
Clinical Information  - Reason for test (complete phenotypic description is required for appropriate interpretation of results) 

 
Neurological: 

 Developmental delay 

 Learning/Intellectual disability 

 Autism spectrum disorder 

 Macrocephaly       Microcephaly 

 Cortical malformation 

 Seizures 

 Other structural CNS abn (specify below) 

 Other: __________________________ 
 
Growth: 

 Intrauterine growth retardation 

 Failure to thrive 

 Short stature 

 Overgrowth 
 
Craniofacial: 

 Dysmorphism, non-specific 

 Dysmorphism suggestive of del/dup: 
_________________________________ 

 Craniosynostosis 

 
 Structural eye anomaly/visual disability 

 Choanal atresia/other nasal anomaly 

 Cleft lip and/or palate 

 Mandibular anomaly      

 Structural ear anomaly/deafness 
 
Cardiovascular: 

 Structural heart anomaly: _____________ 
 
Gastrointestinal: 

 EA/Tracheoesophageal fistula 

 Diaphragmatic hernia 

 Intestinal atresia 

 Malrotation 
 
Genitourinary: 

 Hydronephrosis 

 Structural renal anomaly: _____________ 

 Uterine anomaly 

 Hypospadias 

 Other genital/reproductive anomaly 
 

 
Musculoskeletal: 

 Pectus excavatum or carinatum 

 Scoliosis 

 Vertebral anomaly 

 Rib anomaly 

 Oligodactyly/Polydactyly/Syndactyly 

 Other upper extremity abnormality 

 Other lower extremity abnormality 
 
 

 Other: __________________________     
 

 Q-PCR Follow-up 
   Proband    

   Family Member - Relationship to                 

Proband:  ___________ 

 

Other:               _______   
 

 Homozygosity Suspected, specify chromosome/locus:    ____     Parents Consanguineous 
 
 

Ethnicity / descent from isolated community:  ________________________________________________________________________ 
 
 

Specify any suspected syndrome(s) and or genes of interest: ___________________________________________________________ 
 

PAST TESTING RESULTS  (Please attach copy of reports if available) 

 
Previous Cytogenetics:________________________________ Previous Microarray: ________________________________________ 

 

CHEO Molecular Genetics Lab No.                        Lab #_________________          Ped #_________________ 
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Cytogenetics Laboratory 

MICROARRAY and Q-PCR Follow-up Requisition 
 

 
 
Ship to: 

Cytogenetics Laboratory   
Eastern Ontario Regional Genetics Program      
401 Smyth Road, Rm w3401 
Ottawa, ON, K1H 8L1     
Telephone:  613-737-2554  Fax:  613-738-4814   
http://www.cheo.on.ca/en/cytogenetics 

 
 

ALL SECTIONS MUST BE COMPLETED 
 
Collection Date: __________________Time: _______________ 
Collection Centre 

  CHEO Inpatient          CHEO Outpatient 

  Other location: _____________________________________ 
               (specify) 
Specimen collected by:_________________________________ 

 
 
 
 
 
 

Health Care Provider Requesting Test  

 
Name: _______________________________________________ 
Registration  #: ________________________________________ 
Telephone: _________________ Fax: ______________________ 
Address: _____________________________________________ 
_____________________________________________________ 

COPY to: 

Name: _______________________________________________ 
Registration  #: _________________________________________ 
Telephone: _________________ Fax: ______________________ 
Address: _____________________________________________ 
_____________________________________________________ 

Patient Name:        
  Last             First  Initial 
Health Card Number:____________________________________ 
DOB:  (yy/mm/dd) ______________________________________ 
Address:______________________________________________  
_____________________________________________________ 
Telephone:____________________________________________ 
 
Gender (circle one): Male         Female 

 

Specimen Type 
 

 Blood (Collect blood specimens in an EDTA tube - 3mL for     

    infants, 7-10mL for patients ≥ 2yrs.  Do not freeze or spin.) 

 DNA    
 
For any other sample types, please contact the laboratory directly. 

 

 



 

 

MICROARRAY TESTING: A BRIEF GUIDE FOR PHYSICIANS 

 

What is microarray testing and when to order it? 

 

Microarray analysis is a modern technology that is orders of magnitude more sensitive than a karyotype in 

detecting partial chromosome deletions and/or partial chromosome duplications.  

In patients who have developmental delay, intellectual disability, autism spectrum disorder, dysmorphism or 

multiple congenital anomalies that are not suggestive of common chromosome abnormalities, microarray analysis 

is recommended as the first tier test by the Canadian College of Medical Geneticists (CCMG). Microarray 

analysis does not detect balanced structural chromosome rearrangements such as translocations and inversions, 

low-level mosaicism or point mutations.  

 

What type of microarray testing is done at CHEO and how long does it take? 

 

The CHEO Cytogenetics Laboratory utilizes the Affymetrix Cytoscan HD assay.   Across the genome, deletions of 

200kb or greater and duplications of 500kb or greater are detected.   Regions known to be clinically significant are 

analysed at a more detailed resolution of 50kb. Additionally, results are assessed for long contiguous stretches of 

homozygosity of 10Mb or greater. A full list of the clinically significant regions analyzed is available upon 

request. 

 

The turn-around time for this test is approximately 4-6 weeks for routine samples. 

 

What type of results can you expect?  

Scientific literature and databases used for interpretation of the microarray results are continually growing; 

however, we currently have limited information on many regions of the genome. Thus, three broad types of results 

can be generated: 

 

Abnormal result 

Patients with a clearly pathogenic deletion or duplication should be referred to the CHEO Genetics clinic to receive 

a clinical assessment, appropriate genetic counseling and additional familial studies, when indicated.  

 

Result of unclear significance 

Further analyses are required to help in the interpretation of copy number alterations that are likely pathogenic, 

likely benign, or of unknown significance. The required samples for the proband and his/her parents will be 

indicated in the microarray report. It is very helpful and time saving when parental studies are preformed prior to, 

or concurrent with, a referral to the CHEO Genetics clinic. 

 

Normal result 

A normal result implies that the patient does not have a duplication or deletion larger than the sizes outlined above. 

Standard chromosomes analysis (karyotype) is not indicated for patients with a normal microarray result. A 

normal microarray does not rule-out mosaicism, genetically balanced rearrangements, smaller deletions or 

duplications, nor point mutations. A microarray does not address the possibility of a single gene condition. There 

are many circumstances under which a referral to the CHEO Genetics clinic is appropriate, regardless of the results 

of microarray.  Please refer to http://www.cheo.on.ca/en/FAQ-Microarray-guidelines for more information. 
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