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CaxeTtak

EBponcka komucuja je geduHucana jeAMHCTBEHW CTaHAaph 3a MpUKy-
nrbake nogataka o petkum Gonectuma y EBponu, yume je o6e3beamna
ynopeamBoCT 1 MHTeponepabunHOCT nogaTaka NpUKYNIibeHux 13 espor-
CKMX perucrapa u Ysme Cy CTBOPEHW npenycrioBu 3a noborbluake Te-
panuvje 1 ncxopa 3a nauujeHTe Koju 6onyjy of peTkux 6onectu. Y Peru-
CcTpy peTkmx 6onectn y Cpbuju, y nepuogy og 2014. no 2023. roguHe,
YKYMHO Cy eBuaeHTupaHe 6262 ocobe. MNpubnuxHo TpehuHy cBux peru-
cTpoBaHux nuua (33,0%) unHune cy ocobe obonene of peTkux Gone-
CTV y OKBUPY MWLLMAHO-KOLUTAHOT CUCTEMA, @ MOTOM Cy CREANUNN PeTKM
nopemehaiju 3gpasrba y rpynama: 6onectu xnesga ca yHyTpallhum ny-
yereMm (12,8%), anohyaHux Tymopa (11,7%), 6onectn HepBHOr cuctema
(10,2%), ypohenux gedopmauuja n xpomo3oMckmx aHomanuvja (8,9%),
6onecTn KpBM 1 KPBOTBOPHUX opraHa u nopemehaju nmynuteta (5,4%)
n Bonectun koxe W MNOTKOXHOTr TkmBa (2,1%). Hajvawe eBupgeHTMpaHux
nvua ca petkum nopemehajuma 3gpasrea 6uno je y rpynama 6onectu
cuctema 3a Bapete (0,6%), y OKBMpY CUMNTOMa U NATOMOLLUKNX KIMUHWUY-
kmx Hanasa (0,5%) u 3apasHunx u napasutapHux 6onectn (0,1%). Y no-
cMaTpaHoOM nepuoay peructpoBaHo je n 8,0% ocoba koje cy nmane camo
ORPHA koga, ogHocHO Hucy umane gogerbeHy MKB:10 wudpy. MNogaum
PervcTpa 3a peTke 6onectu omoryhasajy cTpyyYaH NpucTyn y nnaHupaty
34paBCTBEHE 3alUTUTE, CNPOBONeHEe CTAaTUCTUCTUYKMX U HAYYHUX UCTpa-
XuBarba, PopMynuncame 3apaBCTBEHe MONWUTUKEe W yHanpefewe opra-
HM3aumje 3apaBCcTBEHe 3alTuTe obonenux of peTkux 6onectu. Moaaum
Pervictpa kopuvcTe 1 3a MHdOpMKCake jaBHOCTU, N3BpLUaBake MefyHa-
poaHux obasesa y oBOj obnactu 3gpascTBa. OpraHusauuja u yHanpe-
hewe 3apaBcTBeHe 3awWwTuTe ocoba ca peTkum Bonectnma Tpeba ga ce
6a3vpajy Ha Ta4HUM ennaemMuonoLLKMM nofauuma kako 6u ce omoryhu-
10 NnaHupawe npunarofeHo peanHMm norpedbama v naeHTUOUKOBaHNM
npobnemuma.

KmbyyHe peuum: peructap, oboneBawe, npeBaneHuuja,
petke 6onectu, Cpbuja

YBop

Petke GonecTu cy xeteporeHa rpyna oborbera kojuma je
3aje4HMYKa KapakTepucTuka Hucka ydvecrtanoct. [Mpema
aeduHmumjn EBponicke komucuje, petke Gomnectn ce ja-
Brbajy koa Hajsuwe net o 10.000 ocoba y onwtoj nony-
naumju [1]. OBu nopemehaju 3gpaBrba YecTo AOBOAE A0
TELKOr WHBanMamuTeTa U 3HaA4YajHO yTUYY Ha OYeKMBaHu

Abstract

The European Commission has defined a single standard for collecting
data on rare diseases in Europe, ensuring the comparability and interop-
erability of data collected from European registers and creating precon-
ditions for improving treatment and outcomes for patients suffering from
rare diseases. From 2014 to 2023, a total of 6262 people were registered
in the Rare Diseases Register in Serbia. Approximately a third of all reg-
istered persons (33.0%) were people with rare musculoskeletal diseases,
followed by rare disorders in the following groups: endocrine diseases
(12.8%), malignant tumours (11.7%), diseases of the nervous system
(10.2%), congenital deformation and chromosomal anomalies (8.9%),
diseases of the blood and blood forming organs and disorders of the
immune mechanism (5.4%) and diseases of the skin and subcutaneous
tissue (2.1%). The fewest persons with rare disorders were recorded in
groups of diseases of the digestive system (0.6%), within symptoms and
abnormal clinical findings (0.5%) and infectious and parasitic diseases
(0.1%). In the observed period, 8.0% of people who only had an ORPHA
code were registered, i.e. who did not have an ICD:10 code assigned. The
data of the Rare Diseases Registry provides for a professional approach
to healthcare planning, conducting statistical and scientific research, for-
mulating health policies and improving the organization of healthcare for
rare diseases patients. The data of the Registry is also used for informing
the public and complying with international obligations in this healthcare
field. Organization and improvement of healthcare for people with rare
diseases should be based on accurate epidemiological data to enable
planning tailored to real needs and identified problems.

Keywords: Register, disease, prevalence, rare diseases,
Serbia

Introduction

Rare diseases are a heterogenic group of diseases with a
common characteristic of low incidence. According to the
European Commission definition, rare diseases occur in
up to five out of 10,000 people in the general population
[1]. These disorders often lead to severe disability and
significantly affect life expectancy [2]. In the absence of
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XMBOTHM BeK [2]. Y ogcycTBy enuaemMnOnoLKnMX CTyauja
W NpeumsHnX CTaTUCTMYKUX nogataka, y Esponu je npu-
xBaheHo ga ce nopemehaj 3gpasrba cBpcTaBa Yy peTke
fbonecTtn Ha OCHOBY MPOCEYHE YYeCTanocTn y eBPONCKUM
nonynaunjama. Ha ocHoBy Tora, NpoLeHeHo je Aa nocToju
namehy 5000 1 8000 pasnuunTnx peTkmx 6onecTtu, og Ko-
jnx je npnbnmxkHo 80% reHetckor nopekna [2]. MNMpouemnyje
ce fa o petkux bonectun 6onyje 6—-8% cTaHOBHMKA CBake
3emrbe [3, 4, 5]. OBu nopemehaju 3apaBrba ce pasnukyjy
no CMMNTOMMMa KOjy UX KapakTepuly, Mo y3poKy Koju Ao
HMX JOBOAM, MO y3pacTy y KOMe ce NpBu MyT jaBrbajy, Kao
1 no MoryhHoOCTMMa 3a AWjarHOCTUKY U fever-e.

PeTkn nopemehaju 3gpaerea ce meflycobHO pasnukyjy no
yyectanoctu. Pasnukyjemo petke Gonectu ca ydecrano-
why mawom of 1:100.000, kao n OHe Koje Cy M3Yy3eTHO
peTke, 4vja je yyectanoct mawa og 1:1.000.000. 36or
HEenoTMNyHOCTU U HenpeuusHocTu ofrosapajyhunx wudapa
peTknx 6onectn y [lecetoj peeuanju MefyHapogHe knacu-
dukaumje 6onectn n ctawa (MKB:10), Bpno je koMnnek-
CHO MPUKYNUTX enuMaemMUornoLlKke nogaTtke O OBWUM Mope-
Mehajuma 3apaBrba M3 34paBCTBEHOr MHGOpPMaLMOHOr
cuctema [6], c 063npom ga ce ceera 5,1% wndpapa petkunx
6onectn Hanasn y MKB:10 [7].

Mopen MKB:10 knacudukaumje, 3a wWndpupare peTkux
oonectn kopuctn ce n ORPHA knacudmkaumja [8] n Online
Mendelian Inheritance in Man (OMIM) knacudukaumja [9].

3Havaj chopmupara peructapa 3a peTke bonectu npe-
nosHar je y npenopykama Caseta EBpornicke yHuje 2009.
[10] ca npumapHuMm uurbeM dopMmnpara €BPOMNCKUX pe-
depeHTHUX Mpexa (EPH) n nognsamwa kanauuteta 3a uc-
TpaxuBara U enuaemMnonoLKN Haa30p YCroCTaBbakeM
pernctapa 3a petke 6onectu [11].

LnreeBn paga 6unu cy npuvkas mMeTogornoruje perncrpa-
umje peTkmMx bonecTtu y Hawoj 3eMibu 1 pervioHy EBpone
n npoueHa obonesaka oA 0BMX nopemehaja 3gpasrba y
Cpbujn TokOM nocnearmnx AeceT roguHa.

