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| a Twitter account i n 2010. Today, our
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Two decades of pat-Hoennwta rsdusp paonrdt up warr
(conti nued)

However, the national patiehtr aue vanyd waeo ntpolnedxu ccaoerndd i & i on
few years ago clearly highmhugbhiddsthpepl ilmaky ofcaaecedrn tc
the necessary clinical expewxtpiese i apd i oo arachiargd tneggd thheea | rt en
services. -Abaonuttenshrefe respounsdeal by smnat edavtahialtabl e at com
they were given little or nloevieriformation about AATD, an
over half rated their healthcare rofessional 6s knowledg
of the disease as fpooro. Hé’ugféstuh?sb'ogfgetsﬁeh\déf”@nf‘
survey in England and Sc@tglre?ded“e'btre'”av%"'l%%'l%'etoto cr
downl oad on our website Saesrv'pcoq|ﬂc%/rwﬁlsBBPt§°tatyet on
www. al phal.org. ukdian dsemrtvpehyp!/tal h%! d e ong and rocky
conceptualised in detail, dev
OQur efforts have-asfttaerrt elda utnampg anygu mfufrn g .
nati onal patient survey and policy recommen dations in
the English and Scottish Palrhg atnehgmagizc o 9"1‘ pager &r iglplr
years of campaigning at éjtasdﬁalprP%@%F, afhtcb"i’ Cad \Pe rad |"
expert centres in England S,Aeltpthanpgatu'penl"oscanleleyd fluh dR & HE!
Alphaservices (please see loU¢alaoyr 6C ONRWsS SeitOne®d fCoarr e to
detail sswwatal phal. org. uk/ i)n dSePx® Cprdp /i nSe€fls |CediTi€ (tshat will ev
and after we submitted twBecdpdiiisedt i 8REVi€CEr agphgemen
establishment of a natlonali‘?eyI & Sotnfnfl b;‘qsoended Niokl eGlying& dd
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t o report that, earlier it$ia cgéng,l X't}‘FeonSPUrlets?ctr!iVbee*d t
Specialised Services AdvnaEBRPi tEeeupef HhAEHS officials,
recommended that such a serg\?ioé‘é’ 6@'06 §mmntafbyeg spd oth
NHS Engl andww(gee. uk/ gover nVfd vVt /TudS &Mhlglsy started t'o engz
system/uploads/ attachment dyaqth/(f‘?‘le7§§33@,§}5ured, that the
PSSAG_ 2017 deport.pdf pati ent communi tyos I nterest
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A brief update on novel treat meht a
by Dr Sand#arNestlTlrarst ee

The |l ast year has again seameenavinil a9l adwaa nly Gl eoobsasl a twnetbhe
t he devel opment of novel thht et rpa p¥/gdtladclad a pp-tagplaaciegsingh a r

Al p-bha wi th t he potenti al t ar aldidv e/ B dirctess oammd B relfogimit g h a

cause, represent-c mgnga rfemllmnsAtAd’mvyﬁSehlnphgalobaticeomtgr.ess/
augmentation therapy. The | atest research news was

presentedfatt ermeatB8onal Res@hPER bBﬁfgﬁéﬁbEEd update in
on Alpheeld in April in LiS$hdhyusa®dls 3G%8¢ 3% etdor'%pp%r"’l%gme
on the advances of innovattih\?é?tbéhanBgfltLb N et gl ms! 1 tt
such as stem cell and gene "t &Fide s €a0ndy 'cheeirre'per[UernStqr‘&q
applicatidn iAmoAIhmzmagrowingﬁhﬁreg_éoéf'?Hté1 nds (W h he '
di scussed at the meeting d%ENEHES MY jisK tq%%regforqhgot
beneficial effects of augmeNﬂ'{Sat'inonthtehseera”payt'Onnsothlen Enggr! g
diseases, such as diabetes WhHi g arPsrpOICaFn'StS oFSaanPreSijQ:tlfd)rf

Respreiegsasti.l nding.

