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Cure JBsL

Doencga

LBSL

Nome completo

Leucoencefalopatia com envolvimento do tronco cerebral e da
medula espinal e elevag¢ao do lactato cerebral

Nome alternativo

Deficiéncia de aspartil-tRNA sintetase mitocondrial

Apelido

“Doenca Awesome”

Descricao da
doenga

e A leucoencefalopatia com envolvimento do tronco
cerebral e da medula espinal e elevacao do lactato
cerebral (LBSL, do inglés leukoencephalopathy with
brainstem and spinal cord involvement and lactate
elevation) é uma leucodistrofia rara causada por
mutacdes bialélicas no gene DARS2, caracterizada por
ataxia e espasticidade progressivas com déficits
proprioceptivos. O declinio da fungao motora tem
inicio na infancia e costuma progredir até uma perda
da marcha independente até chegar a idade adulta.
(KKI)

e A LBSL é uma doenca genética progressiva
extremamente rara, que é tanto uma doenca
mitocondrial (que afeta a energia das células) como
também uma forma de leucodistrofia (afetando o
cérebro, medula e nervos).

e |dentificada pela primeira vez em 2004, a LBSL é
causada por mutacdes no gene DARS2, que d3
instrucdes ao organismo para fabricar uma enzima
chamada aspartil-tRNA sintetase mitocondrial. Essa
enzima é importante para a produ¢ao de proteinas nas
mitocondrias — as fabricas de energia das células, que
transformam nutrientes em energia. Devido as
mutacdes no DARS2, algumas partes do sistema
nervoso nao tém energia suficiente para operar
adequadamente, o que afeta sua func¢ao e a producao
de mielina.
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http://www.curelbsl.org/
https://abcnews.go.com/Health/ellie-challenge-family-hopes-bring-attention-daughters-rare/story?id=45777366
https://www.kennedykrieger.org/patient-care/faculty-staff/amena-smith-fine-md-phd
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e A LBSL pode se manifestar na forma infantil, infantil
tardia, juvenil e adulta.

Informacgdes e Gene: DARS2
genéticas e Cromossomo 1925
e Tipo de heranga: autossémica recessiva
e Variantes:
e Banco de dados aberto LOVD
e ClinVar Miner
e dbVar
e NIH Variation Viewer
e dbSNP
Classificacoes e OMIM: 611105
e Gene/loco: 610956
e ORPHA: 137898
e CID-10:

e [E88.8 - Outros disturbios especificados do
metabolismo
e E75.2 - Outras esfingolipidoses
e GARD: 12652
e UMLS: C1970180
e PHAROS
e MONDO:0012622
e UniProt: Q6P148
e NCBI: 55157
e SNOMED CT: 703537008
e HGNC: 25538
Categorias da e Leucodistrofia/leucoencefalopatia
doenga e Doenc¢a mitocondrial
e Doencarara
Analises e Orphanet
abrangentes e GeneReviews
e MedlinePlus
e GARD

