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Banc de Sang

La donacid de sang és un acte solidari i de participacid ciutadana. Per
al donant només és un moment, per a molts malalts pot suposar la
vida. Pot donar sang qualseval persona sana entre 18 70 anys que
pesi més de 50 quilos.
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Banc de Teixits

Hi ha milers de persones que per continuar vivint o millorar la seva
qualitat de vida necessiten un trasplantament. El Banc obté,
processa, conserva i distribueix teixits de donants vius i donants
cadaver garantint la maxima qualitat | seguretat pels pacients,
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Donacio de medul-la 6ssia

Sitens entre 18140 anys, regala una esperanga de vida als malalts de
leucémia fent-te donant de medul-la dssia.
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Banc de Cordd

La sang del cordé umbilical conté cél-lules mares capaces de generar
cél-lules sanguinies. Per tant, pot ser utilitzada per a curar la leucémia
i altres tipus de cancer. Donar cordd és donar un somni.

&
-3
Banc de Llet Materna

Gracies a la generositat de mares donants, el Banc de Llet pot
garantir 'alimentacié amb llet materna de tots els prematurs greus
de Catalunya que, per causes majors i sota prescripcid médica, no
poden ser alletats per la propia mare.

ESTAT DE LES RESERVES

Per quants dies tenim sang a dissabte, 9 de novembre de 2019

Global A+ A-

O- B+ B- AB+
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CONSELL ADMINISTRACIO

Recerca

Participem en projectes de recerca propis o en col-laboracié amb tots els centres de ['Institut
Catala de la Salut, amb gran part dels de |la Xarxa Hospitalaria d'Utilitacié Publica, amb les

COMISSIONS DEL CONSELL

DIRECCIO GERENCIA Universitats Catalanes i promovem aliances estratégiques amb centres investigadors d'arreu del

mon.

COMUNICACIO CORPORATIVA

Hem elaborat un nou Pla Estratégic d’'R+D+i 2017-2020. Descarregueu-lo aqui (PDF).

DIRECCI® DE GESTIS COORDINACIO Actualment, estem duent a terme 67 projectes de recerca i innovacio al BST. A la nostra

COORDINACIO ASSOCIACIONS

DIRECCIO DE CENTRES organitzacid, 70 persones dediguen part del seu temps a la recerca.

El BST lidera 4 projectes RETOS en els quals col-labora amb IGTP, CMRB, Institut Josep Carreras,
DIVISIO DE LA SANG Hospital de la Fe y Centro de Transfusiones de la Comunidad Valenciana, amb un pressupost
total de gairebé 2.000.000 €

Sang
Economic Financer —— — VH / Clinic
Progenitors
Persones i valors — — Bellvitge
Cordd
R | Llet materna I fona
Serveis Generals Biobanc Sant Pau
Tecnologies de la Catalunya Central
informacid i de la ummgﬁma.
Comunicacio CONGENITES Lieida :
1 L | = ¢
- Quatat ) Girona Vall d'Hebron i 1| SANTID:
) DIVISIO DE TEIXITS et
= Control de Gestié Tarra | Terres H '
o it O Institut de Recerca " Investigaci6 Biomédica | Barcelona
i Projectes .
Teixit tou
Teixit dur
DIVISIO DIAGNOSTICA

immunchematologia

immunobiologia

DIVISIO TERAPIES
AVANGADES

PLATAFORMA
GENOMICA
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1953 - Descobrlment de Ia doble helix del DNA

1950- Rosalind Franklin James Watson i | B ['

Francis Crick "\[
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1975 — Desc
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DNA sequencing with chain-terminntin( inhibitors
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1985 — Descobriment de la PCR
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Polymerase chain reaction - PCR -
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() Denaturation at 04 08°C
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Thermus aquaticus Kary Mullis
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1985 — Descobriment de la PCR
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Step 1 . Step 2 Ste
30-35X
94°C 94°C
50 - 65°C 1 min per 5:00
0:20 Th
4°C
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1986 — Invencio del prlmer sequenmador automatic de DNA

Primera generacio de seqienciadors

PCR containing fluorescent, chain-terminating dideoxynucleotide triphosphates S_ b my —“——| .-_'__:'

II-I.IIII-I€£.‘?qq.

