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Genodermatoses: basic concepts on clinical approach, diagnostic procedures and genetic counselling

Coordinators: 



Giovanna Zambruno, Marina D’Alessio, Mauro Paradisi

Location and date: 
Aula Cavalieri - Istituto Dermopatico dell’Immacolata, IRCCS Via Monti di Creta 104, 00167, Rome, Italy

November 21-22, 2007

Deadline for registration:

November 16, 2007

Introduction

Genetic skin diseases, also termed genodermatoses, comprise hundreds of distinct and often rare conditions, most of which present a systemic involvement with major consequences on the long-term survival and quality of life of the affected individuals. Although the last two decades have witnessed a significant improvement in our understanding of the pathological and molecular bases of genetic skin diseases, this mass of knowledge has still limited applications in the daily life of the affected individuals and only a limited number of reference centres is able to deal with diagnosis and management of these conditions. 

The aim of the present course is to illustrate the clinical and laboratory procedures for the diagnosis of the most relevant groups of genodermatoses, including Ehlers-Danlos syndromes, ectodermal dysplasias, epithelial adhesion and keratinisation disorders. Specific sections are dedicated to the genetics of genodermatoses and to the best approach for using the principles of medical genetics in counselling the families. Histology and immunochemistry will be illustrated by direct microscopic observation. This is a “practical” course, during which the attendants will receive schematic though accurate information in an attempt to improve their ability in recognizing and properly diagnosing genetic skin disorders. All lessons actively involve the participants. In fact, after an introductory part in which the lecturer illustrates his own knowledge and expertise in a specific topic concerning genodermatoses, the attendants can freely discuss with the speaker in a “questions and answers” section. In addition, the last part of the course is dedicated to interactive cases, during which the participants are invited to formulate their own diagnosis. 

The course is primarily intended for medical doctors and scientists interested in the fields of dermatology, clinical genetics and/or molecular genetics. Registration is free. Lunch and coffee are being provided. The maximum number of participants is 50. Interested participants should pre-register by Saturday 10 November 2007 by sending the filled registration form to Mr. Mauro Scarpellini (m.scarpellini@idi.it). 

Program

Wednesday 21 November   

18:00-19:00 – Welcome Reception 

Thursday 22 November  

9:00 - 9:10 – Introduction - Dr. G.  Zambruno

9:10 - 9:40 – Principles of Human Genetics: Inheritance Models in Genodermatoses (30 min + 10 min for discussion) - Dr. F. Brancati
9:40 -10:20 – Specific Issues on Genetics of Genodermatoses (30 min + 10 min for discussion) - Dr. M. Castori

10:20 -11:00 – Hereditary Epidermolysis Bullosa (30 min + 10 min for discussion) - Dr. C. Angelo

11:00 - 11:20 – Coffee Break
11:20 -12:00 – Keratinization Disorders (30 min + 10 min for discussion) – Dr. M. Paradisi
12:00 -12:40 – The Ehlers-Danlos Syndromes (30 min + 10 min for discussion) - Prof. M. Colombi
12:40 -13:20 – Histology of the Normal Skin and Major Pathological Findings in Genodermatoses (30 min + 10 min for discussion) - Dr. G. Annessi

13:20 -14:30 – Lunch 

14:30 -15:10 – Major topics on Ectodermal Dysplasias (30 min + 10 min for discussion) - Dr. G. Tadini
15:10 -15:40 – Principles and Practice of Skin Immunopathology in Genodermatoses (30 min + 10 min for discussion) - Dr. G. Zambruno
15:40-16:20 – The Role of Electron Microscopy in the Diagnosis of Genodermatoses (30 min + 10 min for discussion) - Dr G. Zambruno

16:20 -16:40 – Coffee Break
16:40-17:10 – Principles of Molecular Investigations in Genodermatoses (20 min + 10 min for discussion) - Dr. D. Castiglia

17:10 - 17:40 – Applications of Molecular Testing - (20 min + 10 min for discussion) - Dr. M. D’Alessio

17:40 -18:00 – Coffee Break
18:00 -18:40 – Exemplificative Clinical Cases and Genetic Counselling (Dr. C. Pedicelli, Dr. B. Didona, Dr. G. Cacciaguerra, Dr. M. Castori)

18:40 - 19:00 – Evaluation Tests

