2023

MEDICINA

Volumen 83, Supl. V, Pags. 1- 260

medicina

BUENOS AIRES, VOL. 83 Supl. V - 2023




medicina

BUENOS AIRES, VOL. 83 Supl. V - 2023

COMITE DE REDACCION

Sebastian F. Ameriso Isabel Narvaiz Kantor
FLENI, Buenos Aires, Argentina Organizacion Panamericana de la Salud (OPS/OMS), Argentina
Pablo J. Azurmendi Basilio A. Kotsias
Instituto de Investigaciones Médicas A. Lanari, UBA, Argentina Instituto de Investigaciones Médicas A. Lanari, UBA, Argentina
Damasia Becu Villalobos Gustavo Kusminsky
Instituto de Biologia y Medicina Experimental-CONICET, Hospital Universitario Austral, Buenos Aires, Argentina
Buenos Aires, Argentina Oscar M. O. Laudanno
Gabriela V. Carro Instituto de Investigaciones Médicas A. Lanari, UBA, Argentina
Hospital Nacional Prof. A. Posadas Isabel A. Lithy
Buenos Aires, Argentina Instituto de Biologia y Medicina Experimental (IBYME),
José H. Casabé Buenos Aires, Argentina
Instituto de Cardiologia y Cirugia Cardiovascular, Domingo J. Palmero
Hospital Universitario Fundacién Favaloro, Buenos Aires, Argentina Hospital de Infecciosas Dr. Francisco J. Mufiz
Hugo N. Catalano Instituto de Tisioneumonologia Prof. Dr. Raul Vacarezza,
Hospital Aleman, Buenos Aires, Argentina Facultad de Medicina, UBA, Argentina
Eduardo L. De Vito Guillermo B. Semeniuk
Instituto de Investigaciones Médicas A. Lanari, UBA, Argentina Instituto de Investigaciones Médicas A. Lanari, UBA, Argentina
Elisa Estenssoro Osvaldo J. Stringa
Hospital Interzonal de Agudos General San Martin de La Plata, Hospital de Clinicas José de San Martin, UBA, Argentina
Buenos Aires, Argentina Carlos D. Tajer
Laura I. Jufe Hospital de Alta Complejidad EI Cruce Néstor Kirchner,
Hospital General de Agudos J. M. Ramos Mejia, Buenos Aires, Argentina

MIEMBROS EMERITOS

Héctor O. Alonso Daniel A. Manigot
Instituto Cardiovascular Rosario, Santa Fe, Argentina Hospital San Juan de Dios, Buenos Aires, Argentina
Maria Marta de Elizalde de Bracco Rodolfo S. Martin
IMEX-CONICET-Academia Nacional de Medicina, Buenos Aires, Argentina Facultad de Ciencias Biomédicas,
Guillermo Jaim Etcheverry Hospital Universitario Austral, Buenos Aires, Argentina
Facultad de Medicina, UBA, Argentina
La Tapa
Todo, 2016

Daniela Kantor

MEDICINA (Buenos Aires) - Revista bimestral — ISSN 1669-9106 (En linea)

Registro de la Propiedad Intelectual N° 02683675
Personeria Juridica N° C-7497
Publicacion de la Fundacién Revista Medicina (Buenos Aires) Propietario de la publicacién: Fundacién Revista Medicina
Queda hecho el depésito que establece la Ley 11723

Publicada con el apoyo del Ministerio de Ciencia, Tecnologia e Innovacién Productiva.
MEDICINA no tiene propoésitos comerciales. El objeto de su creacion ha sido propender al adelanto de la medicina argentina.
Los beneficios que pudieran obtenerse seran aplicados exclusivamente a este fin.

Aparece en MEDLINE (PubMed), ISI-THOMSON REUTERS (Journal Citation Report, Current Contents, Biological
Abstracts, Biosis, Life Sciences), CABI (Global Health), ELSEVIER (Scopus, Embase, Excerpta Medica), SciELO, LATINDEX, BVS
(Biblioteca Virtual en Salud), DOAJ, Google Scholar y Google Books.

Incluida en el Nucleo Basico de Revistas Cientificas Argentinas del CONICET.

