Case ID:


4854


OK
Personal data:

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

Clinician ID:


1351

Clinician Name:

Ockeloen, Charlotte

Clinician Centre:

THE NETHERLANDS: Radboud University Nijmegen





Medical Centre, Department of  Human





Genetics

Cytogeneticist ID:

10

Cytogeneticist Name:

Leeuw, Nicole de

Cytogeneticist Centre:

THE NETHERLANDS: Radboud University Nijmegen





Medical Centre, Department of  Human





Genetics

Date of birth:


2001-05-07

Sex:



Female

Original country:

The Netherlands

Case characteristic:

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

The case is from ECARUCA Submission.

Is the case certain?

true

Last update date:

2011-05-12

Case status:





2011-05-06
New Case





2011-05-06
Pre-Registered





2011-05-09
Registered





2011-05-12
Accepted





2011-05-12
Completed

Is follow up possible?:

true

Clinical data:

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

Age at last exam:

9 year 7 month.

Clinical feature:


Stature:



Short stature,proportionate


Hair:



Fine hair


Ears:



Posteriorly rotated ears


Eyes,globes:



Hypotelorism


Eyes,associated structures:



Sparse/Decreased eyebrows



Palpebral fissures slant up


Nose:



Nasal columella,general abn.


Face:



Small mandible/micrognathia


Mouth:



Microstomia



Long philtrum



Simple/Absent philtrum



Thin upper lip


Oral region:



Cleft palate


Voice:



Speech delay


Nails:



Absent nails



Small/hypoplastic/deepset nails


Feet:



Hypoplastic toes (inc. phalanges)



Short toes



Syndactyly of toes (not 2-3)


Haematol/Immunology:



Recurrent infections

Other clinical feature:


Ear tubes; Adenotomy; Disharmonic IQ profile, at 9 years of age


developmental level of a 7 year old child; Slow growth of nails;


Pigmented spot on nail left thumb ;
Other clinical investigations:

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


Test date:
2010-01-03


Test name:
X-ray feet


Test Result:
some short toes, syndactyly dig 4&5


Test date:
2010-01-02


Test name:
X-ray hands


Test Result:
normal


Test date:
2010-01-01


Test name:
ultrasound kidneys


Test Result:
normal

Pedigree data:

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


Adopted from Polen. Suspicion of alcohol abuse mother during


pregnancy. One healthy older brother. One younger brother, deceased


shortly after birth (heart abnormality?).

Cytogenetic data:

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

Mother karyotype:


unknown

Father karyotype:


unknown

ISCN result:


46,XX.arr snp 4q35.1q35.2(184,168,117-190,930,894)x1     (hg19)
Additional cytogenetic remark:


Affymetrix 250k; array (hg17), converted to hg19.

Aberrations:


Aberration type

deletion (del)


Chromosome number
4


Breakpoint1

q35.1


Breakpoint2

q35.2

Breakpoint accuracy:
 


Remark1:

 


Remark2:

 


Remark3:

microarray


Remark4:

 


Remark5:

 

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

Material:


Blood Lymphocytes

Routine chromosome analysis:
FISH

Karyotype:


46,XX.ish 4q35.2(4qtel-)[50]

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

Material:


Blood Lymphocytes

Routine chromosome analysis:
Routine GTG-banding

Karyotype:


46,XX

Molecular data:

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










