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Ha 15 noemBpu 2014 romuHa BO NPOCTOPHUUTE
Ha MakenoHckara akagemMHja Ha HayKATe H
ymetHoctutre (MAHY), ce oapxa Tperara koH-
(depeHyja 32 peTku OOJIECTH BO jyrOMCTOYHA
EBpona.

Kondepenmujara cBedeHo Oeme OTBOpPeHA O
npod. a-p 3opaun I'yuyeB koj T¥ MO3ApaBU MPH-
CYTHHTE M UM TIOcaka ycmemHa pabota. CBoj
[I03/[paBEH r'OBOP UMallle U IpBarta aama Ha Pe-
nyonmka Makenonunja r-fra Maja HBanoBa,
KOja € BOEJHO W MaTpOH Ha acolyjauujaTta 3a
peTku Oonectu ,,)KMBOT CO TpeAM3BUIMN H
BeKe JIB€ TOAMHU IO pes € HOCUTEN Ha TUTYJa-
Ta EBpOIICKM NOYeCceH MOKPOBUTEN Ha EBporn-
ckata aconujandja 3a petku Oonectu EYPO-
PJIUC oxn bpucen. Co Hej3MHO BKIyYyBamke BO
Taa 3ae/HUIA, VIBaHOBA Mpe3esie ToIeM aHTax-
MaH BO 00JIacTa Ha PETKUTE 0OJIECTH Ha HAIHMO-
HAJIHO U €BPOIICKO HUBO. IBaHOBaA MOBHKA U Ha
MOJIPIIKA 32 MHHULUjaTHBaTa 3a MPOTIacyBame
Ha 2019 roauna 3a EBporncka roguHa Ha peTKH-
Te OosecTH, Bo Koja ke ce HaBpmaT 20 roguHu
0]l JOHeCyBaweTo Ha PerynaruBata Ha EBpor-
cKkaTa YHHja 3a MEIUIMHCKHA TPOAYKTH 32
petku Gonectu u 10 rogunu on Ilpemopakara
Ha EBpOIICKHOT COBET 3a IorosieMa akTHBHOCT
Ha TOJIETO 3a peTKH OonectH. J[upekropoTr Ha
HcTpaxxyBauKuOT LEHTap 38 T€HETCKU WHXKEHe-
puHr u ouorexnonoruja ,,[. 1. Edhpemos®, aka-
aemukoT Momup IlosieHakoOBHK, ja WCTakHA
notpedaTa oJ HalMOHAJEH IUIaH 3a PETKU 0o-
nect, Ouzaejku Jocera Hema CTaHAApAU3UpaH
HpuUCTal 3a peTku OosecTtu. McTo Taka Hema pas-
BHE€HA CBECHOCT U MEPEHEe Ha TPETMAHOT.
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On November 15, 2014, at the Macedonian
Academy of Science and Art (MANU), the
third conference on rare diseases in
Southeastern Europe was held.

The conference was officially opened by Prof.
Dr. Zoran Guchev who welcomed the
participants and wished them successful work.
The First Lady of the Republic of Macedonia,
Mrs.Maja Ivanova had her welcomed speech,
who is also the patron of the association for rare
diseases ,,Life with Challenges* and for two
years in a row she was awarded the title of
European honorary patron of the European
Association for rare diseases EURORDIS from
Brussels. With her inclusion in the community,
Ivanova took a significant commitment in the
field of rare diseases at nationaland European
level. Ivanova called for support of the
initiative to declare 2019 the European Year of
rare diseases, when it will be the 20
anniversary since the adoption of the
Regulation of the European Union for medical
products for rare diseases and 10" since the
recommendation of the European Council for
more activities in the field of rare diseases.

The director of the Research Center for Genetic
Engineering and  Biotechnology ,,G.D.
Efremov* the academician Momir Polenako-
vic stressed the need for National plan for rare
diseases, because so far there is no standardized
approach for rare diseases. Also, there is no
developed awareness and measuring of the
treatment.
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NEWS AND INFORMATIONS

Jupekropkara Ha JeTckara KIMHUKA, HPO.
a-p Acnasuja CodujanoBa, Bo cBoeTo obOpa-
Kame peue JIeKa CIopes CTaTUCTHKATa Ha CEKOU
2.000 muma Bo CBETOT €eH 3a00JyBa O]l peTkKa
oomect. Ce TIpolleHyBa JieKa CO €IHA O] THE
peTku Oojectn uma 3abojieHu 350 MUITHOHU
ayre. Ox nocroedkure 7.000 pa3iauyHu BUAOBU
peTku 6oecty, caMo 3a 5 IPOIEHTH UMa COOJ-
BeTHa Tepanuja. Jlogane neka oBaa ronuHa Ko-
MHCHjaTa 3a peTKH OosiecTH Ha MakenoHHja ke
uMa 1en 1a ro GopMysupa perucTepoT 3a Ima-
[IUEHTH 3a yTBPAyBame Ha TOYHO MOTpeOHaTa
Tepanuja U CYIUIEMEHTH MOTpeOHU Ha MalveH-
tute. Haj3acramena perka Oomect Bo Makenmo-
HHUja e ['omepoBaTa GojiecTa o1 Koja OoJieayBa-
aT 13 manueHTH 0] KOU CeIyM Ce JIena.
Kondepenuujara Oeme nonenena Bo OBE ce-
cun. Bo npBara cecuja cBou npe3eHTaIluy UMaa
Zvi Laron on M3paen koj 30opyBaiie Ha TeMa
Hanpeookom na mexanusmom na 3auimuma oo
pak kaj Jlapon nayuenmume u Pacmom u ny-
bepmemom Kaj 6pooex uzorupan deguyum Ha
xopmon Ha pacmom. Martin Savage ox Jlon-
noH, Benmuka Bpuranuja, 30opyBamie Ha Tema
Pemxu u wecmu unouxkayuu 3a mpemmaHom co
xopmon Ha pacmom. Temara Hesponamonozuja
xaj aymuzmom ja npesentupame ['opa3n Po-
cokmja on CAJl. Cristiane Zweir ox I'epma-
HHja UMallle Ipe3eHTanuja Ha TeMa Knunuuku-
me u monekyrapuume acnekmu Ha Ilum-Xon-
KuHC cunopomom. 3a Toa nmamu Aymuszmom e
pemxka 6onecm 300pyBarie Tatjana 3opuen ox
Makenonuja. 3opan I'yuyeB o Maxkenonuja
300pyBatie 3a MoaekyrapHu OCHO8U HA CHOH-
ounoxkocmanna oucniasuja. Timothy Cox on
Kemb6purr, Benuka bputanuja uu nane [lpeaieo
Ha Toweposama Gonecm. Bykammn AHIpUK
on 3arpe0, XpBaTcka, Co CBOjaTa Ipe3eHTaluja
H[] 3amo3Ha co Substrate reduction therapy
(SRT) 3a I'oweposama b6oaecm.

