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~499g 500~999g 1000~1449g | 1500~1999g | 2000~2499g 2500g~ &5t
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#1.

REHREE
Down syndrome

2020 £

nondisjunction
translocation
mosaicism
Trisomy 13
Turner syndrome
1q trisomy
4p monosomy syndrome
5p monosomy syndrome
Iptetrasomy
Tetrasomy 22q (Cat eye syndrome)
der(1)t(1;21) (p36.3;922.1),t(3;19) (p21.3;q13.1)
del(4)(q32)
t(5;18)(q12;912.1)
del(7)(q22q32)
del(7)(q32q34)
dup(8)(q22.124.3)
add(10)(q26.3)
del(15)(q24926.1)
add(15)(426.2)
der(16) (pter—q22::q12.1—q22::q13—qter)
dup(16)(p11.2p13.1)
trp(16)(q12.1q13)
r(17)(p13q25)
add(18)(p11.2)
add(20)(p12)
der(21)(::q10—q22.3::q22.3—q10::)
r(21)(p13q22.3
del(X)(p22.31p22.33)
add(Y)(p11.2)
47,XXX
47,XYY
RERHRR K - BB
12p13.33 deletion
12q15 deletion
16p11.2 deletion
16p11.2 duplication
22q11.2 deletion
22q11.2 duplication

F 2. 2020 FEJE

Jo R

BRI B

101 Angelman syndrome
Aniridia
69 Aplastic anemia

Auriculocondylar syndrome
Bainbridge-Ropers syndrome

Beckwith-Wiedemann syndrome

BMP2-related disorder

BOR syndrome
Brachio-Oculo-Facial syndrome
Buschke-Ollendorff syndrome
CALS

Cardiomyopathy

Coffin-Siris syndrome
Cornelia de Lange syndrome
Cowden syndrome
Craniasynostosis, isolated
DYRK1A-related disorder
Ectopia Lentis

Emanuel syndrome

Epileptic encephalopathy
Familial hypercholesterolemia
Fanconi anemia

Faye-Peterson dysplasia

FOXP1-related disorder

Gorlin syndrome

Hearing loss

Hemihyperplasia
Holoprosencephaly
Hypochondroplasia
Hypoglossia with situs inversus
Hypohidrotic ectodermal dysplasia
Kabiki syndrome

Leukemia

Macrocephaly

Marfan syndrome

MCA, MCA/DD

MCAP

T T S T = S i N SN

HOIERREER SR

Aromatic L-amino acid decarboxylase deficiency

Blepharophimosis epicanthus inversus syndrome

Fibrodysplasia Ossificans Progressiva

MED13L-related disorder
Micophthalmia, isolated
Mitochondorial disease
Myhre syndrome
Myotonic dystrophy
NF1
Noonan related disorders
Costello syndrome
Noonan syndrome
Noonan syndrome like syndrome
Normal
Oculo-auriculo-vertebral supectrum
Oculoectodrmal syndrome
Oligodontia, isolated
Opitz-GBBB syndrome
Osteogenesis imperfecta
Palloster-Killian syndrome
Pfeiffer syndrome
Phenochromocytoma
PHGDH deficiency
Pigmentary dysplasia
Prader-Willi syndrome
Rett syndrome
Robin Sequence
Rubinstein-Taybi syndrome
Russell-Silver syndrome
Short stature
Sick sinus syndrome
Spondylocstal dysostosis

Stickler syndrome
Trichorhinophalangeal syndrome
TUBB3-related disorder

Tubular aggregate myopathy
Verheij syndrome

Williams syndrome
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Spondyloepiphyseal dysplasia congenita
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