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Practical course on clinical and laboratory diagnostic procedures and management of selected genodermatoses 

Coordinators: 



Marina D’Alessio, Mauro Paradisi, Giovanna Zambruno

Location and date: 
Aula Cavalieri

Istituto Dermopatico dell’Immacolata, IRCCS 

Via Monti di Creta 104 

00167, Rome 

Italy

April 09-11, 2008

Deadline for registration:

March 29, 2008
Introduction

This 2-day training course is the natural continuation of a previous meeting organized in Rome last November. While the first programme was focused on the basic concepts of disease classification and genetic counseling, this second course is more strictly aimed at pin-pointing the procedures that should be followed to assess patients with specific genodermatoses and presenting the laboratory investigations currently used to confirm the physician’s diagnostic suspicion. The first day will be dedicated to frontal lessons on 4 major genodermatoses or group of genodermatoses, including hereditary epidermolysis bullosa, Netherton syndrome, DNA-repair disorders and the Ehlers-Danlos syndromes. During these sections, the participants will receive the key information necessary to diagnose correctly and manage patients with these conditions. The second day will be entirely dedicated to interactive sessions. In the morning, the participants, guided by one or more tutors, will see a dozen patients with various manifestations of the above mentioned diseases. In the afternoon, participants will be divided into small groups of two or three and attend consecutively a series of practical workshops in which specific laboratory techniques will be illustrated and discussed. 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 and lunch and coffee will be provided. The maximum number of participants is 10. Those Interested should pre-register by Saturday 29 March 2008 by returning the completed registration form to Mr. Mauro Scarpellini (m.scarpellini@idi.it). 

Program

Wednesday, 9 April 

18:00 – Welcome Reception 

Thursday, 10 April

9:00 – Welcome and Introduction (20 min) – Dr. Giovanna Zambruno
9:20 – Hereditary Epidermolysis Bullosa: New Classification (30 min) – Prof. Marcel Jonkman

9:50 – Hereditary Epidermolysis Bullosa: Diagnostic Procedure and Differential Diagnosis (45 min) – Dr. Giovanna Zambruno
10:35 – Management of Hereditary Epidermolysis Bullosa: the Interdisciplinary Approach (45 min) – Prof. Marcel Jonkman 
11:20 – Coffee Break

11:40 – Molecular Aspects and Genetic Counselling of Hereditary Epidermolysis Bullosa (1 hour) – Dr. Daniele Castiglia
12:40 – Lunch 

14:10 – DNA-Repair Disorders: Clinical Features, Management, and Laboratory Diagnosis (1 h and 30 min) – Dr. Miria Stefanini 

15:40 – Netherton Syndrome: Clinical Features and Management (30 min) –Dr. Giuliana Cacciaguerra

16:10 – Coffee Break
16:30 – Netherton Syndrome: Laboratory Diagnosis (30 min) – Dr. Marina D’Alessio
17:00 – The Ehlers-Danlos Syndromes: Classification, Clinical Features, Diagnostic Approach and Management (1 hour) – Dr. Marco Castori
18:00 – Close

Friday, 11 April

9:00 – Introduction to Clinical Cases (10 min) – Dr. Giovanna Zambruno
9:10 – Clinical Case Discussion*: of Hereditary Epidermolysis Bullosa (1 hour and 40 min) – Dr. Corrado Angelo, Dr. Mauro Paradisi and Dr. Giovanna Zambruno

10:50 – Coffee Break
11:10 – Clinical Case Discussion*: Netherton Syndrome, Xeroderma Pigmentosum and Ehlers-Danlos Syndromes (1 hour and 40 min) – Dr. Giuliana Cacciaguerra, Dr. Marco Castori and Dr. Mauro Paradisi

12: 50 – Lunch

15:00 – 17:30 - Parallel workshops:
1. Techniques for Culturing Normal Human Fibroblasts and Keratinocytes (50 min) – Mr. Massimo Teson 

2. Immunofluorescence and Immunohistochemistry: Staining Techniques (50 min) – Dr. Francesca Cianfarani and Mrs. Naomi De Luca

3. Immunofluorescence and Immunohistochemistry: Microscopic Observation and Interpretation (50 min) – Dr. Giovanna Zambruno
4. PCR Preparation and Direct Sequencing (50 min) – Dr. Daniele Castiglia
16:00 – 16:30 Coffee Break
17:30 – 18:00 – Discussion and close 

*Please note that the patients themselves will participate in discussion.
