Case ID:


4730


OK
Personal data:

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

Clinician ID:


28

Clinician Name:

Koolen, David

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:


2009-03-31

Sex:



Male

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





2010-06-09
Registered





2010-06-15
Accepted





2010-06-17
Completed

Is follow up possible?:

true

Clinical data:

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

Age at last exam:

7 month.

Level of mental retardation estimated at age:


7 months
Unknown

Clinical feature:


Cranium:



Microcephaly


Forehead:



Metopic ridge



Sloping forehead


Ears:



Prominent ears



Simple ears


Eyes,globes:



Dystopia canthorum (Telecanthus)


Eyes,associated structures:



Arched eyebrows


Nose:



High/prominent nasal bridge



Broad nasal septum


Face:



Small mandible/micrognathia


Mouth:



Long philtrum


Oral region:



Cleft palate


Hands:



Tapering fingers



Broad thumbs
Other clinical investigations:

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


Test date:
2009-09-25


Test name:
Cerebral MRI Scan


Test Result:
no structural anomalies

Cytogenetic data:

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

Mother karyotype:


normal female array profile

Father karyotype:


normal male array profile

ISCN result:

arr 16p13.2p13.13(8,340,690-10,949,020)x4 dn,16p13.13(10,966,229-11,208,340)x3 dn     (hg19)

Additional cytogenetic remark:

arr snp 16p13.2p13.13(SNP_A-4225948->SNP_A-2202157)x4 dn,16p13.13(SNP_A-1828604->SNP_A-2082932)x3 dn     (hg17)

Aberrations:


Aberration type

duplication (dup)


Chromosome number
16


Breakpoint1

p13.2


Breakpoint2

p13.13

Breakpoint accuracy:
 


Remark1:

 


Remark2:

 


Remark3:

microarray


Remark4:

 


Remark5:
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Molecular data:

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