Chromatogram

[IIIIII..I.I]-

Capillary electrophoresis

: CATAGCTIGRTTCOTGEGTGTEA AR
T g

120 130
ACTGCTTGCAGCA
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= Lloyd Smith

https://www.youtube.com/watch?time_continue=3&v=e2G5zx-OJIw&feature=emb_logo
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1990 2003 PrOJecte Genoma Huma (HGP)

CELERA

A PECorporation Business

| geltyimages
STEBHEN JAFFE

y

Craig Venter i Francis Collins, els caps cientifics de
Celera i del Consorci internacional el 26 de juny del 2000,
en una roda de premsa des de la Casa Blanca
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1990-2003 Projecte Genoma Huma (HGP)
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Els resultats del Consorci Internacional es van publicar en el
numero 409 de la revista Nature, el 15 de febrer del 2001. Els
de Celera en el nUmero 291 de Science, el 16 de febrer.
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1990 — 2003 Projecte Genoma Huma (HGP)
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2005
Roche 454 pyrosequencing

2006
Solexa system

2007

The Next Generation

is SOLID SOLiD System
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Next Generation Sequencmg (NGS)

LETTERS

The complete genome of an individual by massively
parallel DNA sequencing

Dravid A Whesler'* M.ln}wymhmun . Miichael Egholm™®. 'l’.ﬂ:n._.}m‘LdChcn Arrry MacGuie”,
Wien Ha', ¥i-Ju Chen’, Vinod Makhiani’, G. Thomas Roth’, Xavier Gomes”, Kare Tarars 'Flhnmrinn.l
Cysithin L Tircotts”, Gersed P, beryl’, lumas R i»plh“ctﬂlh-mll Hing-xhil Soeg

Lynes Macareth’, Xing Qin', Donra M. Muzry', Marcel Margulies®, Gtwﬂm.w-mm-.mumﬁ.ﬁm
£ Jonathan M. Rothberg™t

QUICKER, SMALLER, CHEAPER

Gonom scuencindo | Ponaooa) | s (oue)

Tiempo invertido 13 afios 4,5 meses
Coste de secuenciacion $2.700 millones <51,5 millones
Cobertura 8-10x 7,4 x
Numero de cientificos en la lista de autores >2.800 27
Numero de instituciones implicadas 16 2
Niamero de paises implicados 6 1
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Tecnologies disruptives
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- Analog cameras

camer as

B Film rolls & gingle use
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Next Generation Sequencing (NGS)
AN S I N I I S S IS I 22 W NS A . SIS NI

https://www.youtube.com/watch?v=fCd6B5HRaZ8

Sanger Sequencing NGS Sequencing
: DNA ragrmmrtation PCR Target region o DNA W agmentation
g_.-_ . s capture, S . " e
d EE =HE == Sanger ) - - L'—I'_
E — - - sequencing v, .
I wivo choning and s ification in witro axbapior Bgakion

Generstion of polony srroy
3 GACTAGATACGRAGCGTRA & feweplabed

E-. CTOAT P —
cTaNrE -~ o —
CTOACY ‘.
CTAMCTA g —
CTOAICTAT ,.-
CTGANTTANS | —
CTOAICTAIGE -""J,__-: [ —
Palymarasa CTGOCTAIGET
dNTPs CTOATCTANGETE =

Labhalad delMTPs CTE.I]"-:I'IIG-L‘I'E-E-".

