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PROGRAMME
LESSON 1: Genetic diseases (chromosomal, monogenic, complex) 
LESSON 2a: Mutations and polymorphisms 
LESSON 2b: Molecular analysis of mutations 
LESSON 3: Genetics of sex determination and differentiation 
LESSON 4a: Disorders of sexual development (DSD): Gonadal dysgenesis
                (Turner, Klinefelter); Sex reversal (De La Chapelle syndrome, 
                 Swyer syndrome); Congenital Adrenal hyperplasia (CAH)
LESSON 4b: Disorders of sexual development (DSD): Campomelic syndrome, 
                  Denys-Drash and Fraser syndromes; ATRX syndrome; 
                  Morris and Refestein syndromes, 5reductase deficiency 
LESSON 5: Genetic causes of male infertility   
LESSON 6: Genetic causes of female infertility 
LESSON 7: Genomic imprinting and related diseases 
LESSON 8: Preimplantation genetic testing: principles and molecular 
                 approaches 
LESSON 9: Genetic counseling for infertile couples 
Laboratorial activities
LAB UNITE

· DNA extraction from sperms
· Agarose gel electrophoresis of nucleic acids; Dosage at UV
· PCR and Bisulphite sequencing 

· Interpretation of karyotypes 
LAB CHIETI/PESCARA

· Molecular techniques (DHPLC, MLPA, Microarray, Sequencing, NGS)
· Karyotype and Molecular cytogenetics (FISH; Fiber FISH, SKY, CGH)
COURSE BOOKS:
· Human reproductive genetics Emerging Technologies and Clinical Applications, 1st edition, Editors: Juan Garcia-Velasco Emre Seli

· Revelli, Tur-Kapsa et al Biotechnology of human reproduction, Parthenon publishing

