Case ID:


5075


OK
Personal data:

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

Clinician ID:


429

Clinician Name:

Burgt, Ineke van der

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:


2009-06-02

Sex:



Female

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:





2013-09-09
New Case





2013-09-09
Pre-Registered





2013-09-11
Registered





2014-07-07
Accepted





2014-07-07
Completed

Is follow up possible?:

true

Clinical data:

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

Age at last exam:

1 year 7 month.

Clinical feature:


Cranium:



Hydroceph/Large ventricles non-spec


Ears:



Hearing,general abnormalities


Eyes,globes:



Dystopia canthorum (Telecanthus)



Hypertelorism



Vision,general abnormalities


Eyes,associated structures:



Blepharophimosis


Mouth:



Cleft upper lip (non-midline)


Oral region:



Cleft palate


Thorax:



Ventricular septal defect


Abdomen:



Feeding problems in infants



Inguinal hernia



Umbilical hernia


Hands:



Arachnodactyly


Lower limbs:



Perthe's/dysplastic hip


Endocrine:



Hypoglycaemia


Haematol/Immunology:



Recurrent infections


Joints:



Joint laxity


Neurology:



Hypotonia


Skin:



Cutis laxa


Gestation/delivery.:



Gestation,32-36 weeks.



Gestation,polyhydramnios.


Thorax:



Long thorax

Other clinical feature:


gastric tube feeding; ear tubes; developmental delay;
Other clinical investigations:

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


Test date:
2010-07-01


Test name:
ultrasound kidneys


Test Result:
normal


Test date:
2010-02-01


Test name:
ultrasound heart


Test Result:
Small VSD with high gradient, no aortic




insufficiency


Test date:
2009-07-01


Test name:
Cerebral MRI Scan


Test Result:
hydrocephalus


Test date:
2009-07-01


Test name:
ECG


Test Result:
normal

Pedigree data:

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


One healthy younger brother, healthy parents,  mother had one


miscarriage.

Cytogenetic data:

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

Mother karyotype:


46,XX

Father karyotype:


46,XY

ISCN result:

46,XX,dup(11)(p15.5p11.12)dn.arr 11p15.5p11.12(211,197-50,635,372)x3     (hg19)

Additional cytogenetic remark:

46,XX,dup(11)(p15.5p11.12)dn.arr snp 11p15.5p11.12(SNP_A-2077094->SNP_A-2011005)x3     (hg17)


50.4 Mb gain in 11p15.5p11.1 (0.2-50.6 Mb; 5,432 SNPs; >> 50 genes)

Aberrations:


Aberration type

duplication (dup)


Chromosome number
11


Breakpoint1

p15.5


Breakpoint2

p11.12

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,dup(11)(p15.5p11.12)

Molecular data:

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

Publications:

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

Publication:


Infant with MCA and severe cutis laxa due to a de novo duplication


11p of paternal origin. (2012)

Authors:Gardeitchik T, de Leeuw N, Nijtmans L, Jira P, Kozicz T, Czako M, 

van de Burgt I, Morava E.

ISBN:
             

ISSN:
 

URL:
http://www.ncbi.nlm.nih.gov/pubmed/22173889

Journal:Am J Med Genet

Volume:
158A(2)

Pages:
469-472

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







