Case ID:


5057


OK
Personal data:

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

Clinician ID:


2198

Clinician Name:

Bie, Charlotte de

Clinician Centre:

THE NETHERLANDS: University Medical Centre





Utrecht, Department of Human Genetics

Cytogeneticist ID:

2298

Cytogeneticist Name:

Bie, Charlotte de

Cytogeneticist Centre:

THE NETHERLANDS: University Medical Centre





Utrecht, Department of Human Genetics

Date of birth:


2012-11-12

Sex:



Female

Original country:

The Netherlands

Case characteristic:

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

The case is from ECARUCA Submission.

Is the case certain?

true

Last update date:

2013-08-15

Case status:





2013-07-17
New Case





2013-07-17
Pre-Registered





2013-07-17
Registered





2013-08-13
Accepted





2013-08-15
Completed

Is follow up possible?:

true

Clinical data:

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

Age at last exam:

8 month.

Clinical feature:


Ears:



Small ears



Deafness,conductive



Deafness,sensorineural


Eyes,associated structures:



Palpebral fissures slant up


Mouth:



Cleft upper lip (non-midline)


Oral region:



Cleft palate


Thorax:



Ventricular septal defect


Neurology:



Hypotonia


Thorax:



Laryngomalacia


Abdomen:



Gastro-oesophageal reflux

Other clinical feature:


developmental delay
Cytogenetic data:

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

Mother karyotype:


normal FISH result

Father karyotype:


normal FISH result

ISCN result:

46,XX.ish del(5)(q31.1q31.3)dn.arr 5q31.1q31.3(135,579,018-139,686,949)x1     (hg19)

Additional cytogenetic remark:


~4.1 Mb loss in 5q31.3q31.3


Agilent 180K oligo array (hg19)

Aberrations:


Aberration type

deletion (del)


Chromosome number
5


Breakpoint1

q31.1


Breakpoint2

q31.3

Breakpoint accuracy:
 


Remark1:

 


Remark2:

 


Remark3:

microarray


Remark4:

 


Remark5:

 

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

Material:


Blood Lymphocytes

Culture conditions:


Standard Media


Media Supplements
Not applicable

Routine chromosome analysis:
FISH

Number of cells examined:
9999

Karyotype:


46,XX

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

Material:


Blood Lymphocytes

Routine chromosome analysis:
FISH

Karyotype:


ish del(5)(q31.1q31.3)

Molecular data:

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

Parent account detail:

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