Elecirophorsesis Cychc mrray sequencing
{1 readie sps lary ) 1>II!|"I rinds’array
Dipcis 1 Ciyicha 2 Cycle 3

o 0
o®
e O

Wi wm B 17 Whai w baee FT Whai & bass 37
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nomes
2008 — 2010 Projecte i
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Evolucio tecnologica

IR N M- N N

2010
lllumina HiSeq 2000
Oxford Nanopore

2011
lon Torrent
lllumina MiSeq

National Human Genome
Rese

2012
lon Proton
lllumina NextSeq

2001 2002 2003 2004 2005 2006 2007 2006—2009 2010 2011 2012 2013 2014 2015 2016 2017 2018 2019

2014
lllumina HiSeq X
Ten

Es trenca la barrera
dels $1K/genoma
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Genomics =

The
100,000

Genomes
Project

Brazil ’

* Brazil Initiative on
Australia Precision Medicine 2015 -
Australian Cenomics
2016 - 2021
. Switzerland A%
Swiss Porsonalized Health
Haﬂaﬂfﬂtﬂﬂf{s}mme Network 2017 - 2020

Research Institute 2007 -
All of Us 2016 - 2025

Genomics England 2012 -
Scottish Genomics ;
Welsh Genomics for .

Precision Medicine
MNorthern lreland Genomic
Medicine Centre

- ¢
england ===
e _ ’\ 3 :
¥ 'i" s : i
ﬂi - *‘_ Estonia 9§
w ;- ) &tc:lnhnfrennme
United Kingdom .- Project 2000 -

Saudi Arahia‘ Turkey ams

WE;;JE‘EM _Gmnme Turkish Genome
Profect 2017 - 2023

Oatar 'J

Qatar Genome 2015 - “
Metherlands
RADICON-NL 2015 - 2025

Ehlna‘

Precision Medicine
Initiative

Genume.ﬂe.nmrk 2012 -
Farfien 2011 - 2017

Finland l
Mational Genome
Strategy 2015 - 2020

France ‘

Genomic Medicine
Pian 2016 - 2025

F
Japan ,,J

Japan Genomic
Medicine Program 2015 -
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Programes de seq

NS

Declaration for delivering cross-border
access to genomic database

1 million genomes accessible
in the EU by 2022

‘ Linking access to existing and
E& future genomic database across the EU

s Providing a sufficient scale for
3’ new clinically impactful
= associations in research

2016-2025 New Precision Medicine Initiative 2018-2022 EU countries will cooperate in linking
($215 million) aims to catalog the DNA of at least genomic databases across borders
1 million Americans in order to ‘bring us closer

to curing diseases like cancer and diabetes.’
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Diagnostic prenatal no invasiu (NIPD)
I TS A S 72 e A S S S D eSO s S S A2 S

Descobriment de la presencia de DNA fetal Illiure en plasma a les
dones embarassades (Lo et al., 1997)

Cromosoma Y Centrémero

Zona seudoautosomal . :k b/Zona seudoautosomal

_ control DNA
Real Time PCR (2
10 cffDNA
0] SRY gene (sex determining region Y) ¢
0] Single copy gene 6
4
0 DYS14 sequences (testis-specific protein, Y- :
. g maternal DNA
linked)
0] MU|t|p|e COpieS 23 5 7 9 11131517 19 21 23 25 27 29 31 33 35 37 39 41 43 45
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NIPD)

El hoop .
s -
" empjeggalbp blico e
Sindr, deaCereI test py Y Cajgy
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ElSergasamp

queevi-*'2 amniocentesis
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LAVANG UARDIA B.'lrcclnn;l
| = a AMinuto e
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T21
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s XO
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T3 5 45678

azadas de i
testde ADN €I1esgo acceder

; etal €ran aj
i Via puiblica N san
w

f
La alternativa a la amniocentesis existe, pero no para
todos los bolsillos

Algunas comunidades auténomas estin incorporando a sus programas de deteccién de
cromosomopatias test no invasivos, pero la cifra de beneficiarias es todavia anecdética
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Diagnostic prenatal no invasiu (NIPD)
NI IS 7 2 S 2 g s e D i N s e