A summary ofl tRwees eAlrgha Conﬂ—leladamdneSean|ce Execut|ve not
also be found on page 9, amdssames udft etdheée nprareseomisatdicomd | |
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A brief wupdate on novel treat meht a
(conti nued)

media attention. Both the Hheaasletaltsegr ebatelci siompamaker sstirre
lreland andosRemanekaaturer co@BilLt Bedriagdevel opi ng RNAI
have come wunder attalckcohrymuthhevylrridsirse,mspehavith new drug ¢

for their fail ure t o-dneecgiostiioant e compr omi
makers are not convinced t [Pd rheesed""rruCh o??‘é?%eve?lowé:lﬁéite

money, and the manufacturePOth'a%” nohtatoftfl"berreed Ba Yp 1§ G
di scount that the health carLé”rbealyerépbPeBWPIIllnﬁcb'f‘baapcg
biotech company tha devel op
There have been a few otherrasnegtebaocfksdusweashees,laanngeaced
Kamadaébés inhaled AAT augmenhatioh hé&ae raleilyiigoueedd yar tpafe o f
which was also trialled inlehe d&neée nt hae rRahpays epro dailcitln if oa
study, has not obtained regui agody mampptricavtadaintieyb f ¥ ke o ¢
European Medi cines Agency, coompaowd sri Athpechgcompandy dat e [
recent withdrawal of itsunmarigeti ingg -d lwruttibheearl | P tehil whrimae rs
application. However, e mpcra uraa geisng !l Api ¢ KRimada s hopef
announced its plan to commepnoctee nad imdw yPhcausreatd vmei woeetnael t he
study of inhal ed AAT f o, ftihteurterr eat ment of Al pha
thereby demonstrating contan|ng commi t ment to _bring
their inhaled AAT product t%y mah%%“ﬁ’dyyou know? Research,
an archaeol ogi cal excavat.i
Shortly after our 2016 Nelwmllemmarkrephoarst resolt ed hien a
promising progress in t hegemlei ndefadct detvheallto phoeesm $ b sefrAl pk
effective RNAI t-herldpieas dfigsueravéi evpetbay Accor di ng t o a 201
u. s. biotech firms Arrowhead e arhcalrenrasc e uN a tdwres jSoonidersa i f i
Al nyl am Phamaceutical s, b o tdhe vci cammpt a nf i oer sm-4a ngnirooutneceendA kipne a t h o
short succession the discoptrioneatieadnt bt Vhli rtdd nficam ma
programmes for their r es poeicntdiivneg tda uggn aandbddyeshat e
foll owing unexpected toxicodrog;ayns‘iﬁqrdd)nngdiseases caus-ed b
i ) . i rvival advantage
Despite these initial setbad:kostécntetdﬂet hdeev\ﬁll&pr{rges”tfrod(mwcf‘r?‘
could be the first SLpe@|Ifa|tceAqtd1rpe{vsaapayt foirs Al iPrh@m entirely

A reminder on the guide to genetic

by Professor David Parr and Dr Beatriz Lara, Ur
When peopl e get di algnarsteidt ¢lyiptshi nahphat he test for AATD
deficiency (AATD) they nat wialhlowthaveia Ipot oof kgowbedge:
about the condition and, w havehry  tthheey tseese wwsa si nb ed inrg AlAThRE a
clinic, it is not uncommon meam.t hGfm d ®murassek, qtuleessé onssble
AHow did | get it?2o0, AWhat ctont bael resstl tlsutoft hhmeyy gaernee teivc
test mean?d6 and fiHow is myfloealAWAD| i bebguse bt iaf fecdend
by this?0. Thi s kind of guestion doesnobt come as a

surprise because AATD is a AMNmhiliscad®d th&dittdbnt ahEi tigo
is wunderstandable that pattiCe PAS S yoNnddg i ami I{£Be thro
information repeated or mayawah®™Wot60Riedas 9ft & AAdor%en
than one doctor, since mosathghctdpnhd thheey eOtshgrgptygm t
different ways of explaininygPRMI%ignat o¥ed @9 VAL GG S
kind of question from patlenAAsT)atherh%i"ﬁ dai Spegigpnefat]
is occasionally a cause fo%f clom& eF& M ewnledV € t Op PLo s ab!
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A reminder on the guide to genetic
(conti nued)

