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Queensland Clinical Guidelines 
www.health.qld.gov.au/qcg  

Chromosome condition screening during pregnancy 
 

 
 

Queensland Clinical Guideline. Preconception and prenatal genetic screening. Flowchart F24.36-3-V1-R29 

Offer information about chromosome condition screening early in pregnancy

Screening
accepted?

Diagnostic
testing 

accepted?

Confirmed
chromosome 

condition?

Termination of 
pregnancy

Continue pregnancy 
with individualised 
care arrangements

Continue 
pregnancy care

Discuss options, offer 
information and refer

No

Increased 
chance
result?

No

No

No

Yes

Yes

Diagnostic testing 
without screening?

Counsel about options 
for diagnosis

Refer to MFM 
specialist

Values and preferences
• Screening is optional
• Not diagnostic
Conditions screened
• T21, T18, T13
• Sex chromosome 

aneuploidies
Process of screening
• CFTS, NIPT/NIPS, 2TMSS,
• How, when, where, what
• Cost
• Timing of result availability
Results interpretation
• Increased-chance result
• Unanticipated findings
• False positive/negative 
• Diagnostic testing
Referral/support
• Personal supports
• Org/group supports
• Psychological support
• Referrals indicated 

Prescreen information

Prenatal diagnostic testing

Discuss
• Timing during pregnancy
• Risks to woman and fetus
• Possibility of other 

conditions being identified
• Costs (if any)
• Process of testing 
• Availability of results

CVS
• From 11 completed weeks
• Trans- cervical/abdominal
• Needle aspirate of placenta 

for placental cells

Amniocentesis
• From 16 weeks
• Needle aspirate of amniotic 

fluid for fetal cells

2TMSS: second trimester maternal serum screening, CF: cystic fibrosis, CFTS: combined first trimester screening,  
CVS: chorionic villus sampling, FXS: fragile X syndrome, MFM: maternal fetal medicine, NIPT/NIPS: non-invasive prenatal 
screening test, NPV: negative predictive value, Org: organisation, PPV: positive predictive value, RGCS: reproductive 
genetic carrier screen, SMA: spinal muscular atrophy, T13: Trisomy 13 (Patau syndrome) T18: Trisomy 18 (Edwards 
syndrome) T21: Trisomy 21 (Down syndrome) 
Individualised care arrangements: may include (as relevant to individual circumstances) increased antenatal surveillance, 
increased ultrasound surveillance, preparation for palliative care, kinship or formal adoption, or foster care 
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