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Alterações gênicas 
 

 Doenças Autossômicas 
Dominantes 

               Distrofia Miotônica 

               Doença de Huntington 

                

 Doenças Autossômicas 
Recessivas 

              Fibrose Cística 

              b-talassemia 

              Atrofia Muscular Espinhal 

 

 Doenças Ligadas ao 
Cromossomo X 

             Síndrome do X-frágil 

             Distrofia Muscular de Duchenne 

             Hemofilia 

 

http://images.google.com.br/imgres?imgurl=http://www.labex.com.br/produtos/tub_micro.jpg&imgrefurl=http://viagene.blogspot.com/2007_01_01_archive.html&h=108&w=140&sz=4&hl=pt-BR&start=2&tbnid=CdtrxCwIkh3dCM:&tbnh=72&tbnw=93&prev=/images?q=tubo+eppendorf&gbv=2&hl=pt-BR
http://bitesizebio.com/2007/10/24/the-invention-of-pcr/pcrgif/


o Thirteen sets of data on 45,073cycles / 7,751 babies born 

o 62 registered centers 

• Inherited chromosomal abnormalities: 6,968 cycles 

• Monogenic disorders: 9,267 cycles 

• Sexing for X-linked diseases: 1,484 cycles / social: 753 cycles 

• Aneuploidy screening: 26,737 cycles 

• FISH: 78% (I-XII) – 68% (XIII) – array: 355 cycles (6%) 
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Doenças Monogênicas PGD Consortium 
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Dados FERTILITY OUT/2016:  

Doenças avaliadas 

Casos % 

Acidúria metilmalônica 2 3,2% 

Amiotrofia espinhal 3 4,8% 

Anemia falciforme 11 17,7% 

Ataxia espinocerebelar 7 11,3% 

Doença de Huntington 1 1,6% 

Doença de Von Recklinghausen (Neurofibromatose) 1 1,6% 

Fibrose cística 2 3,2% 

Gangliosidose 2 3,2% 

Hemofilia 2 3,2% 

HLA  3 4,8% 

HLA associado à outras doenças (20) - 

Leucoencefalopatia com substância branca evanescente 1 1,6% 

Neutropenia 2 3,2% 

Imunodeficiência combinada grave (SCID) 5 8,1% 

Rins policísticos 1 1,6% 

Síndrome de Marfan 1 1,6% 

Síndrome de Meckel-Grubel 1 1,6% 

Síndrome de Wolfran 1 1,6% 

Talassemia 11 17,7% 

X-frágil 5 8,1% 

TOTAL 62 
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Dados FERTILITY OUT/2016: Resultados – técnica PCR 

N % 

No de casos 62 - 

No de embriões obtidos 498 - 

No de embriões biopsiados 386 77,5% 

No de médio de embriões biopsiados/paciente 6,2 - 

Falha técnica 26 6,7% 

Normais 82 21,2% 

Portadores 136 35,2% 
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PGD ICSI ICSI_D5 

Ciclos 62 3153 1339 

Idade 34,9 36,1 34,8 

Embriões transferidos 1,5 2,1 2,2 

Taxa gestação / transferência 26,8% 38,1% 46,7% 

Taxa implantação 29,6% 27,3% 33,9% 

Taxa de abortamento 11,1% 13,9% 11,5% 

Gestação múltipla 50,0% 29,4% 32,4% 

Dados FERTILITY OUT/2016: PGD (Day 3) vs ICSI 
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Dados FERTILITY OUT/2016: Resultados – técnica HLA 

Doenças associadas N 

Apenas HLA 3 

Anemia falciforme 10 

Talassemia 7 

Neutropenia 2 

Imunodeficiência combinada grave (SCID) 1 

Total 23 
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Dados FERTILITY OUT/2016: Resultados – técnica HLA 

N % 

No de casos 23 - 

No de embriões biopsiados 163 - 

Falha técnica 9 5,5% 

Compatíveis 27 16,6% 
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HLA ICSI ICSI_D5 

Ciclos 23 3153 1339 

Idade 33,7 36,1 34,8 

Embriões transferidos 1,1 2,1 2,2 

Taxa gestação / transferência 28,6% 38,1% 46,7% 

Taxa implantação 33,3% 27,3% 33,9% 

Taxa de abortamento 25,0% 13,9% 11,5% 

Gestação múltipla 33,3% 29,4% 32,4% 

Dados FERTILITY OUT/2016: HLA (Day 3) vs ICSI 



This article presents the first Brazilian clinical experience demonstrating feasibility of 
combined PGD and HLA matching for β-thalassemia major, designed to preselect for 
transfer only those unaffected embryos that are HLA antigen compatible with a sibling 

needing cord blood transplantation. 
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We performed a retrospective cohort study of patients who underwent PGD with or without 24-
chromosome aneuploidy screening to explore the value of concurrent screening. 
 
Among the PGD + aneuploidy-screened group (n = 355 blastocysts), only 25.6 % of embryos were both 
Single Gene Disorder (SGD)-negative (or carriers) and euploid; thus the majority of embryos were 
ineligible for transfer due to the high prevalence of aneuploidy. Despite a young mean age (32.4 ± 5.9y), 
49.9 % of Blastocysts were aneuploid.  
 
The majority of patients (53.2 %) had ≥1 blastocyst that was Single Gene Disorder (SGD)-unaffected but 
aneuploid. Despite the transfer of nearly half the number of embryos in the aneuploidy-screened group 
(1.1 ± 0.3 vs. 1.9 ± 0.6, p < 0.0001), the implantation rate was higher (75 % vs. 53.3 %) and miscarriage 
rate lower (20 % vs. 40 %) (although not statistically significant).  
 
24-chromosome aneuploidy screening when performed concurrently with PGD provides valuable 
information for embryo selection, and notably improves single embryo transfer rates. 