MeTtope

Tokom Jena ucTpaxuBana Koje ce ogHOCUIIO Ha npukas
MeTo[orormje peructpaumje petkux 6onecTu y Hawoj 3e-
MIbU 1 permoHy EBpone, NnpuMereHa je cuTyaumoHa aHa-
nn3a nerncnaTMBHUX OKBMpa u JoOpKX Npakcu Koju ce oa-
HOCe Ha cTaHOapAe 3a ycnocTtaBrbakbe U YHKUMOHNCaHe
pernctapa obonenux nuua of petkux 6onectu y Halloj
3emrbm 1 pervoHy Espone. OkBup 3a aHanuay y pagy omo
je 6asnpaH Ha 4OoCTYNMHUM nodauvmMa O MeTodonornjm pe-
rmcTpauuje petkmx bonectn y Esponu. Y geny mncrtpaxm-
Bakba KOjU Ce OOHOCMO Ha MmpoLueHy oborneBara of, OBUX

epidemiological studies and precise statistics, it has been
accepted in Europe that a disorder is classified as a rare
disease based on the mean incidence in European popula-
tions. Based on this, it is estimated that there are between
5000 and 8000 different rare diseases, of which approx-
imately 80% are of genetic origin [2]. Rare diseases are
estimated to affect 6-8% of the population of each country
[3, 4, 5]. These disorders differ by the symptoms that char-
acterize them, by the causes that lead to them, by the age
of onset, as well as by the possibilities of diagnosis and
treatment.

Rare disorders differ from each other in prevalence. We
distinguish rare diseases with a prevalence of less than
1:100,000, as well as those that are extremely rare, with
a prevalence of less than 1:1,000,000. As rare disease
codes in the tenth revision of the International Classifica-
tion of Diseases and Conditions (ICD:10) are incomplete
and inaccurate, collecting epidemiological data on these
disorders from the health information system is very com-
plex [6], since only 5.1% of the rare disease codes are con-
tained in the ICD:10 [7].

In addition to the ICD:10 classification, the ORPHA clas-
sification [8] and the Online Mendelian Inheritance in Man
(OMIM) classification [9] are also used to code rare dis-
eases.

The importance of establishing rare disease registers was
recognized in the recommendations of the Council of the
European Union in 2009 [10], with the primary goal of form-
ing European Reference Networks (ERN) and building ca-
pacities for research and epidemiological surveillance by
establishing rare disease registers [11].

The objective of this paper was to present the methodology
of rare disease registration in our country and the region of
Europe and to assess the prevalence of these disorders in
Serbia over the past ten years.

Methods

During the part of the research that pertained to the pre-
sentation of the methodology of rare disease registration
in our country and region of Europe, a situational analysis
of legislative framework and good practices related to the
standards for establishing and operation of rare disease
registries in our country and region of Europe was used.
The analysis framework in this research was based on the
available data on rare diseases registration methodology
in Europe. In the part of the research related to the assess-
ment of incidence of these disorders in Serbia over the
last ten years, absolute frequency was used, i.e., people
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nopemehaja 3gpasrba y Cpbuju TokoM nocnegwunx gecet
roguHa, KopuwheHe cy anconyTHe y4yecTanocTu O HOBO-
aujarHocTukoBaHMM ocobama ca peTkuM nopemehajuma
34paBrba Koje cy npujaBrbeHe y Pernctpy peTtkux 6onectum
(Pervctap) y Hawoj 3emrbu y nepuogy 2014-2023. rogu-
He. Y aHanu3n cy kopuwheHu nogaum Koju cy ce ogHo-
CWIM Ha HOBOAMjarHOCTUKOBaHe ocobe Koje Cy 3aKrby4HO
ca 31.12.2023. roanHe 6une xwBe. NpukasaHy nogaum cy
avcarpernpaHy npema petkum 6onectvmMa y okBupy rpyna
6onectn n ctawa no MKB:10 knacudukaumju. Y cTpykTy-
pv Bogehux peTkux Gonectu kopuwheHe cy nponopuuje.
WHumnaeHumje n npesaneHuumje cy kankynucade Ha 10.000
CTaHOBHWKA, MPY YEMY CYy CE Kao AEHOMUHATOPU KOPUCTK-
N 3BaHWYHM NOoJauM O CTaHOBHULWITBY Penybnunykor 3aBo-
Aa 3a cratuctuky. 13 aHanmse cy 6une uckribyveHe obo-
nene ocobe opf petkux 6onectn ns Al'l Kocora n Metoxuje
(KuM). Y noMeHyTOM BPEMEHCKOM OKBUPY, KOpuLIheHn cy
MOMUCHM NoJaum o CTaHOBHULITBY (6e3 nogaTtaka KuM) 3a
2022, pok cy ce 3a ocTtane rogvMHe KOpUCTUMe MpoueHe
CTaHOBHULUTBA.

Pesyntatu

Mpuka3 meTogonoruje perucrpauuje peTkux 6onectu y
pernoHy EBpone u Hawoj 3eMrbu

AHanusom meTogornornje perucTpaumje peTkux onectu y
EBponu, gonasu ce 40 3akrby4ka [a cy nogauu 0 PeTkum
nopemehajyuMa 3gpaBrba oparMeHTUpaHu y CToTMHaMma
pervcTapa wupom Espone.

* [loGpe npakce 3a npujaBrbuBame peTKUX bonectu
y EBponu

Mo3nTnBHa McKycTBa y Bohery nonynaumnoHnx perncrapa
3a peTke bonectn y EBponu [16] umajy Utanuja (og 2001),
®paHuycka (og 2007), Wnanuja (og 2008), benrnja (og
2013), kao n Hopaujcke 3emrbe (JaHcka, ®uHcka, Hopse-
wka, Lsencka). CetoBM nogaTtaka Koju ce npukynibajy y
OBMM MOMynaunoHMM permctpmma cy pasnuyuutu. Nocto-
jehun pernctpu Hajuyewhe cy orpaHuydeHn y nornegy 6po-
ja bonecTtn koje npate u/unu TepuTopuje Kojy NOoKpuBajy.
Mano je 3emarba kao wrto cy Wtanuja og 2001. roguHe un
®paHuycka og 2007. roanHe, Koje cy ycrnocTtasure peru-
CTpe Koju npaTe cBe Nno3HaTe peTke GonecTu v npeacra-
Brbajy 3naTHW CcTaHdapg 3a McTpaxusaka peTkmx bone-
CT1 n gobpy npakcy 3a npujaBrbmBare peTkux bomecTu
y EBponu [12, 13]. Ha npumepy perncrpa y utanujaHckoj
nokpajHu BeHeTo, peTkn nopemehaju 3gpasrba ce npu-
jaBrbyjy npema geduHMcaHOM CnMCKy peTkux Gonectu y
pedepeHTHNM LieHTpMMa 3a ANjarHOCTUKY U fevere OBUX
BGonectu 1 n3 cBnx octanux 3gpaBCTBEHNX YCTaHoBa y pe-
rmoHy Beneto [14].

newly diagnosed with rare disorders that were reported in
the Rare Disease Register (Register) in our country in the
period from 2014 to 2023. The analysis used data relating
to newly diagnosed persons who were alive on the 31 De-
cember 2023. The data shown are disaggregated accord-
ing to rare diseases within groups of diseases and con-
ditions under the ICD:10 classification. Proportions were
used to show the structure of the leading rare diseases.
Incidences and prevalences were calculated per 10,000
population, using official population data of the National Of-
fice for Statistics as denominators. The analysis excluded
persons affected by rare diseases from the AP Kosovo and
Metohija (KM). In the aforementioned time frame, census
data on population (excluding Kosovo and Metohija) were
used for 2022, while population estimates were used for
the remaining years.

Results

Overview of the methodology of rare diseases regis-
tration in the region of Europe and our country

Analysis of the methodology of rare disease registration
in Europe leads to the conclusion that data on rare health
disorders are fragmented in hundreds of registers across
Europe.

¢ Good practice for reporting rare diseases in Eu-
rope

Positive experiences in maintaining population registers
for rare diseases in Europe [16] are recorded in Italy (since
2001), France (since 2007), Spain (since 2008), Belgium
(since 2013), as well as Nordic countries (Denmark, Fin-
land, Norway, Sweden). The data sets collected in these
population registers are different. Existing registers are
usually limited in terms of the number of diseases and/or
the territory they cover. There are only a few countries, like
Italy since 2001 and France since 2007, which have estab-
lished registries that monitor all known rare diseases and
represent the gold standard for rare disease research and
good practice for reporting rare diseases in Europe [12,
13]. In the example of a registry in the lItalian province of
Veneto, rare disorders are reported according to a defined
list of rare diseases in the reference centres for the diagno-
sis and treatment of these diseases and in all other health
institutions in the Veneto region [14].

¢ Reporting rare diseases in Serbia
The most effective, continuous, systematic way of col-

lecting, storing, analysing and interpreting these data is
provided by an organized and functional Rare Diseases
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* T[pujaBrbuBame peTknx bonectun y Cpouju

HajedvkacHujn, KOHTUHYMPaHW, CUCTEMCKM HAYMH NPUKY-
nrbaka, YyBaka, aHanuavpawa 1 UHTepnpetauuje oBumX
nogataka, obesbefyje ce opraHn3oBaHNM U PyHKLMOHAT-
HUM Permnctpom 3a peTke Gonect Ha HaUMOHaNHOM HU-
Boy. Peructap petkux 6onectn ce cactoju of Hu3a auvja-
FHOCTMKOBAHMX, HOBOOTKPMBEHUX Cry4vajeBa obonenux og
oBUXx nopemehaja 3gpasrba, y AeduHUcaHoj nonynauujm
Halle 3eMIbe 1 BPEMEHY.

JenaH o 0CHOBHMX M3BOpa nopartaka 3a Perucrap petkux
©onecTu Ha HaUMOHaNHOM HMBOY Cy BOMHUYKN PErUCTpU Y
Kojuma ce npuKynrbajy nogaum o obonenum ocobama Koje
ce AujarHocTukyjy u/munn nede og oppeheHnx petkmux 6o-
nectw.

