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Abstract

In some way each person is like all others
In some way like a few

In some way unique, like no other
(Origin unknown)

All humans are equal and yet so diverse.

In Europe Rare Disease (RD) is the one which affects less than 1/2000, in the USA 1/1250, while in
Japan RD is the one that affects fewer than 1/50,000 patients. EU estimates that 5—8000 distinct rare
diseases affect 6-8% of the Population. The impact of rare diseases in the health systems is impress-
sive: at least 3 million patients in the UK, 4 million in Germany, and between 27 and 36 million EU
citizens. There is not a precise register for rare diseases in the Republic of Macedonia. Rare diseases are
becoming increasingly important as possible targets of new forms of treatment, as a valuable source of a
novel insight in fundamental lows of biology, and in the specific mechanisms of many diseases. Mole-
cular methods have created a better diagnosis and oftentimes treatment. Rare diseases pose significant
problem for the patients, since their problems are often not recognized by the medical community and
shunned by the health insurance. The cumulative costs of diagnosis and treatment of rare diseases is

significant for any society and oftentimes not acceptable for developing countries.
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Molecular medicine reshapes the map of
human diseases in an unprecedented dramatic
and revolutionary manner. What was thought
impossible becomes trivial. What was thought
unreachable becomes banal. The panacea seems
within our reach. Is it really so? Not quite so. The
very nature of science is that by solving one, it
creates many more new problems. The human
quest for knowledge is an endless task.

In Europe Rare Disease (RD) is the one
which affects less than 1/2000, in the USA /1250,
while in Japan RD is the one that affects fewer
than 1/50,000 patients. EU estimates that 5-8000
distinct rare diseases affect 6-8% of the Popu-
lation. The impact of rare diseases in the health

systems is impressive: at least 3 million patients
in the UK, 4 million in Germany, and between 27
and 36 million EU citizens [1, 2]. There is not a
precise register for rare diseases in the Republic
of Macedonia.

Rare diseases have significant conesqu-
ences for the individuals, their families and the
societies [1]:

1. Rare diseases impact on the families of
the affected children making many parents full-
time careers.

2. Patients with rare diseases often need a
team approach and treatment.

3. Rare diseases are a major public health
problem because of their cumulative frequency.
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Rare diseases create a particular set of
challenges [1]:

1. An epidemiological challenge: there
is lack of registries on the epidemiology.

2. A pharmacological challenge: there
is a lack of multicentre controlled therapeutic
studies.

3. An organizational challenge: there is
a lack of standardized referral of patients with
rare diseases in Europe.

4. A legal challenge: there is a lack of
legal basis for cross border genetic diagnostics.

5. An ethical challenge: there are dif-
ferent priorities in different European countries.

Rare diseases are becoming increasingly
important as possible targets of new forms of
treatment, as a valuable source of a novel in-
sight in fundamental lows of biology, and in
the specific mechanisms of many diseases [1].
Molecular methods have created better diagno-
sis and oftentimes treatment.

Rare diseases pose significant problem
for the patients, since their problems are often not
recognized by the medical community and
shunned by the health insurance [1]. The cumu-
lative costs of diagnosis and treatment of rare
diseases is significant for any society, oftentimes
bearably acceptable for developing countries.

Today is the International Day for To-
lerance — 16 November 2012. We should be
tolerant towards the patients with rare diseases
and to treat them as the other patients.

This meeting offers new ideas about
diagnosis, treatment and prevention of rare
diseases.

Our Center for Genetic Engineering and
Biotechnology "Georgi D. Efremov" at the
Macedonian Academy of Sciences and Arts
offers collaboration with all of you, joint pro-
jects and comprehensive joint efforts to impro-
ve the life of patients with rare diseases.

Here, we publish the selected proce-
edings of the first Meeting on Rare Disease in
South Eastern Europe.
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Pesume

KAJIE CE HAOI'AME BO UCIIUTYBAIATA
HA PETKMTE BOJIECTHU BO PEIIYBJIMKA
MAKEJOHHWJA?

Mowmup Iosenakosuk', 3opan I'yues?,
Beau6op Tacuxk’

! Make0HCKa aKaJeMija Ha HayKHUTe

n ymersocrure, Ckormje, P. Makenonnja

* [enujaTpucka KIMHAKA, MeTUIMHCKH (aKyITer,
Ckomje, P. Makenonuja

Bo EBpona 3a perku OoyiecTH ce cmeraaT
oHHe 1To aduupaar nomanky on 1/2.000, so CAJl
1/1.250, nonexa Bo Jamonwuja 3a perka Oonect ce
cMeTa Taa koja adunupa nomanky ox 1/50.000
nauuenTu. [Ipouena e nexa Bo EBpona 5.000—8.000
pasnuuHu peTku Oonectu adunupaar 6-8% on
BKyITHaTa ITOMyJamuja. 3HauelkeTo Ha PEeTKUTe 00-
JIECTH 3a 3APaBCTBEHUOT CHUCTEM € HMIIPECHBHO:
HajMaJKy 3 MUJIMOHHM NalueHTd Bo Benuka bpura-
HUja, 4 Mumnonn Bo ['epmannja m HajManky 27-36
MIUIHOHH ce rparann Ha EBporickara yruja. Bo Pe-
my6nmka MakeIoHUja He TIOCTOM MPEIU3eH perucrap
Ha petku Oonectu. PeTkute Oonectu craHyBaaT ce
MOBeKe 3HaYajHH KaKO MOXKEH TapreT 3a HOBU (OpMH
Ha TPeTMaH, Kako Ba)KeH M3BOpP Ha HOBH CO3HaHHM]a
BO (hyH/JIaMEHTAITHUTE 3aKOHHM Ha OMOJIOTHjaTa KaKo
U 3a cneud(UYHH MEXaHU3MH 32 MHOTY OOJeCTH.
MornekynapHuTe METOU ja IOJO00pHja TUjarHOCTH-
KaTa ¥ TpeTMaHoT. PeTkuTe OojecTu npercraByBaar
3HaYaeH IMpo0ieM 3a MaleHTHTe, ONIejKk HUBHHUTE
po0JeMu He ce IPENO3HAaeHHU OJ MEeNULMHCKaTa
3ae[HHUIA U C€ UTHOPUPAHHU O]l 3JPaBCTBEHOTO OCH-
rypyBame. KyMynatuBHUTE TPOIIONH 32 TUjarHo3a
U TpPeTMaH Ha PETKUTEe OONECTH ce 3HadajHH 3a
CEKOe OMIITECTBO, YECTO TEUIKO IOIHOCIHBO 32
3eMjHUTE BO Pa3Boj.

Kiyunu 300poBu: peTk 00JIECTH, MOJICKYJIapHa JHja-
rHO3a, Teparnuja.



