Case ID:


4607


OK
Personal data:

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

Clinician ID:


11

Clinician Name:


Feenstra, Ilse

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:


2007-10-12

Sex:



Male

Original country:

The Netherlands

Case characteristic:

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

The case is from ECARUCA Submission.

Is the case certain?

true

Last update date:

2014-04-14

Case status:





2009-07-08
New Case





2009-07-08
Pre-Registered





2010-04-06
Registered





2010-04-08
Accepted





2010-04-08
Completed

Is follow up possible?:

true

Clinical data:

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

Age at last exam:

1 year 1 month.

Level of mental retardation estimated at age:


13 months
Unknown

Clinical feature:


Build:



Low birth-weight (< 3rd centile)


Cranium:



Microcephaly


Forehead:



Prominent forehead/frontal bossing


Ears:



Low-set ears


Eyes,associated structures:



Ptosis of eyelids


Nose:



Small/short nose



High/prominent nasal bridge


Mouth:



Cleft upper lip (non-midline)


Thorax:



Atrial septum defect


Genitalia:



Small penis (inc.micro)


Hands:



Proximal placement of thumb


Neurology:



Mental retardation


Skin:



Dimples
Cytogenetic data:

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

Mother karyotype:


46,XX

Father karyotype:


46,XY

ISCN result:

46,XY,dup(7)(p21.1p11.1).arr 7p21.1p11.1(17,326,493-57,655,608)x3 dn     (hg19)

Additional cytogenetic remark:


46,XY,dup(7)(p21.1p11.1).arr snp


7p21.1p11.1(SNP_A-2220234->SNP_A-4237155)x3 dn     (hg17)


40.4 Mb gain in 7p21.1p11.1 (17.1 - 57.5 Mb; 4326 SNPs; tens of genes)

Aberrations:


Aberration type

duplication (dup)


Chromosome number
7


Breakpoint1

p21.1


Breakpoint2

p11.1

Breakpoint accuracy:
 


Remark1:

 


Remark2:

 


Remark3:

microarray


Remark4:

 


Remark5:

 

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

Material:


Blood Lymphocytes

Culture conditions:


Standard Media


Media Supplements
Not applicable

Routine chromosome analysis:
Routine C-banding

Number of cells examined:
9999

ISCN quality:


550

Karyotype:


46,XY,dup(7)(p21p14)

Molecular data:

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