MNpema nogaumma 13 nybnukaumje 0 perucTpMma peTkux
©6onectn y EBponu [15], Cpbuja uma 4yetupm permctpa Koju
npeacTaBrbajy 4e0 €BPOMNCKUX perncrapa 3a HaBedeHe
bonectn. To cy peructpy nauujeHata obonenux oa: Uu-
CTMYHe hnbpose, peTkux nopemehaja kpBapewa, Xemo-
dunwuje n von Willebrand-oBe 60nectu 1 TELLKE XPOHUYHE
HeyTponeHunje. OBn peructpu obesbehyjy npahewe kBa-
nuteTa 3opaBcTBeHe 3awTuTe y ogpeheHoj 3ApaBCcTBEHO)
yCTaHoBMW, anun He omoryhaBajy n3padyHaBawe WHUMOEH-
Lmje jep HMje no3HaT nogartak o nonynauuju Koja je usno-
)XeHa pu3unKy og nojase 6onectu.

Y Hawoj 3eMrbn 3aKOH O 30paBCTBEHO] AOKYMEHTaumju 1
eBuaeHuunjama y obnactu 3gpascTea [16] npenosHaje VH-
CTUTYT 3a jaBHO 3apaerbe Cpbuje ,[p MunaH JoBaHoBuh
BatyT” Kao yctaHoBy koja Boau Peructap 3a petke 6one-
ctn. IHetuTyT 3a jaBHO 3gpaerbe Cpbuje, y capaghu ca
ynaHoBuma Penybnuyke cTpyyHe komucuje 3a peTtke 60-
nectn MuHucTapcTBa 3gpaerba, geduHucao je obpasal
npujaee nuua obonenux oa petkux G6onectu, Koju je no-
CTao cactaBHu Aeo [NpaBunHyka o nameHama u gonyHama
MpaBunHuka o obpacumnma n cagpxajy obpasaua 3a Bohe-
H-e 3paBCTBEHEe AOKyMeHTauuvje, eBuaeHuuja, u3seLlTa-
ja, perucrapa n enekTpoHcKor MeauumHekor gocujea [17].
Ha ocHoBy HaBegeHe 3akoHcke ocHoBe, MIHCTUTYT 3a jaB-
HO 3apaBrbe Cpbuje caumHuo je CTpyvyHO-METOOO0SOLIKO
ynyTCTBO 3a opraHm3auujy n gyHKuuoHucawe Peructpa.
OCHOBHM MHCTPYMEHT 3a NpuKynrbake nogaraka y Peru-
CTpy 3a peTke Gonectu je obpasay, lNpujase nuua obone-
nor og peTke 6onecTtu.

Mpema npenopykama EBpornicke komucuje o 3ajeqHUYKOM
MUHUMarnHoOM ceTy noparaka, Tokom 2021. roguHe WHO-
BMpaH je obpasay lNpujaBe nuua obonenor og petke 6o-
nectu. MNMpwujaBa peTke 6onectn cagpxu cnegehe ckynoee
nogaTaka O: 34paBCTBEHOj YCTaHOBU, AWjarHo3n, UCTPaXu-

Snezana Plavsi¢, Dragan Miljus, Zorica Bozi¢

Register at the national level. The Rare Diseases Register
consists of a series of diagnosed, newly discovered cases
of patients affected by these disorders, in the defined pop-
ulation of our country and the defined time period.

One of the main sources of data for the Rare Diseases
Registry, at the national level, are hospital registers col-
lecting data on affected patients who are diagnosed and/or
treated for certain rare diseases.

According to the data from the publication on rare disease
registries in Europe [15], Serbia has four registers that are
part of the European registers for these diseases. These
are the registers of patients suffering from: cystic fibrosis,
rare bleeding disorders, haemophilia and von Willebrand's
disease and severe chronic neutropenia. These registers
provide healthcare quality monitoring in a particular health-
care institution, but do not allow the calculation of inci-
dence because there is no known data on the population
at risk of disease.

In our country, the Law on Health Documentation and Re-
cords in the Field of Healthcare [16] recognizes the Insti-
tute of Public Health of Serbia “Dr Milan Jovanovi¢ Batut”
as the institution operating the Rare Diseases Register.
The Institute of Public Health of Serbia, in cooperation with
the members of the National Expert Commission for Rare
Diseases of the Ministry of Health, defined the form for the
registration of persons with rare diseases, which became
an integral part of the Rulebook on Amendments and Ad-
ditions to the Rulebook on Forms and Content of Forms
for Maintaining Health Documentation, Records, Reports,
Register and Digital Medical Records [17]. Based on the
above legal basis, the Institute of Public Health of Serbia
has prepared a Professional-Methodological Instruction
for the Establishment and Operation of the Register. The
main instrument for collecting data in the Rare Diseases
Register is the Notification Form for Registering a Person
Affected by a Rare Disease.

The Notification Form for Registering a Person Affected by
a Rare Disease was innovated in 2021, in line with the rec-
ommendations of the European Commission on the com-
mon minimum dataset. The rare disease registration form
contains the following data: healthcare institution, diagno-
sis, tests performed and outcome of the disease. The inno-
vated notification form contains, in addition to the IDC-10
rare disease code, the codes of these diseases according
to both ORPHA and OMIM classification. The main crite-
ria for registration in the Rare Diseases Register in Serbia
pertains to diseases and conditions that are defined ac-
cording to the ORPHA classification.
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BakMMa 1 ncxogy donectu. MHoBmpaHu obpasay npujase
nopen wwudapa petkux donectn npema MKB:10 knacu-
dukaumju, npatn kogose oBux 6onectn n npema ORPHA
n OMIM knacudukaumnju. OCHOBHU KpUTEPUjyM 3a ynuc y
Peructap petknx 6onectn y Cpbuju cy oborbera 1 ctama
Koja cy aecdumHucaHa npema ORPHA knacudukaumju.

WHcTuTyT 3a jaBHO 3gpaBibe Cpbuje je kpo3 mHdopma-
unoHn cuctem — CepBuc jaBHOr 3apaBrba (hitps:/sjz.gov.
rs/) og centembpa 2022. roguHe omoryhno yHOC nogataka
0 naumjeHTMMa ca petkum 6onectuma. Ogmax no nocta-
BIbakby OMjarHo3e nalujeHTu ce perncTpyjy y pedepeHT-
HUM YHMBEP3UTETCKUM LieHTpMa. Ha ocHoBy unaHa 72 y
3aKkoHy 0 3apaBCTBEHO;j 3awwTuTK [18], MMHUCTap 3gpaBrba
UMeHyje 34paBCTBEHE YCTaHOBE Ha TepuujapHOM HUBOY
3[paBCTBEHE 3aLUTUTE Koje 0baBrbajy NOCroBe LeHTpa 3a
ogpefeHy BpcTy peTknx 6onectun. LieHTpu 3a peTtke bone-
CTW BOJE perncTpe peTkux 6onecTu 3a koje cy obunu cra-
TyC LEeHTpa 3a peTke bonectu 3a Teputopujy Penybnuke
Cpbuje. 3opaBcTBeHe ycTaHoBe cy y obaBe3n Aa nogartke
0 obonenuma of peTkux 6oONecTn KOHTUHyMpaHO AOCTa-
BSbajy peepeHTHUM LeHTpMMa, a nogaum ns perncrapa
LeHTapa 3a peTke 6onecty 4OCTaBbajy ce enekTPOHCKUM
nytem Peructpy 3a petke 6onectu koju Bogn NIHCTUTYT 3a
jaBHO 3gpaBrbe Cpbuje. MNMpema Pewewy MuHuctapcTsa
3gpaBba (6poj: 500-01-89/1/2021-05, og 16. HoBembpa
2021. rognHe) n gonyHama Pellersa og 1. doebpyapa 2021.
roguHe n 16. HoBembpa 2023. rognHe, ogpeheHe cy 3gpas-
CTBEHe yCTaHOBe Ha TepLMjapHOM HMBOY 34paBCTBEHE 3a-
LITUTe Koje obaBrbajy Nocrnose LeHTpa 3a ogpeheHy BpCTy
peTkMx Gonectu. Y OKBMpY YHMBEP3UTETCKOr KIMHUYKOD
ueHTpa Cpbuje (YKLC) T0 cy: KnuHuka 3a nynmonorujy,
KnuHuka 3a xemaronorujy, KnuHuka 3a Heyponorujy, Knu-
HUKa 3a eHgoKpuHonorujy, anjabetec n donectn metabo-
nusma, KnuHuka 3a anepronorujy n umyHonorujy, KnumHuka
3a gepmaronorujy, KnuHuka 3a kapguonorujy; KnvHuka 3a
racTpoeHTepOonorujy n Xxenaronorujy, 3a CUHAPOM KpaTKor
upeBa y YHMBEP3UTETCKOM KITMHUYKOM LieHTpy BojsoauHe;
KnuHuka 3a negujatpujy y YHMBEP3UTETCKOM KITUHUYKOM
ueHTpy Huw; UHctutyT 3a nnyhHe Gonectn BojsoauHe,
Cpemcka Kamenunua, 3a umctuaHy cmbposy un gpyre Bp-
CTe peTkux bonectun; NIHCTUTYT 3a 34paBCTBEHY 3aLUTUTY
aeue n omnagnHe BojgoguHe y HoBom Caay; MHCTUTYT 3a
30paBCTBEHY 3awWTUTY Majke u geteta Cpbuje ,Op BykaH
Yynuh” y beorpagy, 3a umctuyHy dubposy n apyre BpcTe
peTkux Gonectun; YHMBEpP3UTETCKA Aevnja knuHuka, beo-
rpag v KnuHuka 3a Heyponorujy u ncuxujatpujy geue v
omnaauHe y beorpagy.