Determinacio de la presencia de mutacio en el fetus a partir de plasma matern

.TGCCGGTGTﬁChCTCCTGﬁGGTGGTGGCTGCCTACC%ECGCAAGAAGAGGAGCCAGGCCCCGCCCCACATC

GCTACACTCCTGAGGTGOGGTGGCTGCCTACCGGGGCAAGAAGAGGAGCGAGG
ACACTCCTGAGGTGGTGGCTGCCTACCGGGGCAAGAAGAGGAGCGAGG
ACACTCCTGAGGTGGTGGCTGCCTACCGGGGCAAGAAGAGGAGCGAGGCC
ACACTCCTGAGGTGGTGGCTGCCTACCGGGGCAAGAAGAGGAGCGAGGCC
ACACTCCTGAGGTGGTGGCTGCCTACCAGGGCAAGAAGAGGAGCGAGG
ACACTCCTGAGGTGGTGGCTGCCTACCAGGGCAAGAAGAGGAGCGAGGCC
ACACTCCTGAGGTGGTGGCTGCCTACCAGGGCAAGAAGAGGAGCGAGGCC
ACACTCCTGAGGTGGTGGCTGCCTACCAGGGCAAGAAGAGGAGCGAGG
ACACTCCTCGAGGTOGOGTGGCTGCCTACCGGGGCAAGAAGAGGAGCGAGGCC
ACACTCCTGAGGTGGTGGCTGCCTACCAGGGCAAGAAGAGGAGCGAGGCC
ACACTCCTGAGGTGGTGGCTGCCTACCAGGGCAAGAAGAGGAGCGAGGCC
ACACTCCTGAGGTGGTGGCTGCCTACCAGGGCAAGAAGAGGAGCGAGGCC
ACACTCCTGAGGTGGTGGCTGCCTACCGGGGCAAGAAGAGGAGCGAGGCC
ACTCCTGAGGTGGTGGCTGCCTACCGGGGCAAGAAGAGGAGCGAGGCCCC
ACTCCTGAGGTGGTGGCTGCCTACCGGGGCAAGAAGAGGAGCGAGGCCCC
TGGCTGCCTACCGGGGCAAGAAGAGGAGCGAGGCCCCGCCCD
GCTGCCTACCGGGGCAAGAAGAGGAGCGAGGCCCCGCCc oA
GCTGCCTACCGGGGCAAGAAGAGGAGCGAGGCCCCGCCCLAL -
TGCCTACC.GGGCAAGAAGAGGAGCGAGGCCCCGCCCCAQ}‘
ACCAGGGCAAGAAGAGGAGCGAGGCCCCGCCC L AL
ACCAGGGCAAGAAGAGGAGCGAGGCCCCGCCCLA
ACCGGGGCAAGAAGAGGAGCGAGGCCCCGCCCOA
ACCAGGGCAAGAAGAGGAGCGAGGCCCCGCCCOAL
GGGGCAAGAAGAGGAGCGAGGCCCCGCCCCAL AT
GGGCAAGAAGAGGAGCGAGGCCCCGCCCCACATC
GGGCAAGAAGAGGAGCGAGGCC
GGGCAAGAAGAGGAGCGAGGCCCCGCCCCACATC
GGCAAGGAGAGGAGCGAGGCCCCGCCCCACATC
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@ PLATAFORMA
GENOMICA

Applied Biosystems 3130 XL MiSeq (2)
Genetic Analyzer

NextSeq 500
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Estrategies d’abordatge amb NGS ﬁ%ﬁ%ﬁ%ﬁ”“
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% Exones - Instrucciones para hacer las proteinas
=
pd Panel de

10-1500 genes

Numero de gens
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Estudi poblacional de pocs gens ﬁeﬁ%ﬁ%ﬁ”“
AR AN S S e U s S 72 s NSNS NS 7 SIS I IS W st s

‘@ N -

b»t

Fnitat do Diagnggy
d'H, ic | Tera
lemofilia, Hospital yn p’;ﬂ"ﬂbﬁ;hr, Banc de Sang Teixits,
Spain

Cohort Perfil clinico y molecular de la
Portuguesa Enfermedad de von Willebrand. |5 2kl
Registro espainol (PCM-EVW-ES)
‘g J 557 Pacients
92 pacients 557 pacients

330 Families
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Estudi poblacional de pocs gens ﬁ%ﬁ%ﬁ%ﬁ”“

Barcode 1 Sample 1
r——t
Barcode 2 Sample 2
— *
Barcode 3 |
— .

