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17q12 deletion 135
22q11.2 115
4p monosomy 33
4q terminal deletion syndrome 189
9p deletion 195

abdominal wall/abnormalities 235
ADHD 103
age of onset 39
amniocentesis 243
anal atresia 55
array analysis 209
array CGH 247
array comparative genomic hybridization 47
arteriovenous fistula 125
arteriovenous malformation 125
association 39
association study 161
autism 115
autosomal recessive disorders 217

baroreflex failure 199
biotinidase deficiency 153
birth weight 229

capillary malformation 125
caries 25
cataracts 15
China 39
chromosomal aberration 33, 189
chromosomal abnormalities 175
chromosome 195, 205
complete urorectal septum malformation 59
congenital malformations 175
consanguineous marriage 217
copy number variation 47
cordocentesis 243
cystic fibrosis 221

de novo 143
Dent-2 disease 15

developmental delay 247
developmental differences 143
DiGeorge syndrome/valocardiofacial

syndrome 115
disease 161
disease loci 209
drug 79
Duane retraction syndrome 195
duplication 115
duplication 3q13.11q23 143
dysmorphism 195

epilepsy 175
esophageal atresia 55
Ewing tumors 181

facial dysmorphism 175
fetus/pathology 235
FISH 63, 239
fused teeth 25

GAD antibody 131
genetic 13, 161
genetic association 103
genetic counseling 217
genetic variants 229
genetics 7, 79
genitourinary malformations 209
genotype 221
genotype-phenotype correlation 135
glycemia 229
Goldenhar syndrome 71
growth chart 33
growth deficiency 33
GWAS 85

HDL 85
hepatocyte nuclear factor 1beta gene deletion 135
heritable 161
heterotaxia 55
HLA 131
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incidence 71
India 221
interstitial deletion chromosome 4(q31q32) 189
inv dup (15) syndrome 63

karyotype 175, 247
knowledge translation 7

laminins 229
LDL 85
limb defects 235
limb-body wall complex 235
lipid 85
lipid profile 229
longitudinal studies 143

macrodontia 25
matrix metalloproteinase 181
medicine 79
medulloblastomas 181
mental retardation 15, 63, 115, 175
microarray 135
microduplication 47
Moebius syndrome 199
molecular diagnosis 221
mosaicism 239
multiplexed genotyping 153
mutations 221

neural cell adhesion molecules 39
neurofibromatosis type 1 25
newborn screening 153
next generation sequencing 209
NF1 gene deletion 25

OCRL gene 15
oculoauriculovertebral 71

patent urachus 59
PCR 221
pediatrics 7, 13, 79
pharmacogenetics 79
phenotype 189, 221
phenotype specification 143
policy 7
polymorphism 39
pregnancy 235
prenatal 13

prenatal diagnosis 243
prevalence 71
protein expression 181
proximal tubulopathy 15

quantitative assay 99

RASA1 125
real time PCR 99
recurrence risk 247
restricted articular function 205
ring chromosome 15 syndrome 63

safety 79
schizophrenia 39
screening 13
SGA 103
short stature 239
single nucleotide 39
single stranded conformation polymorphism 221
situs inversus 55
skeletal anomalies 205
SMA 99
SMN1 99
SNP 103
speech 115
speech and language impairment 47
sweat chloride 221
syndrome 71

tetraploidy 243
TG 85
thoracic wall/abnormalities 235
tic behavior 115
tigroid appearance 247
toxicity 79
tracheoesophageal fistula 55
trisomy 8 205
type 1 diabetes 131

umbilical cord cyst 59

Williams syndrome 135
Wolf-Hirschhorn syndrome 33

Y chromosome 239

ZIC3 gene 55
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