Bnapga Penybnuke Cpbuje je nodetkom 2024. roguHe
ycBojuna 3akrbydke (6poj 401-636,637 n 638/2024) koju
Ce ofHoce Ha jegHOKpaTHY HoBYaHy nomoh obonenvma of
peTKkMx ©onecT 1 NpaBo Ha JoAeny Bayyepa 3a Kyrnosu-

The Institute of Public Health of Serbia has allowed, from
September 2022, entry of the data on rare disease patients
through the information system — Public Health Service
(https://sjz.gov.rs/). Immediately after diagnosis, patients
are registered in the reference university centres. Pursu-
ant to Article 72 of the Law on Healthcare [18], the Minister
of Health appoints health institutions at the tertiary level of
healthcare that perform the tasks of a centre for a partic-
ular type of rare disease. The Centres for Rare Diseases
keep rare disease registers for which they had been ap-
pointed as the centre for rare diseases for the territory of
the Republic of Serbia. Healthcare institutions are obliged
to continuously submit data on rare disease patients to ref-
erence centres, while data from the registers of rare dis-
eases of these centres are sent electronically to the Rare
Diseases Register, which is maintained by the Institute
of Public Health of Serbia. According to a Decision of the
Ministry of Health (number: 500-01-89/1/2021-05, dated
16 November 2021) and additions to the Decision dated 1
February 2021 and 16 November 2023, healthcare institu-
tions at the tertiary level of health care were appointed to
perform the tasks of the centre for the specified types of
rare diseases. Within the University Clinical Centre of Ser-
bia (UCCS), these are: Clinic for Pulmonology, Clinic for
Haematology, Clinic for Neurology, Clinic for Endocrinolo-
gy, Diabetes and Metabolic Diseases, Clinic for Allergology
and Immunology, Clinic for Dermatology, Clinic for Cardi-
ology; Clinic for Gastroenterology and Hepatology, for the
short bowel syndrome at the University Clinical Centre of
Vojvodina; Clinic for Paediatrics at the University Clinical
Centre Nis; Institute for Pulmonary diseases of Vojvodi-
na, Sremska Kamenica, for cystic fibrosis and other types
of rare diseases; Institute for Healthcare of Children and
Youth of Vojvodina in Novi Sad; Institute for Healthcare of
Mother and Child of Serbia “Dr Vukan Cupi¢” in Belgrade,
for cystic fibrosis and other types of rare diseases; Uni-
versity Children's Clinic, Belgrade and Clinic for Neurology
and Psychiatry of Children and Youth in Belgrade.

At the beginning of 2024, the Government of the Repub-
lic of Serbia adopted conclusions (no. 401-636, 637 and
638/2024) pertaining to one-time financial assistance for
rare disease patients and the right to award vouchers for
the purchase of medicines and medical devices and/or the
award of vouchers for rehabilitation and recreation for pa-
tients whose data are recorded in the Rare Diseases Reg-
ister at the Institute of Public Health of Serbia “Dr Milan
Jovanovi¢ Batut”. When an affected person is registered in
the Register maintained by the Institute of Public Health of
Serbia, the Ministry of Demography and Care for Families
receives information on this and starts the procedure for
providing assistance. If the person suffering from a rare
disease has not been registered in the Rare Diseases
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Hy fekoBa U MeOUUMHCKMX cpeacTaBa u/wunu gopeny Bay-
yepa 3a pexabunuTauuvjy u pekpeauujy 3a obornene umnjm
cy nojauu eBuaeHTupaHu y Peructpy 3e peTke Gonectu
WuctutyTa 3a jaBHO 3gpasree Cpbuje ,Op MunaH Josa-
HoBuh Batyt”. Kaga je oboneno nvue eBuaeHTMpaHO y
PervcTpy koju Boan NHCTUTYT 3a jaBHO 3apaBrbe Cpbuje,
MuHucTapcTBo 3a gemorpadujy 1 6pury o nopoguum go-
Ouja noBpaTHy MHOpPMaLMjy O TOME 1 yrna3u ce y npoue-
Oypy ocTBapuBaka nomohu. Y cnydajy ga nviue oboneno
of, peTke bonecTtu Huje ynucaHo y Peructap 3a peTke 60-
nectu, obpaha ce npe cBera HaaneXHUM LEHTpMMa 3a
peTke GonecTu y Kojuma je aujarHosa noctaBrbeHa u/unm
ce obonenu neuv Unu ApyruMm 34paBCTBEHVMM YCTaHOBa-
Ma Ha TepuMjapHOM U CEeKyHOApPHOM HUBOY 30paBCTBEHE
3awTuTe.

Pagn ocTtaBapvBamwa npaBa nauuvjeHata obonenux o
peTknx GonecTn npemMa HaBedeHUM 3akrbyyuuma Brage
Peny6nuke Cpbuje, ynuc y Permctap omoryheH je n caum
nekapvma Koju cy aytopmusoBaHu Ha CepBucy jaBHOT 34pa-
Brba NHCTUTyTa 3a jaBHO 3apaBrbe Cpbuje n koju pacno-
naxy noaaTkoM O MOCTaBIbEHO] ANjarHO3n peTke GonecTu.

HaBepeHa ognyka Brnage Penybnvke Cpbuje je y 3Hayaj-
HOj Mepu gonpuHena obumy perncTpaumje ocoba ca pet-
KMM BonecTrMa y Halloj 3eMIby.

MpoueHa oboneBawa of peTkux nopemehaja 3gpaBrba
y Cp6umju TokoM nocrneawux geceT rogmHa

Mpema nogaumma Peructpa, y nepmoagy og 2014. no 2023
roAVHe, YKYMHO cy eBuaeHTuMpaHe 6262 ocobe ca 0BuUM
nopemehajuma sgpasrea (Tabena 1). MNpunbnuxHo TpehunHy
CBMX permctpoBaHux nuua (2069) unHune cy ocobe ob6o-
nene of peTknx 6onecTn y okBupy MULLMAHO-KOLITaHOr Cu1-
cTema, a NoToM Cy crnegunu petku nopemehaju 3gpasrba
y rpynama: 6onecTtu xnesga ca yHyTpallhbuM Nyverem,
ncxpaHe n metabonuama (799), anohygHux tymopa (730),
H6onecTtu HepBHOr cucTema (640), ypoheHnx gecdopmaumja
N XPOMO3OMCKMX aHoManuja (566), 6onectn kpeu 1 KpBO-
TBOPHUX opraHa un nopemehaju nmyHmteTa (337), 6onectu
KOXXe M NOTKOXHOr TkmBa (132), 6bonectn cuctema 3a amca-
e (119), gyweBHnx nopemehaja n nopemehaja noHawa-
ta (85), bonectn cuctema kpBoToka (85), nobpohyaHmx
Tymopa (71) n 6onectn mokpahHo-nomnHor cuctema (53).
Hajmare eBugeHTupaHux nuua ca petkum nopemehajuma
3gpaerba 6uno je y rpynama 6onectu cuctema 3a Bapere
(36), y okBMpYy cMMNTOMa ¥ NaTOMOLUKUX KITMHUYKUX Hana-
3a (31), 3apasHux n napasutapHux donectu (6), 6Gonectn
oKa 1 npunoja oka (6), n noepeaa n Tpoeakwa (3). Y nocma-
TpaHOM nepvogy pernctpoBaHe cy u 504 ocobe koje cy
nmane camo ORPHA koA, 04HOCHO HUCY nmane goperbe-
Hy MKB:10 wwndpy.

Snezana Plavsi¢, Dragan Miljus, Zorica Bozi¢

Register, they first address the competent centres for rare
diseases where they received their diagnosis and/or where
they are being treated, or another healthcare institution at
the tertiary and secondary level of healthcare.

To ensure the rights of patients with rare diseases accord-
ing to the above conclusions of the Government of the
Republic of Serbia, all physicians who are authorized to
access the Public Health Service of the Institute of Public
Health of Serbia and who have data on the rare disease
diagnosis that has been made can also enter the patient
into the Register.

The above decision of the Government of the Republic of
Serbia has significantly contributed to the scope of regis-
tration of persons with rare diseases in our country.

Assessment of rare disorders in Serbia over the past
ten years

According to the data from the Registry, in the period from
2014 to 2023, a total of 6262 persons were recorded with
these disorders (Table 1). Approximately a third of all reg-
istered persons (2069) were persons with rare musculo-
skeletal diseases, followed by rare disorders in the follow-
ing groups: endocrine, nutritional and metabolic diseases
(799), malignant tumours (730), diseases of the nervous
system (640), congenital deformations and chromosomal
anomalies (566), diseases of blood and blood-forming or-
gans and disorders of the immune mechanism (337), dis-
eases of the skin and subcutaneous tissue (132), diseases
of the respiratory system (119), mental and behavioural
disorders (85), diseases of the circulatory system (85),
benign tumours (71) and diseases of the genitourinary
system (53). The fewest persons with rare disorders were
recorded in groups of diseases of the digestive system
(36), within symptoms and abnormal clinical findings (31),
infectious and parasitic diseases (6), diseases of the eye
and adnexa (6) and injuries and poisonings (3). In the ob-
served period, 504 persons who only had an ORPHA code,
i.e. who did not have an ICD:10 code assigned, were also
registered.

