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Prerequisites for PGT-mt is mutant load stability :
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mtDNA heteroplasmy in human blastomeres

Day 3 vs. Day 3

→Stability of heteroplasmy between blastomeres at Day 3
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Scott et al., Fert Steril 2013

PGT – nuclear DNA
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→Improved clinical outcomes with

morula (Day 4) or blastocyst (Day 5/6) biopsy
Scott et al., Fert Steril 2013

Orvieto et al., PLoS One 2014

Zakharova et al., PLoS One 2014

→Impaired clinical outcomes with cleavage (Day 3) biopsy

Scott et al., Fert Steril 2013

PGT - mitochondrial DNA

→ Morula (Day 4) biopsy 

No data

→ Day 5/6 trophectoderm (TE) biopsy

Insufficient data / Uncertainties

Case report: m.3243A>G

Trophectoderm: 12% mutant load

Clinical presentation (?)
Treff et al., Fertil Steril 2012

Mitalipov et al., Cell Reports 2014
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48 embryos sampled at two time points
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for HV2

mutant wild-type

Gigarel et al.,  MGM 2005

Semi-quantitative fluorescent PCR 

+ enzymatic digestion

134 “control” samples 285 “mito” samples

Lee et al., Electrophoresis 2004
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Results: Day 3 vs Day 3 (cleavage stage) and Day 4 vs Day 4 (morula) 
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→Stability of heteroplasmy between different tissues of the blastocyst

→TE biopsy accurately represents the embryo

Trophectoderm

n=29



Results: Single Cells of Trophectoderm
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Results: Different time points - Cleavage/Morula vs. Blastocyst
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