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A Clinica da Mutacao da VAPB

Exames Clinicos e Laboratoriais por 35 Professionals Multidisciplinares de areas diferentes
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Diagndstico Genético Pré-Implantacional da Muta¢ao VAPB e o Fim da Doeng¢a no Brasil
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Minuta de Projeto de alteragdo da Portaria N2 426/GM de 22 de
margo de 2005, que institui no ambito do SUS a Politica Nacional
de Atengdo Integral em Reprodugdo Humana Assistida, com a
inclusao do Diagnéstico Genético Pré-implantacional aos casais
com histérico familiar de doengas genéticas neuromusculares

com comprometimento motor.

DUAS PARTES:
PARTE |. A Minuta do Projeto
PARTE Il. PORTARIA N° 426/GM com sugestdes de MOVELA e FMUSP

Autores da solicitagao:

Sr. Antdnio Jorge de Melo, paciente e Presidente de Honra do MOVELA
Dr. Cezar Augusto Xavier, paciente e Ativista da ELA ligada a4 mutagdo da VAPB

Dr. Ciro Martinhago. Geneticista Clinico e Especialista em Diagnéstico Pré-
implantacional

Prof. Dr. Gerson Chadi. Professor do Departamento de Neurologia da Faculdade de
Medicina da USP e Coordenador do Projeto ELA Brasil

Brasilia, 14 de Dezembro de 2017.



sopinjou| sajualoed sop se}siBojoinaN SO sopo) @ Y13NgV ‘dSIHINN
:S0J1924ed

SIN Je[nja) eideia] ap NY "dd-dNd "egqiIng Jejnja) eibojouds] ap 099NN
:le|nj9o oAl}N9

‘o|ned oes ‘'dSNIA4 ep sedlul|d ap |ejidsoH
:0921Ul]) o)afoad

B/ INLD @p oeyjiw | :@soQ

Selp Q€ ©p OjeAJdju] “Jequwio] ‘siedajelju] seaosnjul o

10 wod [iIseiqejaojeloid mmm
S0}19]9 §Z "duljuo oedLIosul Jod ‘jeuoioeu OLIO}LLId) OPO} B OMaqY

bdND / apnes ep oud)sIUIN -

189.166Z0.LON — A0L"S|

eled}|edlul]|
eoljoJjolwy [eidje] 9s049|9sg wod sajualoed we ‘easso ejnpawl
ep SIewo.)sd se|nj@od ap sepiyqo ‘sebojoine siewinbuasaw osuolj-sejn|ad

ap sieoajeljul S9SOpP senp ap eloeslyd d edueinbas ep g/| ase} opnisg



Op 2aINp3 ep S0.1924ed OBJI9S 9 BSINDSIA P SOSSed

SO sopo} oeseyuedwooe sajualded sop sejsibojoinau sQO -y
‘sa031InjIpsul sejsap

ejsibojoinau Jod ojusaweyuiweoud ap eued ap sdAel}e
sopeyulwedsud 13s d (BUIDIPIN 9p apep|noe) esiwapesry
oe3injipsuj no/a souelisiaAiun siejidsoH e opebi| 0o1paN
031A19g wa sopeuysibal se)}sa oelaAap sajualoed sQ -¢
‘oe311osu| ep sodwied sou sepiyosuaaid

walas e saodewiojul Se elougpadajue wod seiedald -z

013c0¥d ON OYII¥OSNI nwwouﬂvm“—:@:o
SeJ3nNo 9 oBSN|9X3J 9 OBSN|dU| 3P SOLIJJILID SOV -|

V13 - 0ONOUL :oeduayy
SYIN13D 013C0¥d ON OYIIMISNI )
[o“w se ‘2102/60/L1 elp 9)is ou SFOIIYIOSNI

(edej3 ewnjnuad)
V13 wa oduol]-e|nj99 opnis3 ou SFOHIYOSNI 3d VAVLT 8

vsSINnDSs3d OROLVINGWWY O 3dIND3 Vv 0l13crodd O viav

SFUOAVIUVIOIL

{\N1]

’AL
VNIDIAIW
1q-woo’jiseige|aojafoid mmm 4

~ vr_'tk 27
] B %
e .

’
7

1ISvdd vi3 O13r0dd




O ELA
YA B
s,

Q-O\ ',
SN

re

b \ (5‘
57 T

[ MIDICINA ous  Projeto CT — ELA da FMUSP

Medidas de For¢ca Muscular

Funcao respiratoria

Forca lingua, palato, bochecha

Miografia por Impedancia Elétrica

Neuroimagem de ultima geragao

Analises Moleculares no Liquor

Gene
Expression
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DYNAMOMETRY EFFECTS

Dynamometer - Right Hands - All Subjects

Dynamometer - Left Hands - All Subjects
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Clinicaltrials.org / # NCT02917681.
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CVF — CAPACIDADE VITAL FORCADA

General Mean (n27)

Acute Responsive Mean (n2)
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Clinicaltrials.org / # NCT02917681.




miRNAs Expression Profiles—11 e |2
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22 miRNAs
differencially
expressed (Up
regulation)
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Gerson Chadi. Unpublished results
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kinase
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! ¥

*Proliferation Proliferation

-Protein tyrosine phosphatase non-receptor type 23 (PTPN23)
-PTN is an antagonist of kinase activity-induced tumor and highly cell activation (Mast Cell and Glia ??)
-PTN activation could act synergistically to Masitinib???

-miR-142-3p reverses PTPN23
-miR-142-3p could impair Masitinib effect (microRNA inhibitors???)
-Masitinib signaling could counteract miR-142-3p ???

-As MISC was not able to counteract miR-142-3p increases in SCF of ALS,
-Is masitinib a better drug to maintain ALS treatment post MSC therapy?



ALS Brazil Project

www.projetoelabrasil.com.br

Neuroregeneration Center
Department of Neurology. FMUSP
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