Case ID:


4941


OK
Personal data:

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

Clinician ID:


691

Clinician Name:

Ravenswaaij, Conny van

Clinician Centre:

THE NETHERLANDS: University Medical Centre





Groningen, Department of Human Genetics

Cytogeneticist ID:

1148

Cytogeneticist Name:

Leegte, Beike

Cytogeneticist Centre:

THE NETHERLANDS: University Medical Centre





Groningen, Department of Human Genetics

Date of birth:


2004-04-16

Sex:



Male

Original country:

The Netherlands

Case characteristic:

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

The case is from ECARUCA Submission.

Is the case certain?

true

Last update date:

2014-07-07

Case status:





2012-04-13
New Case





2012-04-13
Pre-Registered





2013-08-14
Registered





2014-07-07
Accepted





2014-07-07
Completed

Is follow up possible?:

true

Clinical data:

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

Age at last exam:

7 year 6 month.

Level of mental retardation estimated at age:


73 months
None

Level of motor milestone estimated at age:


36 months
First Words


19 months
Walk

Clinical feature:


Eyes,globes:



Hypermetropia


Mouth:



Thin upper lip


Oral region:



Cleft palate



Small or absent uvula


Voice:



Speech delay


Feet:



Flat arches of feet


Neurology:



Normal intelligence


Gestation/delivery.:



Gestation,37-42 weeks.


Mouth:



Upper lip, cupid's bow

Pedigree data:

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


 de novo deletion

Cytogenetic data:

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

Mother karyotype:


normal female array result

Father karyotype:


normal male array result

ISCN result:

46,XY.ish del(16)(p11.2p11.2)(RP11-74E23-).arr 16p11.2(29,692,499-30,192,499)dn     (hg19)

Additional cytogenetic remark:

46,XY.ish del(16)(p11.2p11.2)(RP11-74E23-).arr 16p11.2(29,600,000-30,100,000)dn     (hg18)


Agilent 105K custom HD-DGH microarray; Oxford design (AMADID-nr.019015)


542 kb loss in 16p11.2

Aberrations:


Aberration type

deletion (del)


Chromosome number
16


Breakpoint1

p11.2


Breakpoint2

p11.2

Breakpoint accuracy:
 


Remark1:

 


Remark2:

 


Remark3:

microarray


Remark4:

 


Remark5:

 

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

Material:


Blood Lymphocytes

Culture conditions:


Standard Media


Media Supplements
Not applicable

Routine chromosome analysis:
GPG-banding

Number of cells examined:
9999

ISCN quality:


550

Karyotype:


46,XY

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

Material:


Blood Lymphocytes

Culture conditions:


Standard Media


Media Supplements
Not applicable

Routine chromosome analysis:
FISH

Number of cells examined:
9999

ISCN quality:


350

Karyotype:


ish del(16)(p11.2p11.2)(RP11-74E23-)

Molecular data:

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