According to the same data source, in the observed peri-
od, an average of 626 newly diagnosed people with rare
diseases were reported annually (Table 1). At the annual
level, the most newly diagnosed individuals with rare dis-
eases on average were reported to the Register from the
musculoskeletal system group (207), followed by rare dis-
orders in the groups of: endocrine, nutritional and metabol-
ic diseases (80), malignant tumours (73), diseases of the
nervous system (64), congenital deformations and chromo-
somal anomalies (57), diseases of blood and blood-form-
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CHexaHa lNnaswuh, OparaH Mumbyw, 3opurua boxuh

lMpema ncTomM M3BOPY nodartaka y NOMEHYTOM Mepuoay
y Npoceky ce roguvkwe npujasrbuBano 626 Hosoawja-
rHOCTMKOBaHMX ocoba ca peTkMM Gonectuma (Tabena 1).
HajBuwe HoBOOMjarHOCTMKOBaHMX fuua ca peTknum Gone-
CTMMa y NpPOCEKy rogviike je 6uno npujaer-eHo y Peru-
CTpy Yy rpynn muwimhHo-kowTaHor cuctema (207), a 3atum
Cy Mo y4ecTanocTu cneaunu petku nopemehaju sgpaeba
y rpynamMa: bonectu xnesga ca yHyTpallkbUM fyYeHEM,
ncxpaHe n metabonusma (80), anohygHux Tymopa (73),
bonecTtn HepBHOr cuctema (64), ypoheHux gedopmaumja
N XpOMO30OMCKMX aHomanuja (57), bonectn KpBu 1 KpBO-
TBOPHUX opraHa u nopemehaju umyHuteta (34), 6onectu
KOXXKe 1 noTkoxHor Tkuea (13), bonectu cuctema 3a guca-
ke (12), gyweBHux nopemehaja n nopemehaja noHawana
(9), bonecTtn cuctema kpBoToKa (9), 4o6pohyaHMX Tymopa
(7) n 6onectn mokpahHo-nonHor cuctema (5). Hajmare
PEerMcTpoBaHNX HOBOAMjarHOCTUKOBaHUX fMua ca pPeTKUM
nopemehajuma 3gpaerea 6uno je y rpynama: 6onectu cu-
cTeMa 3a Bapense (4), y OKBUPY CUMNTOMA M NaTOMOLLKMX
KNMHMYKUX Hanasa (3), 3apasHux u napasutapHux bone-
ctu (1) n 6onectun oka 1 npunoja oka (1). Y ncrom nepuoay
perncTpoBaHo je roguwwhe y npoceky n 50 ocoba koje cy
nmane camo ORPHA kof, o4HOCHO HUCY Mane aoferbe-
Hy MKB:10 wudpy.

ing organs and disorders of the immune mechanism (34),
diseases of the skin and subcutaneous tissue (13), diseas-
es of the respiratory system (12), mental and behavioural
disorders (9), diseases of the circulatory system (9), be-
nign tumours (7) and diseases of the genitourinary system
(5). The least registered newly diagnosed persons with
rare disorders were in groups of diseases of the digestive
system (4), symptoms and abnormal clinical findings (3),
infectious and parasitic diseases (1) and diseases of the
eye and adnexa (1). In the same period, 50 persons who
only had an ORPHA code, i.e. who did not have an ICD:10
code assigned, were also registered.
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Tabena 1. Yyectanoctn HoBoaujarHocTukoBaHux peTtknx Table 1. Incidence of newly diagnosed rare diseases by
bonectn npema rpynama oborbewa, Penybnuka Cpbuja, groups of diseases, Republic of Serbia, 2012-2023
2012-2023. roguHa

FoavHe Mpocek YkynHoO
I'pyne 6onectn (MKB 10) CEIS] Average Total

Group of diseases (ICD 10) 2014— 2014—

2014 2015 2016 2017 2018 2019 2020

2024 2024

Bonectn muwmnhHo-KoWwTaHOr cuctema
(M00-M99)

Diseases of the musculoskeletal system
(M00-M99)

148 166 180 184 170 177 157 246 287 354 206,9 2069

BonecTtu xnesaa ca yHyTpalbuM
ny4yexeM, ucxpaHe U MeTabonusma

2 (E00-E90) 30 27 48 40 37 62 53 105 237 160 79,9 799
Endocrine, nutritional and metabolic diseases
(E00-E90)
3nohyaxu Tymopum (C00-C97)
3 Malignant tumours (C00-C97) 13 22 19 38 54 70 81 102 160 171 73,0 730
4  Bonectv HepaHor cucrema (G00-G99) 33 50 45 53 57 63 61 83 8 112 640 640

Diseases of the nervous system (G00-G99)

YpoheHe aecdopmaumje n xpomosomcke
aHomanuje (Q00-Q99)

Congenital deformations and chromosomal
anomalies (Q00-Q99)

BonecTu KpBU U KPBOTBOPHMX OpraHa u
nopemehaju nmyHureta (D50-D89)
6 Diseases of the blood and blood-forming or- 16 18 17 32 23 31 31 38 66 65 33,7 337
gans and disorders of the immune mechanism
(D50-D89)

BornecTtu koxe U NOTKOXHOI TKUBA
(L00-L99)

Diseases of the skin and subcutaneous tissue
(LOO-L99)

BonecTtu cuctema 3a aucamse (J00-J99)
Diseases of the respiratory system (JO0O-J99)

31 26 35 47 43 52 62 67 83 110 55,6 556

6 6 7 8 7 19 15 33 14 17 13,2 132

0 3 3 6 3 9 5 1 33 46 11,9 119

OywesHu nopemehaju n nopemehajun
9 noHawassa (F00-F99) & 3 & 4 17 13 3 12 16 ) 8,5 85
Mental and behavioural disorders (FO0-F99)

10 Bonectn cucrema kpsotoka (100-199) 2 3 1 5 9 10 8 18 16 13

Diseases of the circulatory system (100-199) 8.5 85

[No6pohyauu Tymopu (D00-D48)

1 Benign tumours (D00-D48)

6 1 7 ) ) 6 4 8 12 13 71 71
BonecTtn mokpahHo-nonHor cuctema
(N00-N99)

Diseases of the genitourinary system
(NO0-N99)

Bonectu cuctema 3a Bapene (K00-K93)
Diseases of the digestive system (K00-K93)

12 0 2 1 2 3 4 7 5 12 17 5,3 53

13 1 0 2 2 4 6 & 8 4 6 3,6 36
CMMNTOMM U NaTONOLIKN KITMHUYKM Hanas
(R00-R99)

Symptoms and abnormal clinical findings
(R00-R99)

3apasHe u napasutapHe 6onectu (A00-B99)
Infectious and parasitic diseases (A00-B99)

14 1 1 1 7 3 0 1 3 7 7 31 31

15 0 0 0 0 0 0 1 & 0 2 0,6 6
BonecTtu oka u npunoja oka (H00-H59)

16 Diseases of the eye and adnexa (HO0-H59)

1 0 0 0 0 0 1 1 3 0 0,6 6
MoBpene n TpoBaka (S00-T98)
Injuries and poisoning (S00-T98)

Opyre rpyne 6onectu (H60-H95,000-099,
18 P00-P96, V01-Y98) ) ) ) ) B ) } ) B ) 0.0 0
Other groups of diseases (H60-H95,000-099, ’

P00-P96, V01-Y98)

YKkynHo — cBe rpyne 6onectu no MKB 10
Total — all groups of diseases according to ICD 10

17 0 0 0 0 0 1 0 0 2 0 0,3 3

291 328 371 437 435 523 493 743 1035 1102 575,8 5758

YKynHo — cBe rpyne 6onectu 6e3 MKB 10

Total — all groups of diseases without ICD 10 12 10 22 26 28 40 35 68 13 150 50,4 504

YKYTMHO - cBe rpyne 6onectu
TOTAL — all groups of diseases

303 338 393 463 463 563 528 811 1148 1252 626,2 6262
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Ha tabenu 2 nprkasaHe cy y4ectanocTn HOBOAUjarHOCTU-
KoBaHux ocoba ca peTkum 6onectuma y oksupy MKB:10
rpyna npema nusabpaHum y3pacHuM kateropujama. Hajsu-
LIe YKYMHO npujaBrbeHMX ocoba ca peTkum Gonectuma y
Peructpy 6uno je y yapacty 18-64 roguHe (2554), a notom
y y3pactuma 6-17 roguHa (1193), 0—1 roguHe (935), 65
rogmHa u ctapujum (805), ook je y y3pacTy 2—5 roguHa pe-
MMCTPOBaHO Hajmare npujaBrbeHnx ocoba (773).

Tabena 2. Yyectanoctn HOBOAWjarHOCTUKOBAHUX PETKUX
HornecTtu npema y3pacTy 1 rpynama oborbeta, Penybnuka
Cpbuja, 2012-2023. roanHa

Table 2 shows the frequency of newly diagnosed persons
with rare diseases within ICD:10 groups according to the
selected age categories. The highest number of people re-
ported with rare diseases in the Register were aged 18-64
years (2554), followed by 6-17 years (1193), 0-1 years
(935), 65 years and older (805), while the fewest persons
registered were the age of 2-5 (773).

