














TABLE I
CLINICAL AND CYTOGENETIC FINDINGS IN NINE PATIENTS WITH PARTIAL DUPLICATION OF THE SHORT ARM OF CHROMOSOME 6

Therkelsen et al. i Chiyo et al, Bruening Bernheim Cote ct al. Present Turleau ct al.
(197 (1979) (1977) (1979) (1978) patient (1978)
1 2 3 4 5 6 7 8 9 10
Clinical featurcs
Sex M M F M F F F M F M
Maternal age (y) 24 26 30 24 27 25 25 25
Paternal age (y) 29 31 30 26 26 30 27 24
Survival time Alive Dcad Dead Dcad Alive Dcad Dead Dead Alive Alive
(2-4/12y)  (8!/;m) (1lm) (5m) (1-6/12y) (2-8/12y) (6m) (13m) (4m) (8m)
Low birth weight + + + + + + + + + +
Growth /mental retardation + + + + + + + + + +
Craniofacial:
High, prominent forchcad + + + + + + + +
Flat occiput + + +
Large fontanel + + + + + +
Wide sagittal suture + + + +
Close-sct eyes + + + + + +
Blepharoptosis + + + + + + +
Blepharophimosis + + + + + +
High nasal bridge + + + + + +
Low set-malformed ears + + + + + + + + . +
Skin hemangioma fsacral dimple +/ 1+ +/+ 1+ +/+
Heart defect /murmur + + + + + I
Small kidncy + - + + - g
Z:’::x:t:: gi:::xtrm 6p216pter 6p21-»6pter 6p2l—6pter  6p2l—>6pter  6p22—> 6pter  6p22—>6pter  6p23—>6pter

Monosomic scgment 20p12-13->20pter 15p12-13-»15pter  20pI13—20pter 2p25->2pter 99q13—»22qter  5q35—5qter 18921 18qter
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