Case ID:


4869


OK
Personal data:

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

Clinician ID:


441

Clinician Name:

Bongers, Ernie

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:


2010-10-22

Sex:



Female

Original country:

The Netherlands

Case characteristic:

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

The case is from ECARUCA Submission.

Is the case certain?

true

Last update date:

2011-12-09

Case status:





2011-07-11
New Case





2011-07-11
Pre-Registered





2011-07-11
Registered





2011-08-25
Accepted





2011-08-25
Completed

Is follow up possible?:

true

Clinical data:

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

Age at last exam:

6 month.

Clinical feature:


Stature:



Short stature,proportionate



Short stature,prenatal onset


Forehead:



Prominent forehead/frontal bossing


Ears:



Low-set ears



Over-folded ear helix, lop ear



Prominent ear helix



Large ear lobule


Eyes,globes:



Dystopia canthorum (Telecanthus)


Eyes,associated structures:



Short palpebral fissures



Palpebral fissures slant down


Nose:



Choanal atresia/stenosis



Convex/beaked profile of nose



Small/short nose



High/prominent nasal bridge



Wide nasal bridge


Face:



Small mandible/micrognathia


Mouth:



Microstomia



Long philtrum


Oral region:



Cleft palate



Cleft uvula


Voice:



High pitched voice


Thorax:



Patent ductus arteriosus



Apnoea or tachypnoea


Abdomen:



Feeding problems in infants


Hands:



Clinodactyly



Tapering fingers



Adducted thumbs


Feet:



Large feet


Skin:



Cutis marmorata


Gestation/delivery.:



Gestation,37-42 weeks.



Small placenta.


Hands:



Long phalanges


Feet:



Long toes

Other clinical feature:


Pre- and postnatal growth retardation; loose skin over legs;
Other clinical investigations:

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


Test date:
2010-11-01


Test name:
ultrasound abdoman


Test Result:
normal


Test date:
2010-10-25


Test name:
ultrasound heart


Test Result:
small open ductus Botalli;


Test date:
2010-10-24


Test name:
ultrasound/X-ray brain, skull


Test Result:
normal


Test date:
2010-10-23


Test name:
ophthalmology


Test Result:
normal

Pedigree data:

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


One healthy older sister. Mother had one miscarriage. Healthy


father, mother suffered from chronic children's rheumatism.

Cytogenetic data:

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

Mother karyotype:


normal FISH (3qter) result

Father karyotype:


normal FISH (3qter) result

ISCN result:


46,XX.arr 3q27.2q29(185,440,710-197,834,008)x1 dn     (hg19)

Additional cytogenetic remark:


46,XX.arr snp 3q27.2q29(SNP_A-2151789->SNP_A-2053815)x1 dn     (hg17)


Karyotype was normal: 46,xx


Terminal ~12,4 Mb loss of 3q27.2q29 (186,92 - 199,32 (qter) Mb;


1.114 SNPs; tens of genes).

Aberrations:


Aberration type

deletion (del)


Chromosome number
3


Breakpoint1

q27.2


Breakpoint2

q29

Breakpoint accuracy:
 


Remark1:

 


Remark2:

 


Remark3:

microarray


Remark4:

 


Remark5:

 

Molecular data:

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