Directores Responsables:
Eduardo L. De Vito, Isabel Liithy, Oscar M. O. Laudanno, Isabel Narvaiz Kantor

Secretaria de Redaccion: Ethel Di Vita, Instituto de Investigaciones Médicas Alfredo Lanari, Combatientes de Malvinas 3150,
1427 Buenos Aires, Argentina
e-mail: revmedbuenosaires @gmail.com — http//: www.medicinabuenosaires.com

Vol. 83, Supl. V, Noviembre 2023

Diagramacion y Disefio: Andrés Esteban Zapata - aez.sgi@gmail.com




REUNION CONJUNTA SAIC SAB AAFE AACYTAL 2023

LXVIl REUNION ANUAL DE LA
SOCIEDAD ARGENTINA DE INVESTIGACION CLIiNICA
(SAIC)

XXV JORNADAS ANUALES DE LA SOCIEDAD
ARGENTINA DE BIOLOGIA
(SAB)

LV REUNION ANUAL DE LA ASOCIACION
ARGENTINA DE FARMACOLOGIA EXPERIMENTAL
(AAFE)

VIl REUNION CIENTIFICA REGIONAL DE LA
ASOCIACION ARGENTINA DE CIENCIA Y
TECNOLOGIA DE ANIMALES DE LABORATORIO
(AACYTAL)

15-17 de noviembre de 2023
Hotel 13 de Julio — Mar del Plata

EDITORES RESPONSABLES
Dra. Isabel Luthy
Dra. Silvina Pérez Martinez
Dr. Ventura Simonovich
Dr. Gabriel Pinto



AWARDS 65

not been reached after deep phenotyping. Furthermore,
reverse phenotyping allowed the identification of a clini-

cally inapparent congenital heart defect in one case.
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Waardenburg syndrome (WS) is one of the most common
syndromic forms of genetic hearing loss (HL), accounting
nearly for 2-5% of congenital HL. It is characterized by
the presence of hearing impairment in association with
pigmentation abnormalities that may affect the skin, hair,
and/or eyes. WS is divided into four subtypes accord-
ing to different concomitant phenotypes and its generally
of autosomal dominant inheritance. Up to date, seven
genes are related to WS: PAX3, MITF, EDNRB, ENDR,
SOX10, KITLG and SNAI2. Disease-causing variants are
mainly single nucleotide variants (SNVs), though copy
number variants (CNVs) have also been reported. The
aim of this work is to identify the genetic causes of WS in
four family cases with a dominant mode of inheritance.

As the first step Whole Exome Sequencing (WES) was
performed for SNVs screening, filtering out the target
genes. When negative, CNVs were analyzed using DE-
CoN tool on WES raw data. Multiplex ligation-dependent
probe amplification (MLPA) was carried out to confirm

and segregate CNVs identified in the family members.
Three of the 4 families analyzed carried heterozy-
gous pathogenic variants: one SNV and two CNVs
in the WS target genes. In family #1 a stop variant
(NM_001354604.2:c.1198C>T p.Arg400*) was detected
in MITF and segregated in one affected son of the fam-
ily. In family #2 a deletion of 1 exon in PAX3 gene was
detected and segregated also in the affected mother. In
family #3, remarkably, a large novel deletion compris-
ing 7 genes including SOX10 was detected in the ex-
ome CNVs analysis. The complete loss of SOX10 was
confirmed and also segregated in the affected family
members by MLPA. The combination of techniques and
bioinformatic analysis resulted in a better diagnostic rate
and in a substantial improvement in the molecular diag-
nosis of patients. These results highlight the importance
of combining different strategies to achieve diagnosis
leading to an accurate genetic counseling.
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Sperm are specialized and transcriptionally inactive cells
dependent on post-translational modifications, such as
protein phosphorylation, to carry out their functions.
These changes occur during the process called sperm
capacitation. The protein kinase D family (PKDs) in-
cludes three serine/threonine kinases (PKD1, PKD2 and
PKD3) being PKD1 the most studied and ubiquitous one.
This family of kinases are involved in fundamental biolog-
ical process including signal transduction, cytoskeleton
remodeling, golgi transport and oxidative stress among
other functions. Recent results from our laboratory indi-

cate that PKD1 is present in the sperm of human, mice,
equine and bovine. Since there are no previous reports
about the presence and function(s) of any PKD in mam-
mal sperm, we examined its distribution and function(s).
We observed that: 1) PKD1 is present and catalytically
active (p-PKD) in bovine, equine, mice, and human sperm
(IF/WB). 2) The capacitation process induces changes
in kinase localization and activation levels, evaluated by
super resolution microscopy in mouse sperm. 3) Mouse
sperm incubated in the presence of specific PKD inhibitors
(Kb142-70 and CRT0066101) before spermatozoa ca-