Dezembro de 2022 www.curelbsl.org 2


http://www.curelbsl.org/
https://www.ncbi.nlm.nih.gov/gene/55157
https://www.ncbi.nlm.nih.gov/gtr/genes/55157/
https://www.genome.gov/genetics-glossary/Autosomal-Recessive-Disorder
https://databases.lovd.nl/shared/diseases/00338
https://clinvarminer.genetics.utah.edu/variants-by-condition/Leukoencephalopathy%20with%20brain%20stem%20and%20spinal%20cord%20involvement-high%20lactate%20syndrome
https://www.ncbi.nlm.nih.gov/dbvar?LinkName=gene_dbvar&from_uid=55157
https://www.ncbi.nlm.nih.gov/variation/view/?assm=GCF_000001405.25
https://www.ncbi.nlm.nih.gov/SNP/snp_ref.cgi?locusId=55157
https://www.omim.org/entry/611105
https://omim.org/entry/610956
https://www.orpha.net/consor/cgi-bin/OC_Exp.php?lng=en&Expert=158065
https://icd.who.int/browse10/2019/en
https://icd.who.int/browse10/2019/en#/E88.8
https://icd.who.int/browse10/2010/en#/E75.2
https://rarediseases.info.nih.gov/diseases/12652/leukoencephalopathy-with-brain-stem-and-spinal-cord-involvement-and-lactate-elevation
https://www.ncbi.nlm.nih.gov/medgen/C1970180
https://pharos.nih.gov/diseases/Leukoencephalopathy%20with%20Brainstem%20and%20Spinal%20Cord%20Involvement%20and%20Lactate%20Elevation
https://monarchinitiative.org/disease/MONDO:0012622
https://www.uniprot.org/uniprot/Q6PI48
https://www.ncbi.nlm.nih.gov/gene/55157
https://www.ncbi.nlm.nih.gov/medgen/370845
https://www.genenames.org/data/gene-symbol-report/#!/hgnc_id/HGNC:25538
https://www.orpha.net/consor/cgi-bin/Disease_Search.php?lng=EN&data_id=16739&Disease_Disease_Search_diseaseGroup=dars2&Disease_Disease_Search_diseaseType=Gen&Disease(s)/group%20of%20diseases=Leukoencephalopathy-with-brain-stem-and-spinal-cord-involvement-high-lactate-syndrome&title=Leukoencephalopathy%20with%20brain%20stem%20and%20spinal%20cord%20involvement-high%20lactate%20syndrome&search=Disease_Search_Simple
https://www.ncbi.nlm.nih.gov/books/NBK43417/
https://medlineplus.gov/genetics/condition/leukoencephalopathy-with-brainstem-and-spinal-cord-involvement-and-lactate-elevation/
https://rarediseases.info.nih.gov/diseases/12652/leukoencephalopathy-with-brain-stem-and-spinal-cord-involvement-and-lactate-elevation
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e MalaCards

Principais
organizagoes de
combate a doenca

Leucodistrofia
e United Leukodystrophy Foundation (Fundag¢ao Unida
Contra a Leucodistrofia)
Doencgas mitocondriais
e United Mitochondrial Disease Foundation (Fundacao
Unida Contra a Doenca Mitocondrial)
e MitoAction
Doencgas raras
e NORD — National Organization for Rare Disorders
(Organizacao Nacional da Doencas Raras)
e EURORDIS — Rare Diseases Europe (Doencas Raras na
Europa)

Centros de
referéncia

e Kennedy Krieger Institute (Instituto Kennedy Krieger) —
Moser Center for Leukodystrophies (Centro Moser para
Leucodistrofias) (Baltimore, EUA)

e Childrens Hospital of Philadelphia (Hospital Infantil da
Filadélfia) — Leukodystrophy Center of Excellence
(Centro de Exceléncia da Leucodistrofia) (Filadélfia,
EUA)

e Massachusetts General Hospital (Hospital Geral de
Massachusetts) — Leukodystrophy Clinic (Clinica da
Leucodistrofia) (Boston, EUA)

e University of Utah (Universidade de Utah) —
Leukodystrophy Clinic (Clinica da Leucodistrofia) (Salt
Lake City, EUA)

e Amsterdam University Medical Center (Centro Médico
da Universidade de Amsterda) — Center for Children
with White Matter Disorders (Centro para criancas com
distdrbios da substancia branca) (Amsterda, Paises
Baixos)

