Queensland Health

Preconception reproductive genetic carrier screening

Offer information about RGCS preconception

Prescreen information

Screening No
Values a_nd preferences accepted?
e Screening is optional
Recommended screening
e FXS, CF, SMA
Process of screening
e Blood sample, saliva (laboratory g
dependent) g
e How, when, where, what Female g
e Financial cost reproductive No g
¢ Timing of result availability partner is e
Results interpretation carrier? §
e Carrier status 3
¢ Not all genetic conditions Yes g
screened g
Implications v v %
e Partner testing <
¢ Inheritance FXS CF or SMA g
e Clinical features carrier carrier g
e Individual health implications )
o Family implications g
Reproductive options §
e Conceive naturally 53
e Pre-implantation genetic §§
screening for PGT-M using IVF Male EE
e Donor gametes Yes reproductive .]g: acui
¢ Adoption/fostering partner is ﬁ%
e Choosing not to have children carrier? gg
Psychological support gé
e Personal supports e u§
e Organisation/group supports No 3%
¢ Referrals indicated y 58
Refer for genetic No further testing o=
counselling indicated

| CF: cystic fibrosis, FXS: fragile X syndrome, IVF: invitro fertilisation, MFM: maternal fetal medicine, NPV: negative
| predictive value, Org: organisation, PGT-M::Pre-implantation genetic screening for monogenic conditions, PPV: positive
| predictive value, RGCS: reproductive genetic carrier screen, SMA: spinal muscular atrophy

Queensland Clinical Guideline. Preconception and prenatal genetic screening. Flowchart F24.36-1-V1-R29
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