1 Barcoding Step

Ventajas del procedimiento disefiado: —

L » ) i Seguencing
= Minimizacién del uso de fungiblesy reactivos

= La construccién de librerias es sencilla y rapida gracias a una PCR de
fusion que permite que la amplificacién del VWF y la adicién
simultanea de los indicios y adaptadores

= Reduccién de tiemposy costes

Secuenciacion tradicional ’ Plataforma lllumina
Capacidad 1 placa =1,57 pacientes 4 flow cell = 192 pacientes
Tiempos por placa 1 dia 2 dias
Precio/paciente ~ 1.000€ ~ 50€
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| TEIXITS



Estudi poblacional de pocs gens ﬁ%ﬁ%ﬁ%ﬁ”“

Disseny i desenvolupament d'un protocol per a la
tipificacié HLA de molt alta resolucié mitjangant
tecnologia de seqiienciacié de nova generacid.

HLA genes:
AT — 2 -3 —4-—-5—6—7—sED
B EEd1— 2 -3 — & -5 —6—7H)
C Ean—as—a s 6 —7— ¢ )

DRB1 CIER—2nsn— a8 0@
DRB3/4/5 CDE—IEN-E0—0 80O

1KB DNA LADDER

DQAl m ol . m . Exon not amplifiec 12000

DQB1 m— 2 — 3 — & —B—m DQBL —» - 10000
DRBUDPBl]__[ o

DPA1 EDF—NZn-En—aEn N

ppe1 B — 2 3 — &« — 5 £
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Estudi poblacional de pocs gens ﬁ%ﬁ%ﬁ%ﬁ”“

1. DNA fragmentation 2. Indexing 3. Pooling
and adapter ligation

P5 | ID adapter JOLNEWIELIOELIE adapter I[] P7 | et

A DNA fragment insert

End-Repair dA-tailing sequen in prime 96 I
sequencing primer m
-'T ; —A - index binding sites index Sa p es 384 Samples
adapter p—t DNA fragment T ELEDIECT

flow cell attachment sites

Adaptor ligation

DNA fragment

HAMILTON lvsi o] e Wi S sam
pie: DOSI6GY_S36
4.Analysis . . i
S i 3 - i T t
] z . m ] = A 1 Adele 7 CNDP CWDZ Revew status
. i et .||| | - 'll\l | WLA-A  OE0L0001  IROL0L01 c € Acoepted (17 new
NGSen Ine e | TS HLAD  10T0LE1  dmELElO) € Acenpted (17 revl)
. AN HLAC  08:0201:01  07:01:01:01 € Aecepted (1% rev

<
€
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[
[

software - A
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Genstype ambiguities
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2:01:08:01
118

DGB1703:01:01:20
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Panells de gens ﬁg;‘;gﬁ?;m
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Neuropathy - : s/ ®  Diabetes . : ¥ el .
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TYPE OF DISEASE SCALE
y Cancer Connective tissue @ Cardiovascular Endocrine Gastrointestinal Ear, nose, throat Developmental @ Multiple types  Each circle reprasents a
Bone Muscuiar @ Hematological Immunological @ MNutritional @ Ophthalmological « Meurological Unclassified disease_ or clisurd_er andis
Skeletal @ Dermatological @ Renal @ Metabolic @ Respiratory @ Psychiatric scaled in propartion to the

number of genes associated
with that disease.
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Panells de gens

= Disseny d’'un panell de 23 gens relacionats amb 15
coagulopaties congenites (339 exons/pacient)

= Permet processar totes les mostres amb un mateix
protocol

= Facilita el diagnostic genetic en casos de fenotips
concordants (HA lleu, VWD 2N)

= La validacio de les mutacions se realitza mitjancant
dos protocols de sequenciaci6 totalment diferents

= Aporta informacio de tots els gens de la cascada de
la coagulacié

= Es necessari acumular mostres per tal que el cost
sigui competitiu, el que pot retardar el temps de
resposta.

