Case ID:


4676


OK
Personal data:

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

Clinician ID:


1459

Clinician Name:

Gaztanaga, Ramon

Clinician Centre:

SPAIN: Hospital Donostia,Genetics





Department, Osakidetza

Cytogeneticist ID:

1466

Cytogeneticist Name:

Querejeta, Eugenia

Cytogeneticist Centre:

SPAIN: Policlinica Gipuzkoa, San Sebastian

Date of birth:


2008-03-13

Sex:



Male

Original country:

Spain

Case characteristic:

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

The case is from ECARUCA Submission.

Is the case certain?

true

Last update date:

2014-05-01

Case status:





2009-12-11
New Case





2009-12-11
Pre-Registered





2010-01-26
Registered





2010-01-28
Accepted





2010-01-29
Completed

Is follow up possible?:

true

Clinical data:

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

Age at last exam:

1 year 7 month.

Level of mental retardation estimated at age:


19 months
Unknown

Level of motor milestone estimated at age:


19 months
Walk

Clinical feature:


Build:



Thin



Low birth-weight (< 3rd centile)


Stature:



Short stature,proportionate



Short stature,prenatal onset


Cranium:



Microcephaly


Ears:



Large ears



Prominent ears


Oral region:



Cleft palate



Cleft uvula


Urinary system:



Hydronephrosis



Urinary reflux


Neurology:



Hypertonia



Mental retardation


Gestation/delivery.:



Gestation,37-42 weeks.


Cranium:



Microcephaly,prenatal onset
Cytogenetic data:

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

Mother karyotype:


46,XX,+mar.ish der(15)(D13/21Z1-,D14/22Z1-,D15Z1+)

Father karyotype:


46,XY

ISCN result:


46,XY.arr 2q32.3q33.1(195,036,996-203,149,133)     (hg19)

Additional cytogenetic remark:


46,XY.arr cgh 2q32.3q33.1(A_16_P36015635->A_14_P110681)     (hg18)

Aberrations:


Aberration type

deletion (del)


Chromosome number
2


Breakpoint1

q32.3


Breakpoint2

q33.1

Breakpoint accuracy:
 


Remark1:

 


Remark2:

 


Remark3:

microarray


Remark4:

 


Remark5:

 

Molecular data:

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







