Case ID:


4362
Personal data:

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

Clinician ID:


338

Clinician Name:

Bon, B van

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:


1990-05-22

Sex:



Male

Original country:

The Netherlands

Case characteristic:

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

The case is from ECARUCA Submission.

Is the case certain?

true

Last update date:

2013-11-04

Case status:





2007-10-03
New Case





2007-10-03
Pre-Registered





2008-02-26
Registered





2008-02-28
Accepted





2008-02-28
Completed

Is follow up possible?:

true

Clinical data:

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

Age at last exam:

15 year 6 month.

Level of mental retardation estimated at age:


186 months
Mild (IQ 50 - 70)

Level of motor milestone estimated at age:


36 months
First Words

Clinical feature:


Build:



Generalised obesity



Low birth-weight (< 3rd centile)


Stature:



Short stature,proportionate


Cranium:



Microcephaly


Ears:



Dysplastic ears



Attached ear lobule


Eyes,globes:



Dystopia canthorum (Telecanthus)


Eyes,associated structures:



Ptosis of eyelids



Blepharophimosis


Nose:



Anteverted nares



Broad nasal tip


Face:



Small mandible/micrognathia


Mouth:



Microstomia


Oral region:



Cleft palate


Teeth:



Irregular or crowded teeth


Back and spine:



Kyphosis



Scoliosis


Abdomen:



Feeding problems in infants


Genitalia:



Hypospadias



Small penis (inc.micro)



Cryptorchid testes


Hands:



Brachydactyly



Clinodactyly



Tapering fingers


Feet:



Short toes



Syndactyly 2-3 of toes


Neurology:



Mental retardation


Skin:



Patchy pigment,skin (inc.C.au lait)


Gestation/delivery.:



Gestation,prematurity.



Gestation,32-36 weeks.


Cranium:



Microcephaly,prenatal onset
Other clinical investigations:

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


Test date:
1991-01-01


Test name:
Metabolic Testing


Test Result:
normal


Test date:
1991-01-01


Test name:
X-back and skull


Test Result:
normal

Pedigree data:

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


The patient's mildly affected mother was tested with this MLPA and


carries the same gain.

Cytogenetic data:

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

Mother karyotype:


tested with same MLPA, carries the same gain

Father karyotype:


unknown

ISCN result:


46,XY.arr Xq25q26.2(128,797,150-133,476,768)x2 mat     (hg19)

Additional cytogenetic remark:


46,XY.arr snp Xq25q26.2(SNP_A-4224853>SNP_A-1837089)x2 mat     
(hg17)


This 4.68 Mb gain (128,52 - 133,20 Mb; 167 SNPs) was also confirmed


by region-specific MLPA.

Aberrations:


Aberration type

duplication (dup)


Chromosome number
X


Breakpoint1

q25


Breakpoint2

q26.2

Breakpoint accuracy:
 


Remark1:

 


Remark2:

 


Remark3:

microarray


Remark4:

 


Remark5:

 

Molecular data:

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

