Case ID:


4483


OK
Personal data:

-----------------------------------------------------------------------------

Clinician ID:


426

Clinician Name:

Houge, Gunnar

Clinician Centre:

NORWAY: Haukeland University Hospital,





Bergen

Cytogeneticist ID:

185

Cytogeneticist Name:

Houge, Gunnar

Cytogeneticist Centre:

NORWAY: Haukeland University Hospital,





Bergen

Date of birth:


1999-07-18

Sex:



Male

Original country:

Norway

Case characteristic:

-----------------------------------------------------------------------------

The case is from ECARUCA Submission.

Is the case certain?

true

Last update date:

2014-03-04

Case status:





2008-09-26
New Case





2008-09-26
Pre-Registered





2008-09-26
Registered





2008-10-07
Accepted





2008-10-07
Completed

Is follow up possible?:

true

Clinical data:

-----------------------------------------------------------------------------

Age at last exam:

8 year 9 month.

Level of mental retardation estimated at age:


100 months
Severe (IQ < 30)

Clinical feature:


Cranium:



Agenesis/hypopl. of corpus callosum


Ears:



Narrow/Atretic  auditory canal


Eyes,globes:



Hypermetropia


Face:



Small mandible/micrognathia


Oral region:



Cleft palate


Thorax:



Atrio-ventricular septal defect


Abdomen:



Feeding problems in infants



Tracheo-oesophageal fistula



Pyloric stenosis


Genitalia:



Hypospadias



Small penis (inc.micro)


Gestation/delivery.:



Gestation,polyhydramnios.

Other clinical feature:


Normal growth and build (25-50 centile)
Pedigree data:

-----------------------------------------------------------------------------


Negative

Cytogenetic data:

-----------------------------------------------------------------------------

Mother karyotype:


unknown

Father karyotype:


unknown

ISCN result:


46,XY.arr 1q42.11q42.13(224,186,010-229,922,618)x1     (hg19)

Additional cytogenetic remark:


46,XY.arr snp 1q42.11q42.13(SNP_A-2196406->SNP_A-2163889)x1     (hg17)


5.7 Mb loss in 1q42 (>50 genes)

Aberrations:


Aberration type

deletion (del)


Chromosome number
1


Breakpoint1

q42.11


Breakpoint2

q42.13

Breakpoint accuracy:
 


Remark1:

 


Remark2:

 


Remark3:

microarray


Remark4:

 


Remark5:

 

Molecular data:

-----------------------------------------------------------------------------







