Case ID:


4890


OK
[MOSAICISM]
Personal data:

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

Clinician ID:


691

Clinician Name:

Ravenswaaij, Conny van

Clinician Centre:

THE NETHERLANDS: University Medical Centre





Groningen, Department of Human Genetics

Cytogeneticist ID:

1148

Cytogeneticist Name:

Leegte, Beike

Cytogeneticist Centre:

THE NETHERLANDS: University Medical Centre





Groningen, Department of Human Genetics

Date of birth:


2002-10-09

Sex:



Male

Original country:

The Netherlands

Case characteristic:

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

The case is from ECARUCA Submission.

Is the case certain?

true

Last update date:

2013-10-25

Case status:





2011-08-24
New Case





2011-08-24
Pre-Registered





2013-08-13
Registered





2013-09-20
Accepted





2013-10-25
Completed

Is follow up possible?:

true

Clinical data:

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

Age at last exam:

8 year 6 month.

Level of mental retardation estimated at age:


102 months
None

Level of motor milestone estimated at age:


15 months
Walk


10 months
First Words


7 months
Sit Independently

Clinical feature:


Stature:



Short stature,proportionate


Face:



Small mandible/micrognathia


Mouth:



Long philtrum


Oral region:



Cleft palate



Cleft uvula



Glossoptosis


Voice:



Nasal speech


Thorax:



Respiratory difficulties,general


Abdomen:



Feeding problems in infants


Haematol/Immunology:



Polymorph abnormalities



Platelet abnormalities



Recurrent infections


Skeletal:



Delayed skeletal maturation


Skin:



Dimples


Neurology:



Normal intelligence


Gestation/delivery.:



Gestation,37-42 weeks.
Other clinical investigations:

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


Test date:
2009-01-01


Test name:
US heart


Test Result:
normal heart

Cytogenetic data:

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

Mother karyotype:


unknown

Father karyotype:


unknown

ISCN result:

46,XY.nuc ish(P81F21x2,RP11-359H4x1)[43/200].arr 7q31.1(110,912,764-111,212,764)x1,

20q11.21q13.32(31,136,339-56,766,594)x1~2     (hg19)

Additional cytogenetic remark:


nuc ish(P81F21x2,RP11-359H4x1)[57/200] (buccal swab)


arr cgh 7q31.1 (12 oligo's)x1 cnv(T), 20q11.21q13.32(921 oligo's)x1~x2  (blood lymphocytes)


Agilent 105K custom HD-DGH microarray; Oxford design (AMADID-nr.019015)     (hg18)

Aberrations:


Aberration type

deletion (del)


Chromosome number
20


Breakpoint1

q11.21


Breakpoint2

q13.32

Breakpoint accuracy:
 


Remark1:

mosaic

Remark2:

 


Remark3:

microarray


Remark4:

 


Remark5:

 


Aberration type

deletion (del)


Chromosome number
7


Breakpoint1

q31.1


Breakpoint2

q31.1

Breakpoint accuracy:
 


Remark1:

 


Remark2:

 


Remark3:

microarray

Remark4:

 


Remark5:

 

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

Material:


Blood Lymphocytes

Culture conditions:


Standard Media


Media Supplements
Not applicable

Routine chromosome analysis:
None

Number of cells examined:
9999

ISCN quality:


550

Karyotype:


46,XY

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

Material:


Blood Lymphocytes

Culture conditions:


Standard Media


Media Supplements
Not applicable

Routine chromosome analysis:
FISH

Number of cells examined:
9999

ISCN quality:


350

Karyotype:


nuc ish(P81F21x2,RP11-359H4x1)[43/200]

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

Material:


buccal smear

Culture conditions:


Standard Media


Media Supplements
Not applicable

Routine chromosome analysis:
FISH

Number of cells examined:
9999

ISCN quality:


350

Karyotype:


nuc ish(P81F21x2,RP11-359H4x1)57/200]

Molecular data:

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










