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Check for
updates

In Reply to: Alawi F. "M |
“Using rare diseases as
teaching models to

increase awareness’

To the Editor:

Two important publications have recently highlighted
the study of rare diseases and the collaboration of study-
ing these conditions.'” A rare disease affects fewer than
200,000 people in the United States, less than 250,000
people in the European Union, and less than 50,000
patients in Japan.' The concept of a “rare disease,”
according to the World Health Organization and adopted
by the Ministry of Health of Brazil, refers to a disorder
that affects up to 65 people in every 100,000 individuals
or 1.3 for every 2000 people (http:/portalms.saude.gov.
br/saude-de-a-z/doencas-raras).

As highlighted by Professor Alawi, the concept of
and approach to rare diseases mandate interactions
with various health care professionals."2 In Brazil,
within the last decade, great strides have been made to
emphasize the importance of postgraduate interdisci-
plinary cooperation, which is a joint action by several
professionals for the benefit of society (http://www.
capes.gov.br/avaliacao/dados-do-snpg/cursos-recomen
dados-reconhecidos).

It also highlights the need for collaborations in studies
in spite of difficulties in obtaining representative sam-
ples from a quantitative point of view.” We have con-
ducted some investigations involving rare and unusual
diseases and have experienced these aforementioned dif-
ficulties and have sought international collaborations,
whenever possible.}5 In 2012, we investigated 25
patients from 16 families living in different countries,
who manifested unexplained nephrocalcinosis and char-
acteristic dental defects (amelogenesis imperfecta, gin-
gival hyperplasia, impaired tooth eruption). This was
the first study to identify the putative mutation in the
FAM?20 A gene associated with enamel renal syndrome,’
illustrating the importance of multiprofessional interac-
tion. Recently, Brooks published a review on syndromes
associated with blue sclera, including malformations of
the head and neck.” These are some of the many rare
and unusual diseases that must be included in the under-
graduate and postgraduate curricula.

A few years ago, I heard an important medical
geneticist in Brazil saying: ‘“Physicians more than
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ever need to open their patients’ mouths to better
understand mucosal alterations and particularly dental
alterations.” I believe that this task also needs to be
performed from the opposite point of reference.
Numerous publications in Oral Surgery, Oral Medi-
cine, Oral Pathology, Oral Radiology on rare and
uncommon diseases have been instrumental in dis-
seminating knowledge about these diseases and to
enable collaborations that promote better understand-
ing of those diseases.

In Brazil, 164 postgraduate courses (MSc and PhD
degrees) are offered; 19 of these offer oral pathology
and oral medicine as areas of concentration, and only 2
are specific to oral medicine and oral pathology
(School of Dentistry, Paulista State University of Sao
José dos Campos, UNESP and School of Dentistry,
State University of Campinas, FOP, UNICAMP)
(http://www.capes.gov.br/avaliacao/dados-do-snpg/cur
sos-recomendados-reconhecidos).

Although the fields of oral medicine and oral
pathology have been successful in international col-
laborations in the fields of technical and scientific pro-
duction,”® only a limited number of groups are
dedicated to the study of rare diseases with orofacial
involvement. Articles, such as the ones mentioned at
the beginning of this letter,"” help not only to identify
rare diseases but also to provide enhanced insights
into their diagnosis and etiopathologic correlations,
with the ultimate goal of achieving improved clinical
outcomes.

ACKNOWLEDGMENT

The Minas Gerais State Research Foundation (FAPE-
MIG), Minas Gerais, Brazil, and the National Council
for Scientific and Technological Development (CNPq),
Brazil.

Hercilio Martelli Junior, DDS, MSD, PhD
Department of Oral Diagnosis, School of Dentistry,
State University of Montes Claros, Montes Claros,
Minas Gerais, Brazil

REFERENCES

1. Alawi F. Using rare diseases as teaching models to increase aware-
ness. Oral Surg Oral Med Oral Pathol Oral Radiol. 2019;128:
99-100.

2. Alawi F. There is strength in numbers: a call to develop new collab-
orations. Oral Surg Oral Med Oral Pathol Oral Radiol. 2019;127:
193-194.

3. Martelli Jinior H, Bonan PR, Dos Santos LA, Santos SM, Caval-
canti MG, Coletta RD. Case reports of a new syndrome associat-
ing gingival fibromatosis and dental abnormalities in a
consanguineous family. J Periodontol. 2008;79:1287-1296.


http://crossmark.crossref.org/dialog/?doi=10.1016/j.oooo.2019.07.002&domain=pdf
http://portalms.saude.gov.br/saude-de-a-z/doencas-raras
http://portalms.saude.gov.br/saude-de-a-z/doencas-raras
http://www.capes.gov.br/avaliacao/dados-do-snpg/cursos-recomendados-reconhecidos
http://www.capes.gov.br/avaliacao/dados-do-snpg/cursos-recomendados-reconhecidos
http://www.capes.gov.br/avaliacao/dados-do-snpg/cursos-recomendados-reconhecidos
http://www.capes.gov.br/avaliacao/dados-do-snpg/cursos-recomendados-reconhecidos
http://www.capes.gov.br/avaliacao/dados-do-snpg/cursos-recomendados-reconhecidos
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0001
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0001
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0001
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0002
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0002
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0002
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0003
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0003
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0003
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0003
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0003
https://doi.org/10.1016/j.oooo.2019.07.002

0000

LETTERS TO THE EDITOR

Volume 128, Number 6

4. O’Sullivan J, Bitu CC, Daly SB, et al. Whole-Exome sequencing iden-
tifies FAM20 A mutations as a cause of amelogenesis imperfecta and
gingival hyperplasia syndrome. Am J Hum Genet. 2011;88:616-620.

5. Jaureguiberry G, De la Dure-Molla M, Parry D, et al. Nephrocal-
cinosis (enamel renal syndrome) caused by autosomal recessive
FAM?20 A mutations. Nephron Physiol. 2012;122:1-6.

6. Brooks JK. A review of syndromes associated with blue sclera,
with inclusion of malformations of the head and neck. Oral Surg
Oral Med Oral Pathol Oral Radiol. 2018;126:252-262.

Martelli Jiunior 691

7. de Andrade RS, Martelli DRB, de Almeida OP, et al. Brazilian

scientific production in Oral Medicine and Oral Pathology. Oral
Surg Oral Med Oral Pathol Oral Radiol. 2018;125:179-181.

. de Andrade RS, Martelli DRB, Swerts MSO, Oliveira EA, Mar-

telli Janior H. Scientific production of the Brazilian Council for
Scientific and Technological Development (CNPq) researchers in
the field of Oral Medicine and Oral Pathology granted with a sci-
entific productivity fellowship. Oral Surg Oral Med Oral Pathol
Oral Radiol. 2018;126:553-554.


http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0004
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0004
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0004
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0004
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0005
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0005
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0005
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0006
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0006
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0006
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0007
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0007
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0007
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0008
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0008
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0008
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0008
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0008
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0008
http://refhub.elsevier.com/S2212-4403(19)31355-0/sbref0008

	In Reply to: Alawi F. 
	Acknowledgment
	References