Bropara cecuja ja otBopu Jyaujan HackoB o
Jbybsrana, CnoBeHHja, co cBOjaTa Mpe3eHTaIlH-
ja 3a Bpednocma 00 unosayuume. Baagumup
JlozanoBckun on ['epmanuja 300pyBaimie 3a
Ilpoepecusnama  gpamunujapra uumpaxena-
muuna xonecmaza (PFIC) 00 nepcnexmuséa na
xupypeom. 3a ['enemuxama Ha He8ponUMUjaA3A
u Heepoxanyujaza 30opysaiie Beauoop Tacuk
on Maxkenonuja. Ao KocroBcku ong Maxkemo-
HHUja HE 3aI03Ha CO MPEIU3BUITUTE BO JTHjarHO-
3aTa M TPETMaHOT Ha BuiicoHoBara GoJecr.

The director of the Children's Clinic, Prof. Dr.
Aspazija Sofijanova, in her speech said that
according to the statistics, in every 2000 people
in the world there is one with a rare disease. It
is estimated that 350 million people have one of
those rare diseases. From the current 7000
various existing rare diseases, there is
anadequate therapy only for 5 percent of them.
She added that this year, the Commission on
rare diseases in Macedonia aims to formulate a
registry for patients to determine the exact
needed therapy and supplements for the
patients. The most common rare disease in
Macedonia is the Gaucher disease. 13 patients
are in fected with this disease, seven of them
are children.

The conference was divided into two sessions.
In the first session, Zvi Laron from Israel
spoke about The improvement of the
mechanism for cancer protection in Laron
Patients and The growth and puberty in
congenital isolated GH deficiency. Martin
Savage from London, UK spoke on the topic
Rare and frequent indications for GH
treatment. For then europathology in autism
Gorazd Rosoklija from USA had a
presentation. Cristiane Zweir from Germany
had a presentation on The clinical and
molecular aspects of Pitt-Hopkins syndrome.
Tatjana Zorchec from Macedonia spoken on
the topic Whether autism is a rare disease.
Zoran Guchev from Macedonia spoke about
Molecular basis of spondilocostal dysplasia.
Timothy Cox from Cambridge, UK, gave us
An overview of the Gaucher disease. Vukasin
Andric from Zagreb, Croatia with his
presentation introduced us with The substrate
reduction therapy (SRT) for the Gaucher
disease.

The second session was opened by Julian
Naskov from Ljubljana, Slovenia with his
presentation about The value of innovation.
Vladimir Lozanovski from Germany spoke
about The progressive Familial Intrahepatic
Cholestasis  (PFIC) - from  Surgeon’s
perspective. Velibor Tasic from Macedonia
spoke about The genetics of nephrolithiasis and
nephrocalcinosis.  Aco  Kostovski  from
Macedonia introduced us to the challenges in
diagnosis and treatment of the Wilson's disease.
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Becna AnekcoBcka, mpeTcenaTeiaoT Ha 3Apy-
*KeHueto ,,)KuBot* co npeaussunu o Makeno-
HUja, TO 00jaCHU 3HAYECHETO O]l CIIPOBEAYBaEC-
TOo Ha HammoHamHWOT miaH 3a peTku 6ojecTH
B0 Makenonuja. Stephan Storch on I'epmannja
300pyBaie Ha TemMa HespoHucka yepouoHa Ju-
nogycyunasa: npeeneo u HO8U pe3yImamu 60
MO30KOM U pemuHama 60 MOOeIOMm Ha 2lyuiey.
3a IGF1-R rencku mpoMeHH Kaj Aemara poJacHH
MaJl 3a recTalycKara Bo3pacr.

Kondepenuujara ja 3arsopu 3Bm JlaBpon co
CBOjara mpe3eHTanuja Ha Tema Jaiu 0emcKkuom
OJujabemec mun 1 nounysa ywme 6o ymepycom?

Vesna  Aleksovska, President of the
Association Life with  Challenges of
Macedonia, explained the importance of the
implementation of the National plan for rare
diseases in Macedonia. Stephan Storch from
Germany spokeon the topic Neuronal Ceroid
Lipofuscinosis: Overview and New Results in
the Brain and Retinaina Mouse Model. For
IGF1-R genealterations in children born small
for the gestationalage (SGA).

The conference was closed by Zvi Laron from
Israel with his presentation on the topic Does
childhood Type I diabetes start in utero?
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