Table 2. Incidence of newly diagnosed rare diseases by
age and groups of diseases, Republic of Serbia, 2012—
2023

YKynHo
I'pyne 6onectn (MKB 10) Total
Group of diseases (ICD 10) -
Bonectu muwmnhHo-kowTaHor cuctema (M00-M99)
1 Diseases of the musculoskeletal system (M00-M99) . 154 214 1250 407 2069
BonecTu xne3aa ca yHyTpallkbuM fyvyerwem, ucxpaHe n metabonuama (E00-E90)
2 Endocrine, nutritional and metabolic diseases (E00-E90) 215 9% 304 162 23 799
3nohyaHu Tymopwm (C00-C97)
3 Malignant tumours (C00-C97) 1= e . = e e
BonecTtu HepBHOr cuctema (G00-G99)
4 Diseases of the nervous system (G00-G99) 136 109 142 220 33 640
YpoheHe gechopmaumje n xpomosomcke aHomanuje (Q00-Q99)
5 Congenital deformations and chromosomal anomalies (Q00-Q99) . e L 2 L 25
BonecTtu KpBM U KPBOTBOPHUX opraHa u nopemehaju umyHuteta (D50-D89)
6 Diseases of the blood and blood-forming organs and disorders of the immune mecha- 64 47 89 125 12 337
nism (D50-D89)
BonecTu Koxe U noTkoxHor Tkuea (L00-L99)
7 Diseases of the skin and subcutaneous tissue (L00-L99) 5 2 7 o st {32
BonecTtu cuctema 3a aucawse (J00-J99)
8 Diseases of the respiratory system (J00-J99) 3 1 4 50 61 19
AyweBHM nopemehaju n nopemehaju noHawawa (F00-F99)
9 Mental and behavioural disorders (FO0-F99) 8 & 6 i A 85
BonecTtu cuctema kpsoToka (100-199)
10 Diseases of the circulatory system (100-199) 6 8 4 43 24 85
No6pohyaxu Tymopu (D00-D48)
1 Benign tumours (D00-D48) 2 i R 49 8 v
BonecTtu MmokpahHo-nonHor cuctema (N00-N99)
12 Diseases of the genitourinary system (NO0-N99) 5 16 14 18 0 53
BonecTtu cuctema 3a Bapene (K00-K93)
g Diseases of the digestive system (KO0-K93) “ “ U 9 i 36
14 CUMNTOMM M NATONOLKN KNUHUYKM Hana3 (RO0-R99) 3 2 9 1 6 31
Symptoms and abnormal clinical findings (RO0-R99)
15 3apasHe 1 napa3utapHe 6onectu (A00-B99) 2 3 _ _ 1 6
Infectious and parasitic diseases (A00-B99)
16 BonecTtu oka u npunoja oka (H00-H59) 2 1 B 3 B 6
Diseases of the eye and adnexa (H00-H59)
17 MoBpene un TpoBaka (S00-T98) _ _ 2 1 _ 3
Injuries and poisoning (S00-T98)
18 Apyre rpyne 6onectu (H60-H95,000-099, P00-P96, V01-Y98) ) } _ R _ 0
Other groups of diseases (H60-H95,000-099, P00-P96, V01-Y98)
YKynHo — cBe rpyne 6onectu no MKB 10
Total — all groups of diseases according to ICD 10 808 624 1028 249 800 5758
YKynHo — cBe rpyne 6onectu 6e3s MKB 10
Total — all groups of diseases without ICD 10 127 149 165 58 5 504
YKYINHO — cae rpyne Gonectu 935 773 1193 2554 805 6262

TOTAL — all groups of diseases

Y cTpyKkTypn Boaehux rpyna HOBOAMjarHOCTMKOBaHMX peT-
Knx GonecTtu 3anaxeHo je aa cy y Hajunahem yspacty, Ao
jeqHe rognHe ctapocTtu, bune HajsacTynibeHunje peTke 6o-

In the structure of the leading groups of newly diagnosed
rare diseases, it is noted that at the youngest age, up to
one year of age, the rare diseases from the group of con-
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nectu u3 rpyne ypoheHux gecdopmaumja n XpoOMO30MCKNX
aHomanwja (31,4%). Y npeaLuKonckom y3pacTty, o4 2 4o 5
roguHa, NpMbNMXKHO CBaKO NETO PErMcTpoBaHo AeTe MMa-
no je petky 6onect y rpynu 6onectn MmwmhHoO-KoLITaHOr
cuctema (19,9%). Koa pernctpoBaHe LUKOnCKe geue y y3-
pacty 6—17 rogunHa, Hajyewwhe cy ce eBuaeHTUpane peTke
©onecTtu u3 rpyne 6onecTu xnesga ca yHyTpalkbuMm nyye-
HeM, ncxpaHe n metabonuama (25,5%). Ckopo cBako apy-
ro permcTpoBaHo pagHo akTMBHO nuue (48,9%) n ocobe oa
65 rogmHa n ctapuje (50,6%) nmane cy gujarHosy petke
fonectn n3 rpyne donectn MmwMhHO-KOLWITAHOr cucTema
(MpadomkoH 1).

padukoH 1. Bogehe rpyne HoBoanjarHOCTUKOBaHUX peT-
Knx Bonectn npema yapacty, Penybnuka Cpbuja, 2012—
2023. roguHa

Y3pacTt

(roautxe)

Age

(years)

65+ 50,6

18-64 48,9
16

0% 10% 20% 30% 40%

] Bonectu MuwunhHoO-KOWTaHOr cucTeMa
Diseases of the musculoskeletal system

. Endocrine, nutritional and metabolic diseases

3nohyaHu Tymopm
Malignant tumours

BonecTtn HepBHOr cucrtema
Diseases of the nervous system

Snezana Plavsi¢, Dragan Miljus, Zorica Bozi¢

genital deformation and chromosomal anomalies were the
most common (31.4%). At preschool age, from 2 to 5, ap-
proximately one in five registered children had a rare dis-
ease in the group of diseases of the musculoskeletal sys-
tem (19.9%). Among the registered school children aged
6-17 years, rare diseases from the group of endocrine,
nutritional and metabolic diseases were registered with
highest frequency (25.5%). Almost every other registered
working-age person (48.9%) and people aged 65 and older
(50.6%) had been diagnosed with a rare disease from the
group of diseases of the musculoskeletal system (Chart 1).

Chart 1. Leading groups of newly diagnosed rare diseases
by age, Republic of Serbia, 2012-2023

50% 60%

BonecTu xnesaa ca yHyTpawHbWUM NyvyeHweM, UCXpaHe U metaéonusma

B YpoheHe pecdopmauuje n xpoMmoloMcke aHoOManuje
Congenital deformations and chromosomal anomalies

BonecTtun KpBM 1 KPBOTBOPHUX OpraHa u nopemehaju nmyHurterta
Diseases of the blood and blood-forming organs and immune mechanism disorders
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lMpoceyHa rogvwka UHUMOEHUMja o peTknx bonectun y
HaLLoj 3eMIbM Yy NnocMaTpaHoM nepuoay usHocuna je 0,92
Ha 10.000 cTtaHoBHuMKa (Tabena 3) n eBugeHTMpana je Haj-
BMLUE BPEAHOCTU Yy rpynama 6onectn muwimhHo-KowTaHor
cuctema (0,30) n GonectMma >xrnesfja ca yHyTpallhbum
nyyewsem (0,12), ook cy HajHWXKe 3abenexeHe BPeoHOCTU
nMHUngeHunja petknx 6onectn og 0,01 Ha 10.000 ctaHoB-
Huka bune y rpynama 6onectu mokpahHO-MOMHOr cuctema
1 bonectuma cMcTeMa 3a Bapeme.

lNMpeBaneHumja o4 CBUX PErMCTPOBAHNX PETKMX Bonectun y
Peny6nuun Cpbujn y gectoroguiiibem nepuoay nsHocuna
je 9,04 Ha 10.000 craHoBHUKa (Tabena 3). Hajsuwe Bpea-
HOCTM npeBaneHuuja petkux 6onectn Ha 10.000 crtaHoB-
HMKa yodeHe cy y rpynama 6onectv MymMhHO-KoLTaHor
cuctema (2,99), 6onectn xnesga ca yHyTpalbuM Nnyye-
HEM, ncxpaHe n metabonuama (1,15) n anohygHux Tymopa
(1,05), pok cy HajHWXe BpedHOCTU npeBaneHumja peTkmx
oborbewa eBmaeHTUpaHe y rpynama 6onectu cucrema 3a
Bapewe (0,05), cumnToMa M NaTOMOLIKUX KITMHUYKMX Ha-
nasa (0,04), 3apasHux u napasutapHux 6onectn (0,01) n
bonecTtun oka n npunoja oka (0,01).

The average annual incidence rate of rare diseases in
our country in the observed period was 0.92 per 10,000
inhabitants (Table 3) and recorded the highest values in
groups of diseases of the musculoskeletal system (0.30)
and endocrine diseases (0.12), while the lowest recorded
incidence of rare diseases of 0.01 per 10,000 inhabitants
was in the groups of genitourinary diseases and digestive
system diseases.

