Case ID:


4662


OK
Personal data:

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

Clinician ID:


1351

Clinician Name:

Ockeloen, Charlotte

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:


2002-09-29

Sex:



Female

Original country:

The Netherlands

Case characteristic:

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

The case is from ECARUCA Submission.

Is the case certain?

true

Last update date:

2014-05-01

Case status:





2009-11-18
New Case





2009-11-18
Pre-Registered





2009-12-11
Registered





2009-12-14
Accepted





2009-12-18
Completed

Is follow up possible?:

true

Clinical data:

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

Age at last exam:

6 year 3 month.

Level of motor milestone estimated at age:


18 months
Walk


14 months
First Words


7 months
Sit Independently

Clinical feature:


Ears:



Small ears



Deafness,sensorineural


Eyes,globes:



Hypermetropia


Nose:



Broad base to nose



Bulbous nasal tip


Oral region:



Submucous cleft palate


Hands:



Arachnodactyly


Feet:



Long toes

Other clinical feature:


Finger pads.


Mild learning difficulties.
Pedigree data:

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


Parents are healthy.


No consanguinity.


Mother of mother has vision impairment.

Cytogenetic data:

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

Mother karyotype:


normal female array profile

Father karyotype:


normal male array profile

ISCN result:

46,XX.arr 8q11.21(48,326,280-49,436,284)x1 dn,8q11.21(51,114,778-51,917,754)x1 dn     (hg19)

Additional cytogenetic remark:


46,XX.arr snp 8q11.21(SNP_A-4220080->SNP_A-2106861)x1


dn,8q11.21(SNP_A-1908827->SNP_A-1920731)x1 dn     (hg17)


paternal allele 8q11.21 is deleted

Aberrations:


Aberration type

deletion (del)


Chromosome number
8


Breakpoint1

q11.21


Breakpoint2

q11.21

Breakpoint accuracy:
 


Remark1:

 


Remark2:

 


Remark3:

microarray


Remark4:

 


Remark5:

 


Aberration type

deletion (del)


Chromosome number
8


Breakpoint1

q11.21


Breakpoint2

q11.21

Breakpoint accuracy:
 


Remark1:

 


Remark2:

 


Remark3:

microarray


Remark4:

 


Remark5:

 

~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~

Material:


Blood Lymphocytes

Culture conditions:


Standard Media


Media Supplements
Not applicable

Routine chromosome analysis:
Routine GTG-banding

Number of cells examined:
9999

ISCN quality:


550

Karyotype:


46,XX

~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~~

Material:


DNA from EDTA blood

Culture conditions:


Standard Media


Media Supplements
Not applicable

Routine chromosome analysis:
array

Number of cells examined:
9999

ISCN quality:


800

Karyotype:


.arr snp





8q11.21(SNP_A-4220080->SNP_A-2106861)x1





dn,8q11.21(SNP_A-1908827->SNP_A-1920731)x1 dn

Molecular data:

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