. mmmfe@dla%st

o

gs'2,C,
'Cnnganllal Coagulooam t, Bigod and Ti
“Unit of Molecula "

Haspital, Barcelona, Spain.

The molecular diagnosis of the essential genes involved in hemorrhagic
diathesis were limited on genes of frequent coagulopathies. The adwent of
NGS5 has opaned the pessibility to design custom protocols for molecular
analysis of several genes in parallal, This Is particularly valuable In
the diagnosis of diseases with similar phenotype although caused by a
hiteregeneous molecular basis. Taking advantage of this novel opportunity,
wa designed and validated a NGS custom panal to simultansously analyze tha
23 essential genes involved In Inherited bleeding disorders and the
hemorrhagic risk.

Development of a next generation sequencing panel
i ;ggd investigation of bleeding disorders

3, R, Parra??, F. Vidal'2 and |, Corrales'2, Banc or Savc
nk, Barcelona, Spain. 1 Tamms
Vall d'Hebron Research Institute, Barcelona, Spain.

'ﬁ‘?:'::: q_l_':“:""““

Panel design. Analysis, prioritization and seloction of genes that must be incorporate inte

the: of cangani a ;

Ay Primar dasign and amplification by GeneRead DHASeq Panal (QEAGEN).

Libwary comstruction, Incorporation of short sequences to PCR producis serving as
Barcads wab wth NEBNaxt Ultra DNA Libeary Prop Kit

(Naw England BioLabs).

Seguenci g Batween 24 and 4B IIBFAFES wars pair-snd seguenced togeiher using & MiSeq

Reagent Kit vZ {300 eycles) in avery MiSeq run (liusmina).

Data Ansiysis. Pulative mutations were identified by GeneRead Variant Calling software

(GAAGEN) and Variant Studio (Slumina),

PANEL DESIGN
A total of 23 genes NN NNCETuNTE
involved  in inherited ; . -
bleeding disorders and ——+
related to the coagulation '
cascade wore solected —wee—
after an evaluation of the |
coverage necessary to e ee—
obtain reliable resuits. Wa ==
also assessed the cost .. .. —
benefit of genes included
in relation o the aumber =
of patients that cam be
simultaneously studied in
a single MiSeq run. ——— - ==

AMPLIFICATION

The exons and flanking intronie ==

regions of the 23 genes wers ~— .= " s

amplified by multiplex PCR

resulting in 1285 amplicons per —— _,J p——

patient. !J l’ 'lr ultipd ax PCH H
LIBRARY CONSTRUGTION

Duting library preparation, the amplimers SRR

were concurrently indexed with barcodes | | | f 111

(i, shown in black) that are pationt-

spocific. This allows mixing together

miltiple samples. (up te 96) to generate

library paol. SEQUENCING

Pooled libraries were sequenced in parallel in llumina MiSeq instrument.

PANEL COVERAGE
The designed panel covers 98.9% of the genomic regions of interost, which
reveals the robustness GeneRead gene panel alternative and anticipates the
chinical utility of the performed design.