cause a significant risk tot hheeyal 8 houWd e nushuoatlhh yYAATefgen e st
are abnor mal , there are macnwunpsoetldritnigalashwelllih effects
that can |l ead to various lung and | iver roblems (as wel
as other rarer conditions). ton &% 03! %9 'trﬂﬁ%rtqrhte i hfFQ
the environment and personé‘l theasbtltforsﬁctge§§t§ﬁwoléji'rfge

and drinking, play major r%4%&mBpPlien oeextpeerrn'nerplcneg di o & tl reedr! t
and to what extent an indi{/Pt?IHéF‘”E)%rsCoonveerxp(e $renddaVviel )
health, if at all. insurances) after haV|ng had
of the outcome.
Al of these i nfluences taken et her create a
complicated and wide rangel o& u|osoete°nt|paq5t§dentaersitosk!'tlstf
takes time and specialist d&xpdrthidsekitloS pBa¥pPE 508 Npir o i ¥
patients wi th an under stB&EL&NS Ofnd knpwhyr paéi ents
explanation of the commonesStY MPtelnimartiicts  tB&ET PBR) ¢ i nfeh OtUd
do t thied dihse genetic test foPl&AQDCE sa sdeb}i meg; for gene
this is ganétidc 6ppest counseld9ingl.cSoOnet (USd NGeshoOSt al te
results come back, it is po%Sstidglee b0 giPPd NthoraeP ! £r elcq s &
information about what theStagdarnds,yiRardeatns! ardyq tiog; &
explanation may need to |nélaﬁ&egfeﬁ@t'f?nHP,HB%elo'f'”ogt-helreZ
tests such as breathing teS@8@ilgdhgmermer. Wwihh s ARTD.cafY 8
6pegsetnetic test counsellingénderstanding of how the coc
personall vy, or searching for
The ter gmgenétpire test counscilde aagd amd tbhpositnternet, i S
genetic t est counsellingd pampmdgleyssionagengedanect i ce sctoiumg e li In
gener al , not just to AATD kessi hgr Ghegtiac et ¢ utsitng aird tc
the best practice standar dst tehaNHS.re applied to the wuse
genetic testing and whi ch shoul d be foll owed by al |l
doctors, whether they are &Bs € COHS A€t a8 N YO8 oWisS Nighg
by companies that provide @RAETiS kHP¥WhNhst ypisadithe i
Consumerd (DTC) testing. WebS|t<_as_beI0w using the_ I i n
NHS clinics for AATD patients
t he UK ther are severhilr noirnggahnains,at Gamlsr irdegsep, o nGa vod et

, e
r providing guidance to khéalbt hhecanél pr otffoespr omads aandd
e public on the use of géeméepbohesbs. emaiel guHadwexcer ,0n
st practice for doctors &dwod -Hidheieee di escussieon o0fH heaxllti
rvices provide a good farna meexwpoerrkt , as d mel i patsi enhe may
inciples that should be BHhbere®GPtbomwhem awwtdpatiaknthgco
n

-0 -"T nae oo nwo T
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etic testing. Some of ttohidso it hier mgtoiuomsi Mgl yq uhiatvee |
mpl ex and the details di frfeé¢reraatottdirongghodé@heddherande
netic testing i s being ydonecihdddtrceens 0 medrma&k eswidrhl y one
mpt oms of &édiseasebd or f onri ndesmeadnea ewhta is well but i s
|l ated to an affected patient. However, there are some
mmon themes and principleddghstednblPlSbe foll owed
order to avoid confusiony@dy@wWoddVetic Testpnh/ Networ
I n any case, patients shoul,\pHSald%aoyléeeﬁgoteak ttottI gh[atnGUP/cPo
their hospital ‘doctor aboulyw!Rfis PPS/SEP ol' |on%f/tGetgsr?té‘|teng£:
testing i f they think they .. SMnsneeII n Bgst pract
includes obtaining a referra rom % or speC|aI|st
doctor i f applicable, for g;eemeettna: tAEsIheaf’ngctei;oabd caskbed:
I f the doctor thinks genethctpehbt wwg. gnalye thiec aal pl piraonpcrei.aotre

