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Latin America is a vast region 

of the earth

• Extension more 21 millons of Km2,

• Population: 657 million people live

• Countries: More than 20-30 countries

• Language: Spanish is the principal followed
by Portuguese. in Central America and the
Caribbean are spoken: English, French,
Papiamento, Dutch, among others.

• Brazil, Mexico, Argentina, Colombia, and Peru
concentrate approximately 2/3 of its population.
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Inequality in Latin America and the Caribbean

(%) Analytical tool that measures
the concentration of income
among the inhabitants of a region,
in a given period of time.
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Latin America is a highly diversified region
both genetically and in its geography,
demography, ethnic origin, economic,
sociocultural and health aspects.



Impact of Rare Diseases and Congenital Anomaly
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Number of afected people:  

3-5% Total birth

https://ourworldindata.org/grapher/congenital-birth-defect-mortality-rates-in-children-under-5

• 13.000.000 live in Brazil

• 7.5.000.000- 10.000.000 in Mexico

• 3.000.000 in Colombia and Argentina

• 1.000.000 - 1.5,000.000 million in Chile, Peru, 

Bolivia, Paraguay, Venezuela

• 60,000- 210,000 in Uruguay

• 2/3 of those affected live in Brazil, 

Mexico, Colombia, Peru, and 

Argentina
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MILESTONES Surveillance Systems in BD

HITOS en los Sistemas de Vigilancia de 
Anomalías Congénitas

1960 2010 2015 2019

63° AMS
Defectos Congénitos

Objetivos de Desarrollo Sostenible

2020

63º AWH-WHO

Birth Defect

Sustainable Development Goals
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ANOMALIA CONGENITA CIE-10 N° ORPHANET

Síndrome de Down Q090 870

Anencefalia Q00 1048

Espina Bífida Q05 823

Encefalocele Q01 199647

Labio Leporino y paladar  Hendido Q37 199306

Hipospadias Q54 440

Focomelia de MS Q71.1 294975

Ectrodactilia Q71.6;Q72.7 2440

Hidranencefalia Q04.3 2177

Gastrosquisis Q79.3 2368

Onfalocele Q79.2 660

Hernia Diafragmática Q79.0 2140

Tetralogia de Fallot Q21.3 3303

DESAFÍOS: Codificación, Clasificación de estas entidades



• Global Report 2006 Christianson A, Howson CP, Modell B

• Estimates developed by Modell & Christianson (2004)

• Modell Global Database (MGDb)

• Estimate the number of births affected by subset of congenital disorders & 

outcomes of these births, in no-care & current care scenarios.

March of Dimes Global Report on Birth Defects 2006
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Accions

WHO Technical Working Group on Burden 

of Birth Defects (BBDTWG) 

In 2022, WHO formed a Burden of Birth Defects Technical Working Group (BBD-TWG) composed of 27 

technical experts to review the previous estimationn work, identify available data and advise on optmal 

approaches to estimation.  5 Priority conditions were identified by the BBD-TWG for which prevention and 

care strategies exist:  

https://ishg2024.org/abstracts/Dr-Kathleen-Strong.pdf

1. Structural anomalies that can be seen at birth or PN as NTDs, Orofacial Clefts, Abdominal Wall Anomalies

2.Trisomies and Syndromic Conditions 

3. Congenital Heart Defects 

4. Congenital Hypothyroidism and Congenital Syphilis

5. Haemoglobinopathies  
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https://iris.paho.org/handle/10665.2/34540

https://iris.paho.org/handle/10665.2/34540
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https://doi.org/10.26633/RPSP.2019.44

https://doi.org/10.26633/RPSP.2019.44
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Accions

Dra. Mariela Larrandaburu, MSc, PhD, 
Ministerio de Salud Pública, Montevideo, Uruguay
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VISION

CONGENITAL 
ANOMALIES

RARE DISEASES

DISABILITY

INBORN METABOLISM 
ERRORS
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ONCOLOGICAL 
PATHOLOGY

COMMON DISEASES

COMMON DISEASES
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Thank you

School Medicine and Department of Psychology Catholic University 
of Uruguay
International Federation of Human Genetics Socities-IFHGS 
President
Latinamerican Human Genetics Networks –RELAGH PastPresident  

Marielalarrandaburu1.0@gmail.com
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