Case ID:


4287


OK
Personal data:

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

Clinician ID:


11

Clinician Name:

Feenstra, Ilse

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:


2005-08-13

Sex:



Female

Original country:

The Netherlands

Case characteristic:

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

The case is from ECARUCA Submission.

Is the case certain?

true

Last update date:

2013-02-22

Case status:





2007-04-06
New Case





2007-04-06
Pre-Registered





2012-06-28
Registered





2012-06-29
Accepted





2012-06-29
Completed

Is follow up possible?:

true

Clinical data:

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

Age at last exam:

1 year 8 month.

Level of motor milestone estimated at age:


16 months
Walk


12 months
Sit Independently

Clinical feature:


Hair:



Sparse hair/alopecia areata


Ears:



Narrow/Atretic  auditory canal


Eyes,globes:



Hypertelorism


Eyes,associated structures:



Palpebral fissures slant up



Epicanthic folds


Nose:



Small/short nose



Depressed/flat  nasal bridge



Wide nasal bridge


Face:



Mid-face hypopl.(excl.flat malar)


Mouth:



Down-turned corners of the mouth



Microstomia



Simple/Absent philtrum



Thin upper lip


Oral region:



Cleft palate


Hands:



Tapering fingers



Proximal placement of thumb


Feet:



Syndactyly 2-3 of toes


Skin:



Eczema


Gestation/delivery.:



Gestation,37-42 weeks.



Gestational bleeding below 28 weeks


Mouth:



Upper lip,cupid's bow


Genitalia:



Hypoplastic external fem. genitalia

Other clinical feature:


developmental delay
Other clinical investigations:

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


Test date:
2005-12-01


Test name:
ultrasound heart


Test Result:
normal


Test date:
2005-10-19


Test name:
ultrasound kidneys


Test Result:
normal

Pedigree data:

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


Healthy parents. One healthy older brother, one healthy older half


brother (mother's side). Mother had two miscarriages.

Cytogenetic data:

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

Mother karyotype:


46,XX

Father karyotype:


46,XY

ISCN result:

46,XX,del(18)(q21.2)dn.arr 18q21.2q23(53,527,080-78,014,832)x1      (hg19)

Additional cytogenetic remark:

46,XX,del(18)(q21.2)dn.arr snp 18q21.2q23(SNP_A-2122393->SNP_A-2234800)x1     (hg17)


24.4 Mb terminal loss
Aberrations:


Aberration type

deletion (del)


Chromosome number
18


Breakpoint1

q21.2


Breakpoint2

qter

Breakpoint accuracy:
 


Remark1:

 


Remark2:

 


Remark3:

microarray


Remark4:

 


Remark5:

 

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

Material:


Blood Lymphocytes

Culture conditions:


Standard Media


Media Supplements
Not applicable

Routine chromosome analysis:
Routine GTG-banding

Number of cells examined:
9999

ISCN quality:


550

Karyotype:


46,XX,del(18)(q21.3)dn

Molecular data:

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