e GLIA Network Leukodystrophy Centers (Centros de
Leucodistrofia da Rede GLIA)
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http://www.curelbsl.org/
https://www.malacards.org/card/leukoencephalopathy_with_brainstem_and_spinal_cord_involvement_and_lactate_elevation
https://ulf.org/leukodystrophies/leukoencephalopathy-with-brain-stem-and-spinal-cord-involvement-and-lactate-elevation-lbsl/
https://ulf.org/leukodystrophies/leukoencephalopathy-with-brain-stem-and-spinal-cord-involvement-and-lactate-elevation-lbsl/
https://www.umdf.org/lbsl-leukodystrophy/
https://www.umdf.org/lbsl-leukodystrophy/
https://www.mitoaction.org/
https://rarediseases.org/rare-diseases/leukoencephalopathy-brain-stem-spinal-cord-involvement-lactate-elevation/
https://rarediseases.org/rare-diseases/leukoencephalopathy-brain-stem-spinal-cord-involvement-lactate-elevation/
https://www.eurordis.org/
https://www.kennedykrieger.org/patient-care/centers-and-programs/center-for-leukodystrophies
https://www.research.chop.edu/leukodystrophy-center-of-excellence
https://www.massgeneral.org/neurology/treatments-and-services/leukodystrophy-clinic#:%7E:text=The%20Leukodystrophy%20Clinic%20takes%20place,an%20initial%20evaluation%20or%20assessment.
https://medicine.utah.edu/pediatrics/neurology/specialties/leukodystrophy
https://www.vumc.com/departments/center-for-children-with-white-matter-disorders/white-matter-disorders-classification/new-white-matter-disorders/leukoencephalopathy-with-brain-stem-and-spinal-cord-involvement-and-elevated-lactate.htm
https://theglia.org/gliactn/locations
https://theglia.org/gliactn/locations

Links e recursos profissionais para LBSL

7L
Cure JBsL

Equipes de
assisténcia clinica

e United Leukodystrophy (Leucodistrofia Unida) — encontre um
médico
e Mitochondrial Care Network (Rede de Assisténcia Mitocondrial)

Féruns de
discussao para
conexao de
pacientes

Foruns moderados pelos funcionarios da Cure LBSL
e Familias LBSL (grupo privado no Facebook)
e Rare Connect — Comunidade LBSL

Aplicativos para o
paciente

e Aplicativo mével MitoAction

Registro de e Registro internacional de pacientes com LBSL (2022/2023)
pacientes
Biobanco e Registro de pacientes e biorrepositorio do Consércio Norte-

Americano de Doenga Mitocondrial (North American Mitochondrial
Disease Consortium, NAMDC)

Consorcio de

e www.lbslresearch.com

pesquisa

Associacado de Cure LBSL (antigamente denominada A Cure For Ellie)

defesa do e www.curelbsl.org

paciente e www.acureforellie.org

Midia social Instagram  Facebook  Twitter YouTube LinkedIn
Foruns de Foruns moderados pelos funcionarios da Cure LBSL

discussao para e Familias LBSL (grupo privado no Facebook)

conexdo de e Rare Connect — Comunidade de LBSL (disponivel em 13
pacientes idiomas)

Reconhecimento
de organizacao
sem fins lucrativos

A Cure For Ellie (cujo nome fantasia é “Cure LBSL”) é uma organizacao
do tipo 501(c)(3), reconhecida como tal pelo Ministério da Fazenda
dos EUA em 2013 e as doacdes podem ser deduzidas do imposto de
renda.

e Charity Navigator

e Guidestar

e (CauselQ

Diretores e equipe

e Beth McGinn — Diretora Executiva e Fundadora
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http://www.curelbsl.org/
https://ulf.org/resources/find-a-physician/
https://ulf.org/resources/find-a-physician/
https://www.mitoaction.org/diagnosis/mcn/
https://www.facebook.com/groups/1031557970241836
https://www.rareconnect.org/en/community/LBSL
https://www.mitoaction.org/mobile_new/
http://www.namdc.org/
http://www.namdc.org/
http://www.namdc.org/
http://www.namdc.org/
http://www.lbslresearch.com/
http://www.curelbsl.org/
http://www.acureforellie.org/
https://www.instagram.com/acureforellie/?hl=en
https://www.facebook.com/CureLBSL
https://twitter.com/Cure4Ellie/with_replies
https://www.youtube.com/channel/UC6YDBVxugH2fJAbRai5hSGA
https://www.linkedin.com/company/a-cure-for-ellie/?trk=similar-pages
https://www.facebook.com/groups/1031557970241836
https://www.rareconnect.org/en/community/LBSL
https://www.charitynavigator.org/ein/462829156
https://www.guidestar.org/profile/46-2829156
https://www.causeiq.com/organizations/a-cure-for-ellie,462829156/
https://www.linkedin.com/in/beth-frigola-mcginn-b6539335/
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e Mike McGinn — Diretor Executivo e Fundador

e Melody Kisor — Diretora de Envolvimento do Paciente
Diretoria e https://acureforellie.org/board-of-directors/
Midia e Nas noticias
AfiliacOes e Chan Zuckerberg Inititiative (Iniciativa Chan Zuckerberg) - RAO
profissionais Network

e NORD — Associado da categoria Platinum em 2022

e Diretoria do Instituto Kennedy Krieger

e GLIA —Global Leukodystrophy Initiative (Iniciativa Mundial da

Leucodistrofia)