antlesti ng-ab-dn eoldgse rsetteisct i ng/
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http://ukgtn.nhs.uk/
http://www.nhs.uk/Conditions/Genetics/Pages/genetic-testing-and-counselling.aspx
http://www.nhs.uk/Conditions/Genetics/Pages/genetic-testing-and-counselling.aspx
http://www.nhs.uk/Conditions/Genetics/Pages/genetic-testing-and-counselling.aspx
http://www.geneticalliance.org.uk/information/services-and-testing/benefits-and-risks-of-genetic-testing/
http://www.geneticalliance.org.uk/information/services-and-testing/benefits-and-risks-of-genetic-testing/

15hAnnual Soci al and Information Day

downl oaded httom: // al phal. org.u
Chelt enh‘ESna,ptk4nber 2016artic| e/ 51/ ATUK_NEWSLETTER%2O0 |

Oour ‘"amnual gathering was HhOIAMUTIMNYRRZ GG yrod&t . jpndnf -

n
gg: elr d‘a{ls)/r(]e t%&niééren;g{né tn t H‘%e bﬁjgﬁ"él' fr'ﬁé:mbceortss WoofI dosu’r ?rﬁt e |
u P ) sessi onPrwdrees sor Dawmdd Barat r i

The event is one of the | at@éBEomnhhal Adratioppedliinsgts G Nt rhe
UK Allphmatient community wHOSPi ARpRas COVE® N K ¢i r &0 anWaar w
families can meet and soci @hidake spRelagreg ewil tohy iphd Y setndidsi €aenp
be updated on news about r OWeaskemertarleaVamemgeropat orfsSL E
care options and other r el eR@atnétlr t ol ¢WiRceeyy I?reeasd'iqw‘?{:;n'[expd‘léfrtt

in the fi-el Anoift Aypéian DefiRhammgceuticals. Peter ha

specially to be abl e to joir
This year, at the request @aifiswdrnmednembrey squwstiredscdgd om
the number of for mal pr es enatuadtiieonncse .t o provide more ti me
for our members to socialise and to have the opportunity
of dm@meme conversations with o

Joanna ShakedHpaar eRespirator/ a- -

Uni versity Hospitals Covent "ered
an excellent practical sess Pr ove
your inhaler technique?0. q

di fferent inhalers that ar e
techniques reqguired to ens
correctly and patients get
their inhaler.

L-R: Eddi e Owens, Peter Leone,

Shakespeare, Beatriz Lara, Da

Thi s was foll owedt byesai dmec
Dr Sandr aP&esotherof our Treséegsneghae an opportunity t
update on the | atest r esearrcehprneeswesn,t atthiev esst aatnuds hoefa | a chc ecsas
to augmentation therapy in the UK and the specialist

Al phaNHS clinics. More det dany JHe mper sqhady edignngrpj tege
can be found in last year&®8NhaWwsM@i®e?®9 which can be
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KirkcarIdeuyn,e 32017 find them .Many of the childr
the golf driving range during

The"'22o0ttish Meeting of our charity was organised by

Fay Whittaker and Graham M2l trerehMa8d wasr Ynepsidt ve fee

Cluny Clays Activities in ewierrwoaledywhpj fagt t eqifledat @4 @da W,s

39une, between 11 and 5 pmtime and found the opportunit
and t o exchange experiences
benefit.
Graham was our official photo
considering that he was fight
ti me, he di d a mar vel ous jc

The event was intended to fppreSioftiedd. occasi on where

Al phas, and their families and friends could meet and

chat and socialize. We had GRS T oNEa. O f

Mr Andrew Deans, Respirato L :

I nfirmary of Edi nbur gh, w h ,
field elf fAolrphmany year s
answer our questions and gik

Anyone who felt energetic ef
take part in any of the man
the venue. After a buffet
adulwe were told that it wil
say the |l east!

A treasure
were hidde
everyone t

hunt was organi
n throughout the
horoughly enjoyed