The prevalence of all registered rare diseases in the Re-
public of Serbia over the ten-year period was 9.04 per
10,000 inhabitants (Table 3). The highest prevalence of
rare diseases per 10,000 inhabitants was observed in
groups of diseases of the musculoskeletal system (2.99),
endocrine, nutritional and metabolic diseases (1.15) and
malignant tumours (1.05), while the lowest rare disease
prevalence rates were recorded in groups of diseases of
the digestive system (0.05), symptoms and abnormal clini-
cal findings (0.04), infectious and parasitic diseases (0.01)
and diseases of the eye and adnexa (0.01).
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Ta6ena 3. lHumMaeHumja n npeBaneHumja peTknx 6onectn Table 3. Incidence and prevalence of rare diseases by
npema rpynama oborbewa, Penybnuka Cpbuja, 2012— groups of diseases, Republic of Serbia, 2012-2023
2023. roguHa

WHumnpeH- MNMpeBaneH-

FloauHe umja Ha umja Ha
I'pyne 6onectn (MKB 10) A ' '

. VCEIS Incidence Prevalence
Group of diseases (ICD 10) per per

2018 2019 10.000 10.000

Bonectu muwmMhHo-KoWTaHOr cucTema
(M00-M99)

Diseases of the musculoskeletal system
(M00-M99)

BornecTu xnesaa ca yHyTpawkbuM
nyyeweM, UcxpaHe U metabonusma
2 (E00-E90) 0,04 0,04 0,07 0,06 0,05 0,09 0,08 0,95 0,36 0,24 0,12 1,15
Endocrine, nutritional and metabolic diseases
(E00-E90)

3 3nohyauu Tymopu (C00-C97)
Malignant tumours (C00-C97)

BonecTtn HepBHOr cuctema (G00-G99)
Diseases of the nervous system (G00-G99)

0,21 0,23 026 026 024 025 023 0,36 043 0,53 0,30 2,99

0,02 0,03 0,03 0,05 0,08 0,10 0,12 0,95 0,24 0,26 0,11 1,05

0,056 0,07 0,06 0,08 0,08 0,09 0,09 0,12 0,12 0,17 0,09 0,92

YpoheHe aedopmavmje n xpomoszomMcke
aHomanuje (Q00-Q99)

Congenital deformations and chromosomal
anomalies (Q00-Q99)

BornecTtu KpBM U KPBOTBOPHUX OpraHa u
nopemehaju umyHuteta (D50-D89)
6 Diseases of the blood and blood-forming or- 0,02 0,03 0,02 0,05 0,03 0,04 0,04 0,06 0,0 0,10 0,05 0,49
gans and disorders of the inmune mechanism
(D50-D89)

0,04 0,04 0,05 0,07 0,06 0,07 0,09 0,10 0,12 0,17 0,08 0,80

BonecTtu Koxe U NOTKOXHOI TKMBa
(L00-L99)

Diseases of the skin and subcutaneous tissue
(LOO-L99)

BonecTtu cuctema 3a aucamse (J00-J99)
Diseases of the respiratory system (J00-J99)

0,01 0,01 0,01 0,01 0,01 0,03 002 0,05 0,02 0,03 0,02 0,19

0,00 0,00 0,00 0,01 0,00 0,01 0,01 0,02 0,05 0,07 0,02 0,17

[ywesHu nopemehaju n nopemehaju
9 noHawasa (F00-F99) 0,00 0,00 0,01 0,01 0,02 0,02 0,00 0,02 0,02 0,01 0,01 0,12
Mental and behavioural disorders (FO0-F99)

10 BonecTtun cuctema kpBotoka (100-199) 0

Diseases of the circulatory system (100-199) 00 0,00 0,00 0,01 0,01 0,01 001 0,03 0,02 0,02 0,01 0,12

1 Ho6pohyaxn Tymopwm (D00-D48)
Benign tumours (D00-D48)

Bonectu MmokpahHo-nonHor cuctema
(N00-N99)

Diseases of the genitourinary system
(NOO-N99)

13 Bonectun cuctema 3a Bapetwe (K00-K93)
Diseases of the digestive system (K00-K93)

0,01 0,00 0,01 0,01 0,01 0,01 001 0,01 0,02 0,02 0,01 0,10

12 0,00 0,00 0,00 0,00 0,00 0,01 0,01 0,01 0,02 0,03 0,01 0,08

)

,00 0,00 0,00 0,00 0,01 0,01 0,00 0,01 0,01 0,01 0,01 0,05

CHMNTOMM M NaTOMNOLLKU KIMUMHUYKU Hanas
(R00-R99)

Symptoms and abnormal clinical findings
(R0O0-R99)

3apasHe u napasutapHe 6onectu (A00-B99)
Infectious and parasitic diseases (A00-B99)

14 0,00 0,00 0,00 0,01 0,00 0,00 0,00 0,00 0,01 0,01 0,00 0,04

15

o

00 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,01

16 Bonectu oka u npunoja oka (H00-H59)

Diseases of the eye and adnexa (H00-H59) 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,01

MoBpepe n TpoBama (S00-T98)
Injuries and poisoning (S00-T98)

Opyre rpyne 6onectun (H60-H95,000-099,
P00-P96, V01-Y98)

Other groups of diseases (H60-H95,000-099,
P0O0-P96, V01-Y98)

YkynHo — cBe rpyne 6onectu no MKB 10
Total — all groups of diseases according to ICD 10

17 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00

18 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00 0,00

041 046 053 062 062 0,75 0,71 1,09 156 1,66 0,84 8,31

YkynHo — cBe rpyne 6onectu 6e3 MKB 10

Total — all groups of diseases without ICD 10 0,02 0,01 0,03 0,04 0,04 0,06 005 0,10 0,17 0,23 0,07 0,73

YKYIMHO - cBe rpyne 6onectu
TOTAL - all groups of diseases

042 048 0,56 066 066 0,81 0,77 1,19 1,73 1,89 0,92 9,04
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Ha Tabenu 4 npukasaHe cy y3pacHo-crneumdpuyHe ctone
WHUMAEHUMje 1 aeceTorognilba NnpesaneHLumja og peTKmX
6onectn y oksmpy MKB:10 rpyna npema nsabpaHum y3pa-
CHUM KaTeropujama. Hajsuile BpeaHOCTN MHUMAEHLUM]a Of
peTkmx 6onectn Ha 10.000 cTaHOBHMKA €BUAEHTUPAHE CY
y y3pacty 0-1 rogunHe (72,58), a notom y y3pactuma 2-5
roguHa (29,52), 6-17 roguHa (14,43), 65 rogmHa n ctapu-
jum (5,95) ny yspacty 18-64 roguHe (5,78).

Tabena 4. Y3pacHo-cneunguyHe MHUMAEHUMjEe U NpeBa-

neHumja peTkmx BGonectn npema y3pacTy v rpynama obo-
Ibewa, Penybnuka Cpbuja, 2012—2023. roguHa

F'pyne 6onectu (MKB 10)

Group of diseases (ICD 10)

1 Bonectu muwmhHo-kowTaHor cuctema (M00-M99)
Diseases of the musculoskeletal system (M00-M99)

2 BonecTu xne3aa ca yHyTpallkbuM fyvyerwem, ucxpaHe n metabonuama (E00-E90)

Endocrine, nutritional and metabolic diseases (E00-E90)

3 3nohyanm Tymopwm (C00-C97)
Malignant tumours (C00-C97)

4 BonecTtu HepBHOr cuctema (G00-G99)
Diseases of the nervous system (G00-G99)

YpoheHe aedopmaumje u xpomoszomcke aHomanuje (Q00-Q99)
Congenital deformations and chromosomal anomalies (Q00-Q99)

Table 4 shows the age-specific incidence and ten-year
prevalence rates for rare diseases within ICD:10 groups
according to the selected age categories. The highest rare
disease incidence per 10,000 population was observed
for ages 0—1 years (72.58), followed by 2-5 years (29.52),
6—17 years (14.43), 65 years and older (5.95), and for ages
18-64 (5.78).

Table 4. Age-specific incidence and prevalence of rare dis-
eases by groups of diseases, Republic of Serbia, 2012—
2023

BonecTtu KpBU 1 KPBOTBOPHUX OopraHa u nopemehaju umyHuteta (D50-D89)

6 Diseases of the blood and blood-forming organs and disorders of the immune mechanism

(D50-D89)

7 BonecTtu koxe n noTkoxHor Tkua (L00-L99)
Diseases of the skin and subcutaneous tissue (L00-L99)

8 BonecTtu cuctema 3a aucamse (J00-J99)
Diseases of the respiratory system (JO0-J99)

9 AyweBHu nopemehaju u nopemehaju noHawawa (F00-F99)
Mental and behavioural disorders (FO0-F99)

10 BonecTtu cuctema kpBoToka (100-199)
Diseases of the circulatory system (100-199)

1 [Ao6pohyaHu Tymopu (D00-D48)
Benign tumours (D00-D48)

12 Bonectu mokpahHo-nonHor cuctema (N00-N99)
Diseases of the genitourinary system (NO0-N99)

13 BonecTtu cuctema 3a Bapene (K00-K93)
Diseases of the digestive system (K00-K93)

14 CMMNTOMM M NaTOMOLLKMU KNMHUYKK Hana3 (R00-R99)
Symptoms and abnormal clinical findings (R00-R99)

15 3apasHe u napa3utapHe 6onectu (A00-B99)
Infectious and parasitic diseases (A00-B99)

16 BonecTtu oka u npunoja oka (H00-H59)
Diseases of the eye and adnexa (H00-H59)

17 MoBpeae un TpoBaka (S00-T98)
Injuries and poisoning (S00-T98)

18 Opyre rpyne 6onectun (H60-H95,000-099, P00-P96, V01-Y98)

Other groups of diseases (H60-H95,000-099, P00-P96, V01-Y98)

YKynHo - cBe rpyne 6onectu no MKB 10
Total — all groups of diseases according to ICD 10

YKynHo - cBe rpyne 6onectu 6e3 MKB 10
Total — all groups of diseases without ICD 10

