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Preimplantation Genetic Testing

Preimplantation Genetic Diagnosis

• Test for single gene diseases or chromosome 

rearrangement (translocation)

Preimplantation Genetic Screening (also called PGD-A)

• Test karyotype of embryo (euploid vs aneuploid)



• Blood disorders (11%)
• Haemophilia

• Sickle Cell

• Brain/cognitive (23%)
• Huntington

• Fragile X

• Cancer (5%)
• BRCA

• Lynch Syndrome

• Metabolic (3%)
• Galactosaemia

• VCLAD

• Misc (11%)
• Long QT Syndrome

• PKA

• Fabry Disease

• Colleganopathy

• Muscular (8%)
• DMD

• SMA

• Nervous System (5%)
• Charcot-marie-tooth

• NF-1

• Respiratory (11%)
• CF

• Skeletal (3%)
• Otopalatodigital syndrome

• Crouzon syndrome

• Cleidocranial dysplasia

• Translocations/inversions (20%)



Hatch and Biopsy

Capalbo et al. HR 29:1173-1181















PGD – 2016 Experience

• N=30 (consistent with FA’s historical utilisation; 1% of cycles)

– 6 Huntington

– 5 Translocations

– 3 Muscular

• 58% pregnant 

– 3 of 30 with no unaffected embryos to transfer

– 71% pregnant of those with a transfer



Thank You!

dmorbeck@fertilityassociates.co.nz


