Case ID:


4697


OK
Personal data:

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

Clinician ID:


1033

Clinician Name:

Willemsen, Marjolein

Clinician Centre:

THE NETHERLANDS: Radboud University Medical





Centre, Department of  Human Genetics

Cytogeneticist ID:

10

Cytogeneticist Name:

Leeuw, Nicole de

Cytogeneticist Centre:

THE NETHERLANDS: Radboud University Medical





Centre, Department of  Human Genetics

Date of birth:


1944-09-12

Sex:



Male

Original country:

The Netherlands

Case characteristic:

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

The case is from ECARUCA Submission.

Is the case certain?

true

Last update date:

2014-05-12

Case status:





2010-03-12
New Case





2010-03-12
Pre-Registered





2010-03-15
Registered





2010-03-17
Accepted





2010-03-17
Completed

Is follow up possible?:

true

Clinical data:

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

Age at last exam:

65 year 1 month.

Clinical feature:


Ears:



Large ears



Narrow/Atretic  auditory canal



Deafness,sensorineural


Eyes,globes:



Myopia


Eyes,associated structures:



Short palpebral fissures



Palpebral fissures slant up


Nose:



Broad base to nose


Mouth:



Thin lower lip



Thin upper lip


Oral region:



Cleft palate


Voice:



Speech delay


Thorax:



Hiatus hernia


Abdomen:



Feeding problems in infants


Hands:



Brachydactyly


Feet:



Club foot, varus



Short toes


Neurology:



Mental retardation

Other clinical feature:


moderate intellectual disability, speaks single words, friendly


personality, good social skills
Cytogenetic data:

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

Mother karyotype:


unknown

Father karyotype:


unknown

ISCN result:


arr 2q37.3q37.3(242,011,384-242,360,495)x1     (hg19)

Additional cytogenetic remark:


arr snp 2q37.3q37.3(SNP_A-2243013->SNP_A-2043072)x1     (hg17)


350 kb interstitial loss.

Aberrations:


Aberration type

deletion (del)


Chromosome number
2


Breakpoint1

q37.3


Breakpoint2

q37.3

Breakpoint accuracy:
 


Remark1:

 


Remark2:

 


Remark3:

microarray


Remark4:

 


Remark5:

 

Molecular data:

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

