(9)(q22.122.3) 1 Cerebral Cavernous Malformation 1 NF1 18
46,XY,add(12)(q24.32) 1 CHARGE syndrome 2 NF1, mosaic 5
46,XY,add(13)(q34) 1 Chondrodysplasia punctata 2 Noonan related disorder
46,XY,der(14)t(9;14)(34.1;932.3) 1 CLCN4-related disorder 1 CFC syndrome 2
46,XX,der(15) (pter—q26.3:q26.3—¢23:) 1 Cleft lip and palate 1 Costello syndrome 1
47 XX, +add(15)(q15) 1 CNOT3-related disorder 1 Noonan syndrome 5
mos 46,XX,psu idic(18)(q21.2)[2]/46,XX[28] 1 Coffin-Siris syndrome 4 Normal 14
46,XY,del(18)(q21.3) 1 Comelia de Lange syndrome 1 0AV
mos 46,XX,r(20)(p13q13.3)[71/46,XX[23] 1 Craniosynostosis 1 Osler disease
46,XY,r(22)(p11.213.3) 1 CSNK2A1-related disorder 1 Osteogenesis imperfecta
mos 45,X[28] /47, XXX[2] 1 CTCF-related disorder 1 Pigmentary dysplasia
mos 46,X,psu idic(X)(q21.1)[20]/45,X[10] 1 CTNNB1-related disorder 1 Pitt-Hopkins syndrome
46,Y,der(X) 1 Culler-Jones syndrome 1 Prader-Willi syndrome
47 XYY 1 DCX-related disorder 1 PUF60-related disorder(Verheij syndrome)
1
8
2
1
1
1
2
1

Xp11.23p11.22 duplication

EFTUD?-related mandibulofacial dysostosis

SETD5-related disorder

ERF-related craniosynostosis

Short stature

GPI deficiency

Sotos syndrome

GRIN2D-related disorder

SOX2-related disorder

Hearing loss

Split hand foot mulformation

Hemihyperplasia

SRP54-related Neutropenia

Holoprocencephaly

Tall stature

Hyperlactatemia

Tricho-rhino-phalangeal syndrome

Hypotrichosis

Tuberous sclerosis complex

IRF2BPL-related disorder

Ulner-mammary syndrome

Joubert syndrome

VATER association

Kabuki syndrome

WAC-related intellectual disability

Kagami-Ogata syndrome

Wiedemann-Steiner syndrome

Kallmann syndrome

X-linked hypophosphatemic rickets
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KAT6B-related disorder
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#Lowfiﬁﬁﬁﬁif IICGEIC K g2 ket AR LB 2 rE B (1) @
RRVEAT T LT\ D (3R 3), — MU X BB 1% 17, 615 #:9 7, 077 £ (40. 2%) , A —
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