MOLECULAR-ANALYSIS

With this procedure more
than 250 patients with

different bleeding  ~

disorders  have  been =

diagnosed. ]

In a subset of samples =

(48), with  mutations
praviously identified by e

the gold standard Sanger ™ =
method  were  validated = ==

with  this  precedure, | == = -

reaching 100% sensktivity. -

==
-
G sties. = m I "

Phsnotypegenotype concoedance was Soend in T5.5% of iote] cases. Discordance was predominantly

obasrved in: patiests with Rorderine cosgulation techor lewsls; patients. inchuded io discand & not-
labaratary phenstype

HIGHLIGHTED APPLIGATIONS
Case 1: Discrimination botwean HA and VWD Normandy.
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Exoma Clinic (panell de >4800 gens reIamonats amb malaltla) @Eﬁ%ﬁ%ﬁ”“

} frontiers ORIGINAL RESEARCH ‘ - .
in Immunology published: 01 October 2019 | RESEARCH ARTICL Factor PGT strate
" doi: 10.3389/fmmu.2019.02325 ‘ NOVE‘ Doub\e a b
m
blastocyst stage € L
CI::: Drocedure m NOTICIES ESPORTS CULTURA EL TEMPS
Expanding the Clinical and Genetic Spectra of L—— .. i
i i j Notlcles P Videos #» Audios Seccions v
Primary Immunodeficiency-Related Disorders
With Clinical Exome Sequencing: Expected . .
- Investigadors catalans revolucionen la
and Unexpected Findings ‘ g . o
' U " B deteccié de malalties genétiques en

Francesc Rudilla’?', Clara Franco-Jarava®*', Ménica Martinez- ... Univs;s[’;l:rche;l;zgoma embrions
Gallo®*, Marina Garcia-Prat*’, Andrea Martin-Nalda®®, Jacques
Riviére*®, Aina Aguild-Cucurull®”, Laura Mongay', Francisco Permet analitzar fins a 4.800 gens causants de les malalties genétiques més
Vidal'-2%, Xavier Solanich’, Ifiaki Irastorza®, Juan Luis Santos- freqiients i desequilibris en els cromosomes
Pérez®, Jesiis Tercedor Sdanchez'®, Ivon Cuscdé'!, Clara Serra'!, Xavier Duran Hu 70

Noelia Baz-Redén'?, Ménica Ferndndez-Cancio''3, Carmen Car-
reras'®, José Manuel Vagace'®, Viceng Garcia-Patos'®, Ricardo
Pujol-Borrell’*, Pere Soler-Palacin®® and Roger Colobran®*'""

Conveni de col-laboracié pel desenvolupament del programa RAPID
(Rapid and Advanced diagnosis and treatment

of Primary ImmunoDeficiencies)
vall dHebron Vall d'Hebron
Hospital Inetitut de Receroa
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oma Complet (WES)

i "naet 0 120l MM et 1T
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@ PLATAFORMA
GENOMICA

@ IMPLICACION DE LA ADHESIVIDAD PLAQUETARIA Y | & I
~'"" FENOTIPOS RELACIONADOS, Y SUS DETERMINANTES. = & =
GENETICOS, EN EL RIESGO DE ETV. RETROVE 3. '

WHOLE-EXOME SEQUENCING TO IDENTIFY FACTOR VI

GENE MUTATIONS AND AUTOIMMUNE GENETIC RISK ABORDAJE DE LOS TRASTORNOS HEMORRAGICOS
LOCI IN PATIENTS WITH ACQUIRED HAEMOPHILIA HEREDITARIOS DE ETIOLOGIA COMPLEJA
E:'b~ 4 ' MEDIANTE LA APLICACION DE UNA ESTRATEGIA
Vall d'Hebron e ——

COMUN DE SECUENCIACION DE EXOMAS.

3 mOStaSia ‘]" .
| 3 bosis y He | oS BE 1A |:’|"" ,m
\ i dad ESpano\a de Trom- tro Nacional de '\I v SJD @.\ ANT PAL :ﬂ:lﬁb
| La Socie archa el primer Regls |
. poneenm

| Hemofilia Adquirida |
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Sequenmauo de genomes (WGS) ﬁéﬁ%‘ﬁ%ﬁ”“

GCAT|Genomes for Life.