Campanhas de e Site de doacao do Network for | ¢ Silent Auction
arrecadagao Good e Fairlington 5K

e Giving Tuesday

Links de pesquisa | e PubMed

e Google Scholar
e Researchgate
Atualizacdes em o 2022

pesquisa o 2021
e 2020
e 2019

Ensaios clinicos e Estados Unidos
e Europa

Estudo de histdria | https://clinicaltrials.gov/ct2/show/NCT03624374
natural da LBSL

e EUA—Dr. Amena Smith Fine - Instituto Kennedy Krieger (JHU)

e Paises Baixos — Dr. Marc Engelen - Centro Médico da Universidade
de Amsterda

e Finlandia — Dr. Emil Ylikallio - Universidade de Helsinki

e Brasil —Dra Mara Lucia Schmitz Ferreira Santos — Hospital Pequeno
Principe

Terapias atuais e Coquetel mitocondrial

e Medicina de reabilitacao e fisioterapia

e Nutricao
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http://www.curelbsl.org/
https://www.linkedin.com/in/michael-mcginn-pmp-1321664/
https://www.linkedin.com/in/melodykisor/
https://acureforellie.org/board-of-directors/
https://acureforellie.org/news/
https://chanzuckerberg.com/rao/a-cure-for-ellie/
https://rarediseases.org/organizations/a-cure-for-ellie/
https://www.kennedykrieger.org/stories/news-and-updates/general-news-releases/kennedy-krieger-appointments-five-new-members-its-board-directors
https://theglia.org/
https://theglia.org/
https://acureforellie.networkforgood.com/projects/140629-a-cure-for-ellie
https://acureforellie.networkforgood.com/projects/140629-a-cure-for-ellie
https://acureforellie.networkforgood.com/projects/177827-giving-tuesday-2022
https://auctions.networkforgood.com/auction_item_list.php?auction_id=1301
http://www.fairlington5k.com/
https://pubmed.ncbi.nlm.nih.gov/?from_uid=55157&linkname=gene_pubmed
https://pubmed.ncbi.nlm.nih.gov/?from_uid=55157&linkname=gene_pubmed
https://scholar.google.com/scholar?hl=en&as_sdt=0%2C47&q=leukoencephalopathy+with+brainstem+spinal+cord+involvement&oq=leukoencephalopathy+with+brainstem
https://www.researchgate.net/search/publication?q=%25E2%2580%25A2Leukoencephalopathy%2Bwith%2BBrain%2BStem%2Band%2BSpinal%2BCord%2BInvolvement%2Band%2BLactate%2BElevation
https://www.curelbsl.org/s/Kennedy-Krieger-Insitute-Fall-2022.pdf
https://www.kennedykrieger.org/sites/default/files/library/documents/patient-care/centers-and-programs/center-for-leukodystrophies/LBSL%20Fall%20Research%20updates%202021.pdf
https://www.kennedykrieger.org/sites/default/files/library/documents/patient-care/centers-and-programs/center-for-leukodystrophies/Fall%202020%20update%2010-19-20.pdf
https://www.kennedykrieger.org/sites/default/files/library/documents/patient-care/centers-and-programs/LBSL%20Research%20Update%20To%20Patients%20%20Families%20Sept.%202019_v2_cnm%20AF%20amp%3B%20LAM%20edits_lt%20(2)%20FINAL.pdf
https://clinicaltrials.gov/ct2/results?cond=Leukoencephalopathy+With+Brainstem+and+Spinal+Cord+Involvement+and+Lactate+Elevation&term=&cntry=&state=&city=&dist=
https://www.clinicaltrialsregister.eu/ctr-search/search
https://clinicaltrials.gov/ct2/show/NCT03624374
https://www.kennedykrieger.org/patient-care/faculty-staff/amena-smith-fine-md-phd
https://www.amsterdamumc.org/en/research/researchers/marc-engelen.htm
https://researchportal.helsinki.fi/en/persons/emil-ylikallio
https://pequenoprincipe.org.br/equipe/dra-mara-lucia-schmitz-ferreira-santos/
https://www.youtube.com/watch?v=R2TlcyD8NvE
https://www.youtube.com/watch?v=ZCnOGh9pWRA
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e Cuidados de suporte

