Case ID:


4724


OK
Personal data:

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

Clinician ID:


1028

Clinician Name:

Munnik, Sonja de

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:


2004-03-22

Sex:



Female

Original country:

The Netherlands

Case characteristic:

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

The case is from ECARUCA Submission.

Is the case certain?

true

Last update date:

2014-07-10

Case status:





2010-04-22
New Case





2010-04-22
Pre-Registered





2010-04-27
Registered





2010-04-29
Accepted





2010-04-29
Completed

Is follow up possible?:

true

Clinical data:

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

Age at last exam:

5 year 7 month.

Level of mental retardation estimated at age:


60 months
Severe (IQ < 30)

Level of motor milestone estimated at age:


66 months
Stand


63 months
Sit Independently


48 months
First Words

Clinical feature:


Cranium:



Brachycephaly



Microcephaly


Forehead:



Prominent forehead/frontal bossing


Ears:



Dysplastic ears



Low-set ears


Eyes,globes:



Cloudy corneae/Sclerocornea


Nose:



Depressed/flat  nasal bridge



Wide nasal bridge


Oral region:



Cleft uvula


Voice:



Speech delay


Back and spine:



Sacral dimple/sinus


Abdomen:



Constipation



Feeding problems in infants


Hands:



Clinodactyly



Tapering fingers


Haematol/Immunology:



Recurrent infections


Neurology:



Hypotonia



Mental retardation


Abdomen:



Anal fistula


Hands:



Deep palmar creases


Abdomen:



Gastro-oesophageal reflux

Other clinical feature:


Myoclonus
Other clinical investigations:

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


Test date:
2005-03-15


Test name:
EEG


Test Result:
normal


Test date:
2004-12-01


Test name:
Cerebral MRI Scan


Test Result:
normal

Cytogenetic data:

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

Mother karyotype:


46,XX

Father karyotype:


46,XY

ISCN result:

46,XX,dup(2)(q33.2q37.3).arr 2q33.2q37.3(203,850,097-239,152,593)x3 dn     (hg19)

Additional cytogenetic remark:

46,XX,dup(2)(q33.2q37.3).arr cgh 2q33.2q37.3(RP11-96E8->RP11-526L8)x3 dn     (hg17)

Aberrations:


Aberration type

duplication (dup)


Chromosome number
2


Breakpoint1

q33.2


Breakpoint2

q37.3

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,dup(2)(q33.2q37.3)dn

Molecular data:

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