Estudi Prospectiu dels Genomes de Catalunya, és un projecte de recerca biomedica molt ambicios
gue uneix interés cientific, médic i social. S'ha dissenyat per l'estudi del factors genetics i
ambientals que condueixen a l'aparicié de les malalties croniques en la poblacié general. Moltes
d'aquestes malalties, com el cancer, la diabetis, les malalties cardiovasculars o les malalties
respiratories, afecten a una gran part de la poblacié i son causa d'una elevada mortalitat,
representant també una elevada despesa en gestié sanitaria degut al seu caracter cronic.
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Third Generation Sequencmg (TGS)

€)) Frore |
BIOSCIENCES' {YNANOPORE

https://www.youtube.com/watch?v=rXfS4wloVLQ
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Projectes MinlON @Eﬂ%ﬁ%ﬁ”“

k_Bacteria
p_Fibrobacteres
p_Protecbacteria
p_Spirochaetes
p_Euryarchaeota
p_Firmicutes
p_Actinobacteria
o_Bacteroidales
o_Clostridiales
f_Prevotellaceae
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FUTURE LOADING
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PLEASE WAIT...




Social Genome

Home > Nextin the Genomics Revolution: The Era of the "Social Genome"

Next in the Genomics
Revolution: The Era of
the "Social Genome"
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Social Genome

Mlumina

CONSUMER ADOPTION

100M

10M

100K

10K

100

ng =:uqlva; mﬁqu,

The Emerging “Social Genome” .souuy 201

SOCIAL
GENOME ERA

READ-ONLY
GENOME ERA

READ-WRITE
GENOME ERA

$3BN

Introduction

= of NGS
UK &
T 100,000 ’
Genomes v
- The Harvard uyG 1K Genomes
Personal launched <6 hrs
Genome by lilumina ($199)
2 Froject ($5K)
launched ®
® Knome Inc. HLI Health
founded Nucleus @
G LunaDNA,
($350K) launch Ereriidan:
Nebula
Human L]
_ Gancme launchad
Project
Cempltsd “CRISPR
- Babies"
Veritas -~ -~
myGenome 2
($599)
| | | | ! ! | |
2000 2003 2005 2007 2012 2015 2018 2021
® 2ZandMe Ancestry DNA @ Halix ® ® GP-Write
launched launched launched launched
Other Events o
Genotyping Genotyping Exome Genome
Sequencing Synthesizing

mm Consumers
Paying to
Sequence
their Whola
Genome

mm Consumers
Transacting in
DNA Markets

== Humans
Genetically
Edited

Cost of Whole

Genome

Sequencing
mm (WGS)

2025

Some Key

Dimensions
of the Social
Genome Era

+

WGS will cost
less than $100

WGS replaces
genotype-based tests

+ WGS integrated
into clinical practice

>

+ Sequencing of every
newborn

+

More health company
acquisitions by Apple,
Amazon, Google

+

Open source genomic
software widely used
DNA-related products
and services, including:

- Health and life
insurance

+

- Gene editing
for diseases and
enhancements

- Dating/matching
- Reproduction
- Proprietary ML/AI

= Membership
business models
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Google Genomics
A A N N %O N s 2 O DN SIS At N e D e S S

Metéafora
- . - . . alt
Qué canviara amb el revolucionari Hi;m )
. - L] . .
ordinador quantic de Google \ Metonimia
Sinécdoque
’ Anéfora
Prosopopeya
Epiteto
Alegoria
Aliteracién
Hipérbaton
Ironia
Paradoja
Oximoron
Onomatopeya
Sinestesia
Pleonasmo
Perifrasis
Etopeya
Prosopografia
Polisindeton
Elipsis
Antitesis
Asindeton
Descripcion
Calambur
Apostrofe
Gradacion
Retruécano
Quiasmo

En un assaig, la maquina va fer en poc més de 3 minuts un calcul que hauria
necessitat 10.000 anys en els superordinadors actuals

Xavier Duran V
25/10/2019-12.38 | Actualitzat 27/10/2019-16.31

TEMA: CIENCIA
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