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6p deletion syndrome 103
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atypical development 157
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BBS genes 77
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cardiovascular risk 69
central nervous system anomalies 173
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CHD7 mutation 103
child 91
childhood 69
chromosomal abnormalities 85
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congenital anomalies 85, 173
congenital cataracts 53
congenital malformation 85
corneal cystine crystals 129
cranial nerve palsy 173
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cystic fibrosis 1

de Grouchy syndrome 141
developmental delay 163
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dysmorphic features 157, 197

Emanuel syndrome 37

facial growth 9
Fanconi-Bickel syndrome 109
filamin A 33
first and second pharyngeal arches 173
FISH 147, 197
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free nucleic acids 1
frontal nevus flammeus 43

gene variant 181
genetic diagnosis 25
genetic testing 25, 97
genetic variants 120
genetics 9
glycogen storage disease type XI 109
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IGF1R mutations 113
immunology 91
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insulin-like growth factor 2 120
insulin-like growth factor 2 receptor 120
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Journal of Pediatric Genetics 2 (2013) 213–214
IOS Press

213

2146-4596/13/$27.50 © 2013 – IOS Press and the authors. All rights reserved



low-molecular-weight proteinuria 133
lysosomal storage diseases 129
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maternal measles antibodies 21
medical management 25
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microbial genome 1
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newborn babies 21
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peroxisomal biogenesis disorder 203
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polymorphism 69
preimplantation genetic diagnosis 37
prenatal diagnosis 163
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race/ethnicity 120
real-time PCR 1
retinal dystrophy 49
ring chromosome 13 147

sex 21
sibling 49
Silver-Russell syndrome 113
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