
Rare diseases in LatAm and Caribbean countries Initiative (ERCAL) in Ecuador: Opportunities and 
needs.

FOUR WORLDS IN ONE PLACE



Ecuador is a country located in the northwest of South
America, on the Pacific coast, on the Equator line bordering
by Colombia at North and Peru at South.

Territorial extension of 283,561 km².

Population: 16,904,867 million inhabitants

Currency: US Dollar .

Language: Spanish, kichwa and shuar.

It is divided into 24 provinces that are distributed in 4 
Regions: Sierra, Costa, Amazonia and Insular Region.

Capital: Quito

Health System: Public and Private.

GENERAL DATA ABOUT ECUDOR

Reference:(World Fact Book, 2020).



In Ecuador, 14 nationalities and 18 indigenous peoples coexist,
descendants of the original groups that populated Ecuador.

MULTICULTURAL AND MULTIETHNIC ECUADOR



REGARDING RARE DISEASES IN ECUADOR

ABOUT A MILLION ECUADORIANS SUFFER FROM A RARE DISEASE



NATIONAL LEGISLATION MAIN ASPECTS.
• ESTABLISHES THE OBLIGATION OF FREE AND UNIVERSAL HEALTH CARE FOR PEOPLE WITH RARE DISEASES

AND DECLARES THEM AS "DOUBLE VULNERABILITY“.

• APPOINTS THE NATIONAL SANITARY AUTHORITY AS RESPONSIBLE FOR: ESTABLISH RULES OF CARE AND
MANAGEMENT OF RARE DISEASES, PROMOTE AND COORDINATE INVESTIGATIONS IN THIS SUBJECT,
CONDUCTS REGISTRY OF THIS DISEASES.

• NATIONAL SANITARY AUTHORITY DEFINES THE LIST OF RARE DISEASES RECOGNIZED BY THE SANITARY
AUTHORITY IN ECUADOR.(106 PATHOLOGIES)

• Organic Health Law, Law 67, “CHAPTER 
III-A: OF CATASTROPHICAL AND RARE 
OR ORPHAN DISEASES: 1 AND 2 
Articles.

INCORPORATION OF THE RARE DISEASE TREATMENT HEALTH SYSTEM: 13  PHARMACOLOGICAL PRODUCTS 
ARE INCLUDED OR THEIR PURCHASE IS APPROVED THE BASIC TABLE OF MEDICINES OF THE MINISTRY OF 
HEALTH OF 2019.

STATUS OF EXISTING LEGISLATION AND POLICIES

Reference: Document_Agreement-Ministerial-1829.



RESEARCH  AND REGULATORY POLICES  IN RARE DISORDERS: 

Reference: https://www.salud.gob.ec/autorizacion-de-investigaciones-en-
salud/

OBSERVATIONAL HEALTH RESEARCH USING HUMAN BIOLOGICAL SAMPLES ARE POSSIBLE; MUST HAVE THE APPROVAL OF THE
NATIONAL DIRECTORY OF HEALTH INTELLIGENCE FROM THE MINISTRY OF PUBLIC HEALTH (MSP) WITH THE PREVIOUS
APPROVAL OF A HUMAN RESEARCH ETHICS COMMITTEE (CEISH) RECOGNIZED BY THE MSP.



CURRENT NATIONAL ACTIVITIES AND AREAS OF EMPHASIS 

STRATEGIC PARTNERS OF INITIATIVE ERCAL IN ECUADOR

LEADERSHIP



Growing the role of patient advocacy groups

CURRENT NATIONAL ACTIVITIES AND AREAS OF EMPHASIS 



GENETICS SERVICES, HUMAN RESOURCE  AND DIAGNOSIS ABILITY  SITUATION IN ECUADOR.

AT YEAR  2021, FOUR HOSPITALS (HOSPITAL OF THE ECUADORIAN INSTITUTE OF SOCIAL SECURITY, SPECIALIZED HOSPITAL NO. 1. OF THE ARMED FORCES , 
HOSPITAL OF SPECIALTIES HOSPITAL EUGENIO ESPEJO, CALDERON GENERAL TEACHING HOSPITAL ) HAVE CLINICAL GENETICS SERVICES WITH GENETIC 
LABORATORIES FOR THE PUBLIC SECTOR OFFERING CLINICAL GENETIC COUNSELING AND CONSULTATION, CYTOGENETIC ANALYSIS AND A LIMITED NUMBER 
OF MOLECULAR AND BIOCHEMICAL TESTS.

A FEW GENETIC SERVICES PROVIDED BY THE PRIVATE SECTOR ARE AGREED, LOCATED IN THE THREE MOST IMPORTANT CITIES (QUITO, GUAYAQUIL AND 
CUENCA) THAT OFFER SIMILAR SERVICES. SOME UNIVERSITIES ANALYZE RESEARCH PROJECTS ON GENETIC ISSUES DEVELOPMENT. 

THE COUNTRY HAS AROUND 27 GENETICISTS AND 13 GENETIC ADVISERS; SOME OF THE LATTER, UNFORTUNATELY IN THE PAST YEAR HAVE BEEN DECOUPLED 
FROM THE PUBLIC HEALTH SYSTEM.

Blue:  clínical genitics services distribution without laboratories

Green: Genetics labs with conventional cytognetics and molecular  areas.

White:  Regions without genetics services

AREAS OF EMPHASIS 



SCIENTIFIC GROUPS RELATED DIRECTLY OR
INDIRECTLY WITH RARE DISORDERS:

ECUADORIAN SOCIETY OF HUMAN GENETICS (SEGH)
WAS LEGALLY CONSTITUTED IN 1994 .

THE NATIONAL GENETICS PROGRAM OF ECUADOR
(PRONAGE) WAS BORN IN 2010 .

GENOMICS AND GENETICS NETWORK [“RED DE
GENÉTICA Y GENÓMICA” (REGG)] IN ECUADOR WAS
LEGALLY ESTABLISHED IN 2018.

THERE ARE NO SPECIALIZED CLINICS DEDICATED TO RARE DISEASES THAT 
COULD BE SOURCES OF INVESTIGATION.

THERE IS LITTLE LINK BETWEEN ACADEMY AND ASSISTANCE SERVICES OF 
HEALTH TO DEFINE TOGETHER PRIORITY LINES OF INVESTIGATION IN RARE 
DISEASES.

LACK OF DATA ON CARE AND DIAGNOSTIC RESOURCES FOR PATIENTS WITH 
RARE DISEASES.

ADVANCED GENETIC AND DIAGNOSTIC TECHNIQUES ARE VERY RARE IN 
ECUADOR, NOT AVAILABLE IN THE ASSISTANCE AREA OF THE PUBLIC SECTOR 
OF ARRAY TECHNOLOGY, LAST GENERATION SEQUENCING.

TRAINING PROGRAMS AND AVAILABILITY OF MULTIDISCIPLINARY 
EQUIPMENT ARE NOT ENOUGH TO ASSUME THE CHALLENGE OF THE 
DIAGNOSIS OF RARE DISEASES.

STRENGTHS,CHALLENGES, BARRIERS OR OBSTACLES



WE HAVE IDENTIFIED IN OUR SERVICES THREE GROUPS OF RARE PATHOLOGIES IN WHICH WE HAVE A 
COHORT OF AT LEAST 50 PATIENTS :

NEUROMUSCULAR DISORDERS.

SEXUAL DEVELOPMENT DISORDERS.

MOVEMENT DISORDERS.

OPPORTUNITIES FOR FUTURE 
COLLABORATION WITH ERCAL…TO BEGUIN…
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