
CS7.014/Edition: 10 

     Authorised by the Specialist Haematologist Cytogenetics                         Last Amended: 24/10/2018 

Cytogenetics 

The Cytogenetic Department, ACT Pathology, Canberra Hospital, provides a 
comprehensive clinical diagnostic service that includes conventional cytogenetic and 
molecular cytogenetic techniques. 

Indications for Cytogenetic Studies 

The laboratory performs conventional cytogenetic investigations for the following: 

 Haematological / Oncology Disorders – Cytogenetics plays a key role in the 
accurate characterisation of the diagnosis and subsequent treatment of patients 
with haematological and other malignancies. eg. AML, ALL, CML, lymphoma 

 Congenital clinical indications eg. dysmorphic features, delayed puberty, 
multiple miscarriages.   

 Products of conception for the cytogenetic investigation of foetal demise. 

 SNP Microarray used for the detection of chromosome abnormalities in prenatal 
diagnosis or individuals with developmental delay, intellectual disability, autism 
or congenital abnormalities is referred to the Victorian Clinical Genetics Service 
(VCGS). 

Fluorescence in situ hybridisation (FISH) 

Fluorescence in situ hybridisation is a molecular cytogenetic technique used to identify 
specific gene loci involved in chromosomal rearrangements. It is has applications in both  

 Leukemia/oncology e.g gene rearrangments in chronic myeloid leukemia,  
acute myeloid leukemia and some solid tumours.  FFPE FISH is also able to be 
performed for the investigation of lymphoma.  

 Investigation of the common trisomies and sex chromosome aneuploidies in 
newborn infants. 

Specimen Types 

Various specimen types are used in Cytogenetics. These include: 

 Venous blood/ Cord blood -Collect into a Lithium Heparin tube (NON GEL) - 
for the investigation of foetal, neonatal, juvenile or adult blood 

 Bone Marrow and tumour tissue for the investigation of malignancy 

 Products of conception and foetal tissue for the investigation of foetal demise 

 Skin biopsies for the investigation of chromosomal mosaicism   
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For specific details on collection of these specimens please refer to the current ACT 
Pathology Handbook or contact the laboratory on 5124 3449 

Approximate Turnaround Time 

Cytogenetics is highly labour intensive. 

 New acute leukaemia or Newborn infants: 5 days 

 Peripheral blood: 18 days 

 Bone marrow: 18 days 

 Tissues: 28 days  

For further information please contact 

 

Dr Michael Pidcock  Director of Haematology &  51242836 

    Cytogenetics 

Fiona Webb   Chief Scientist    51243449  

 