Terapias e ASO
possiveis/ e AAV9
emergentes e Reaproveitamento de farmacos
e Succinato de etilmetilhidroxipiridina (EMHS)

Protocolos para e Folha de rosto para protocolo para pacientes com LBSL
pacientes com e Traumatismo craniano (em breve)
LBSL
Congresso “Informacao é poder”
internacional para e Inglés, resumo e slides
pacientes com e Russo, gravacao de intérprete
LBSL de 2022 e Portugués, gravacdo de intérprete
(hibrido) .
Congresso de LBSL | “Conexao, colaboragao, curas”
de 2020 (virtual) e Pauta

e Videos
Congresso de LBSL e Resumo
de 2018 e Video: Discussdo clinica sobre LBSL e estudos clinicos
(presencial) e Video: Manejo da doenga mitocondrial e o papel dos

suplementos e protocolos de emergéncia

e Video: Atualizagao sobre pesquisa em LBSL

e Video: Principios fundamentais da genética: mutagdes
especificas da LBSL

e Video: Nutricao

e Video: Atualizacao sobre estudos clinicos

e Video: Como superar obstaculos sociais

e Video: Campanhas de arrecadacao para encontrar uma
cura

e Video: Funcionamento adequado e inadequado das
mitocOondrias e tRNA sintetases

e Video: Como praticar defesa a si préprio e ao seu filho

e Video #6: A perspective de um homem sobre a vida
com LBSL
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http://www.curelbsl.org/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC7900743/
https://www.curelbsl.org/s/LBSL_Patient_Protocol_Coversheet.pdf
https://kennedykrieger.org/patient-care/centers-and-programs/center-for-leukodystrophies/lbsl-updates/2022-lbsl-conference-recap
https://vimeo.com/747804727/1bd29c6b5b
https://vimeo.com/747758240/9418bd29e6
https://www.kennedykrieger.org/sites/default/files/library/LBSL%20Virtual%20Patient%20Conference%20Agenda.pdf
https://vimeo.com/showcase/7785166
https://www.kennedykrieger.org/patient-care/centers-and-programs/center-for-leukodystrophies/lbsl-updates/2018-lbsl-conference-recap
https://www.youtube.com/watch?v=Jt6-OgOCXe8
https://www.youtube.com/watch?v=R2TlcyD8NvE
https://www.youtube.com/watch?v=1pIgX36QQCM
https://www.youtube.com/watch?v=Ic5oc_xAn_k
https://www.youtube.com/watch?v=ZCnOGh9pWRA
https://www.youtube.com/watch?v=WBpg_4YbB1E
https://www.youtube.com/watch?v=fDhjCltSIjw
https://www.youtube.com/watch?v=fDhjCltSIjw
https://www.youtube.com/watch?v=EkiMsSGCC5w
https://www.youtube.com/watch?v=PAdN6kUMEjY
https://www.youtube.com/watch?v=rohO5wMq3mc
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Assembleia e Grupo de trabalho de LBSL e HBSL
cientifica da GLIA
de 2022
Estipéndio para e Thisbe e Noah
viagens a o Fundacao Cure LBSL: info@curelbsl.org
congressos
Transporte e Angel Flight
médico e PALS SkyHope
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http://www.curelbsl.org/
https://youtu.be/0A02pa4yjK4
https://thisbeandnoah.org/
mailto:info@curelbsl.org
https://angelflighteast.org/
https://palservices.org/

