
I. Front Matter 

Introduction 

Pages 1-2 

A Brief History of Noninvasive Prenatal Diagnosis and Its Forecast 

Pages 3-21 

ΙΙ. Clinical Genetics 

Front Matter 

The Nexus Between Chromosomal Abnormalities and Single Gene Disorders 

Pages 25-56 

Clinical Implications of Chromosomal Polymorphisms in Congenital Disorders 

Pages 57-66 

Placental Genetics. Fetus-Placental Discrepancies: Challenges in Prenatal 

Genetic Diagnosis 

Pages 67-77 

Underpinnings of the Conundrum Between Genetic Screening and Testing 

Pages 79-98 

Epidemiology of Birth Defects in Twins 

Pages 99-114 

Screening of Aneuploidies in Twin Pregnancies 

Pages 115-125 

ΙΙΙ.Noninvasive Diagnosis 

Front Matter 

Pages 127-127 

Congenital Anomalies: The Role of Ultrasound 

Pages 129-142 

Customary Complications and Screening Techniques of Early Pregnancy 

Pages 143-152 

First Trimester Screening for Common and Rare Chromosomal Abnormalities 

as Well as for Major Defects: Which Tests Should Be Combined? 

Pages 153-164 

https://link.springer.com/chapter/10.1007/978-3-031-31758-3_1
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_2
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_3
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_4
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_5
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_5
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_6
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_7
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_8
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_9
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_10
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_11
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_11


The Technology of Cell-Free Fetal DNA-Based NIPT 

Pages 165-181 

The Technologies: Comparisons on Efficiency, Reliability, and Costs 

Pages 183-216 

Pre- and Posttest Counseling 

Pages 217-236 

cffDNA Testing in IVF Pregnancies 

Emilia Mateu-Brull, Nuria Balaguer, María Gómez-López, Carlos Simón,  

Pages 237-247 

“RATs”: Rare Autosomal Trisomies and Their Relevance in cfDNA Testing 

Pages 249-264 

Rapid Detection of Foetal Mendelian Disorders: Thalassaemia and Sickle Cell 

Syndrome 

Pages 265-276 

Noninvasive Antenatal Screening for Fetal RhD in RhD-Negative Women to 

Guide Targeted Anti-D Prophylaxis 

Pages 277-289 

Genome-Wide Cell-Free Fetal DNA-Based Prenatal Testing: Limits and 

Perspectives 

Pages 291-302 

IV. Clinical Setting and Trends 

Front Matter 

Pages 303-303 

Developing and Delivering a Clinical Service for the Non-invasive Prenatal 

Diagnosis of Monogenic Conditions 

Pages 305-319 

Counseling in a Changing World of Genetics 

Pages 321-332 

Maternal Secondary Genomic Findings Detected by Fetal Genetic Testing 

Pages 333-355 

Prenatal Genome-Wide Sequencing for the Investigation of Fetal Structural 

https://link.springer.com/chapter/10.1007/978-3-031-31758-3_12
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_13
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_14
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_15
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_16
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_17
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_17
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_18
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_18
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_19
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_19
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_20
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_20
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_21
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_22
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_23


Anomalies: Is There a Role for Noninvasive Prenatal Diagnosis? 

Pages 357-377 

Cross-cultural Perspectives on Noninvasive Prenatal Testing 

Pages 379-388 

International Guidelines for Implementation of NIPT/cffDNA Testing 

Pages 389-428 

Overview and Historical Perspective of Preimplantation Genetic Testing 

Pages 429-451 

Correction to: International Guidelines for Implementation of NIPT/cffDNA 

Testing 

Pages C1-C1 

 

https://link.springer.com/chapter/10.1007/978-3-031-31758-3_24
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_25
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_26
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_27
https://link.springer.com/chapter/10.1007/978-3-031-31758-3_27