YKYTNHO - cBe rpyne 6onectu
TOTAL — all groups of diseases

WHumpeHumja Ha 10.000 cTaHOBHUMKA MpeBaneHuu-
Incidence per 10.000 population {.:r:: 01;]43?(2
Yapacrt (roguHe) / Age (years) ’;’z‘f%‘?ggg
0-1 2-5 6-17 1864 65+ population
342 588 259 283 3,01 2,99
16,69 3,63 368 037 0,17 1,15
1,16 1,68 1,04 0,93 1,27 1,05
10,56 4,16 1,72 0,50 0,24 0,92
2282 393 143 009 0,01 0,80
497 1,79 1,08 028 0,09 0,49
0,39 0,08 008 020 0,23 0,19
0,23 0,04 005 01 0,45 0,17
062 130 007 004 0,15 0,12
047 031 005 0,70 0,18 0,12
0,16 0,04 0,13 0,11 0,06 0,10
039 061 017 0,04 0,00 0,08
031 0,5 0,22 0,02 0,01 0,05
0,23 0,08 0,11 0,02 0,04 0,04
0,16 0,11 0,00 0,00 0,01 0,01
0,6 0,04 0,00 0,01 0,00 0,01
0,00 0,00 0,02 0,00 0,00 0,00
0,00 0,00 0,00 0,00 0,00 0,00
62,72 23,83 12,44 565 592 8,31
986 569 200 0,13 0,04 0,73
72,58 29,52 14,43 5,78 5,95 9,04
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Ouckycuja

Y cBeTy He nocToju onwTe npuxeaheHa aeduHULMja peTke
fonectn, ny cknagy ca TMMm TadaH 6poj oBux nopemehaja
30paBrba je TewkKo yTBpanTu. Ha npumep, y rpyny petkux
©onectun y Pycnju ybpajajy ce 6onectu uuja je ydyectanoct
0o 10 o6onenux Ha 100.000 ctaHoBHuMKka. Y CAJl GonecT je
peTka ako noraha 1 ocoby Ha 200.000 cTaHOBHMKA, JOK Ce
y JanaHy 6onect cmatpa peTkum nopemehajem 3apaerba
kafa ce jaBu kog 1 ocobe Ha 10.000 cTaHOBHUMKa.

Y Hawoj 3eMrbn geduHnumnja peTkmx 6onecTtu, no Kojoj ce
peTke 6onecTtu jaBrbajy kog Hajsuwe net og 10.000 ocoba
y ONWITOj Nnonynauuju, cactTaBHM je Aeo npeanora u3mMeHe
3akoHa 0 3gpaBCcTBEHOM ocurypaky. [pearnor je npowao
jaBHy pacnpay 2021. roanHe. O4yekyje ce yBohene aedu-
HUUWje peTkmx bonecTu n y octarne peneBaHTHe nponuce,
yKIbyuyjyhu n obnact counjanHe 3awtumre.

Mpema CTpy4yHO-METOOO0MNOLLKOM YNYTCTBY 3a pag y Peru-
CTpy, eBuaeHTUpare nogartaka ce obaBrba y LeHTpuma
3a peTke bonectn. PehepeHTHU LEeHTPU He eBUOEHTUPA-
jy axypHo nopatke y Peructap 3a petke 6onectu us pa-
3nMMunTMX pasnora. Hajuewhe ce kao npobnemu HaBoge:
HegogerbeHe ayTtopusauuvje nuvuy 3agyXeHoMm 3a peru-
CTpoBak€e 0f CTpaHe ocobe n3 pedepeHTHOr LeHTpa ca
HajsehyM NpucTynoM nogauuma, KOMMNAMKOBaHO Software
pellerwe, HegocTaTak BpeMeHa 3a YHOC nopaTtka, Hepo-
cTatak Kagpa v gpyru.

Komucumja Penybnnykor dooHaa 3a 30paBCTBEHO OcuUrypa-
e (P®30) pogervyje nekose 3a npubnmxkHo 500 naumje-
HaTa obonenux og peTkux 6onectn. Y umrby yHanpehera
KBanuteta nogartaka o obonenum ocobama of peTkmx 6o-
nectu, Penybnuuka cTpy4yHa komucuja 3a petke 6onectu
MwuHucTapcTBa 3apasiba nNpeasioxmna je ga ce npurmkom
poctaBrbakba Monbe 3a gogerbvBakwbe neka Komucujm
P®30 yBpcTn 1 nogatak Aa je nauumjeHT ynucaH y 6asy
nogataka Peructpa.

JefaH of HaunHa 3a edukacHuje yHKLMOHUCaHE Mo-
nywaBaka npujaea y Pernctpy je ga ce y foKanHuUM UH-
dopmMaLMOHUM cucTeMuMa y pedepeHTHUM LeHTpuMa 3a
petke 6onectn omoryhu ga ce ogmax no npenosHaBaky
anjarHose peTkux 6onecTtn otBopm obpasay, MNpujase nuua
obornenor of peTke 6onecTu.

Y uurby ctanHor yHanpehewa Perucrtpa HeonxogHa je
KOHTMHYMpaHa efykauuja 34paBCTBEHUX pajHuKa U ca-
pagHuKa O CBUM erieMeHTMMa opraHusauuvje, MeToaoro-
LWKMM NpuHUunuma Bohewa 1 MHpOopMaTUYKOj NogpLuLim
Pernctpy, y3 cTanHy KOMyHuKaumjy ca 3gpaBCcTBEHUM pag-

Snezana Plavsi¢, Dragan Miljus, Zorica Bozi¢

Discussion

There is no generally accepted global definition of rare dis-
ease, so the exact number of these disorders is difficult to
determine. For example, in Russia, diseases with an inci-
dence up to 10 patients per 100,000 population are clas-
sified in the group of rare diseases. In the United States,
a disease is rare if it affects 1 person per 200,000 popula-
tion, while in Japan a disease is considered a rare disorder
when it occurs in 1 person per 10,000 population.

In our country, the definition of rare diseases as diseases
that occur in a maximum of five out of 10,000 people in
the general population, is an integral part of the proposed
amendments to the Law on Health Insurance. The propos-
al passed its public hearing in 2021. The definition of rare
diseases is expected to be introduced in other relevant
regulations, including the field of social protection.

According to the Professional-methodological Instructions
for work with the Register, data is recorded in the centres
for rare diseases. Reference centres do not keep data in
the rare diseases register up to date for various reasons.
Most commonly listed problems include lack of an assigned
authorization to the person in charge of registration by the
person in the reference centre with the greatest access to
data, complicated software solution, lack of time to enter
data, insufficient staff and others.

The Commission of the National Health Insurance Fund
(NHIF) allocates medicines for approximately 500 patients
with rare diseases. To improve the quality of data on rare
diseases patients, the National Expert Commission for
Rare Diseases of the Ministry of Health proposed that,
when submitting the application for allocation of a med-
icine to the NHIF Commission, the data that the patient
has been registered in the Register database should be
included.

One way to improve the efficiency of filling out applications
in the Register is to enable local information systems in the
reference centres for rare diseases to open the form for
the registration of a person suffering from a rare disease
immediately upon recognising a rare disease diagnosis.

To keep improving the Registry, continuous education of
healthcare professionals and associates on all elements
of the organization, methodological principles of operation
and information support to the Registry is necessary, with
constant communication with healthcare professionals in
charge of data entry and data quality control in the Reg-
ister.
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HULMMA KOjU CYy 3aAy>KEHWN 3@ YHOC U KOHTPOMY KBanuTeTa
nogaraka y Peructpy.

EBporicka komucuja je 2011. roguHe nokpeHyna npojekar
EBponcka nnatdopma 3a peructpauunjy peTtkux 6one-
ctu (eHr. European Platform for Rare Disease Registries,
EPIRARE) y unrby geduHncana ckyna nogataka Koju 6m
ce npukynrbanu o obonenvma of petkux 6onectn y pe-
rmcTpuma 1 pasBoja 3ajefHnyke nnartgopme 3a pasmeHy
nogataka [19, 20]. Tokom nocneamwmnx roanHa 3abenexeH
je mopacT 6poja perncrapa 3a petke 6onectu ca yHanpe-
hewem KBanuTeTa nogartaka y peructpuma [21, 22].

EBponcka nnatcopma 3a perncrpaumjy petkmx donectu
omoryhaBa Lwwupe kopuwhewe nogataka perncrapa Ha
CTapoM KOHTUHEHTY, Ca UWIbeEM reHepucarwa 3Hawa 3a
npy>xaoue 1 KOPUCHWKE 30paBCTBEHUX ycriyra, UCTpaxu-
Baye 1 KpeaTope 34paBCTBEHMX NONMTHUKa 3a NObosbLIaH-e
OnjarHoCTUKe 1 revera nauunjeHaTa Koju XXvBe ca peTKoM
6onewhy [20].

MonynaunoHu pernctap ocoba obonenunx og peTkmx 6one-
ctn y pernju Beneto (Utanuja) je y nepmogy 2002—-2012.
roguHe eBWAEHTUPao MPOCEYHY FOAMLUKY HecTaHgapau-
30BaHy WHUMAEeHUMjy peTtkmx Gonectun og 3,85 Ha 10.000
CTaHOBHMKA M yKynHy npesaneHumjy og 33,09 Ha 10.000
cTaHoBHMKa [14]. Y ogHOCY Ha nNoMeHyTe nokasaTterbe
oboneBawa of peTknx bonectn y pernoHy BeHeTo, y Ha-
WOj 3emibM 3abenexeHe Cy CKOpPO Tpu NyTa Hwke npo-
ceyHe rogunwme mHumageHumje (0,92 Ha 10.000) n pece-
Toroaumwma npesaneHumja (9,04 Ha 10.000) og peTkmx
Bbonectn, BepoBaTHO Kao pesynTar WHCYydUUMjeHTHujer
npujaBrbMBara 0BMX BonecT Ha noyeTky nepvoga Koju
je aHanusunpaH. Peructap pervje BeHeTo kao HajyyecTa-
nvje petke bonectu Npujaerbyje peTke nopemehaje oka u
npunoja oka (MHumaeHumja — 0,76 Ha 10.000 ctaHOBHMKa
n npeeaneHuunja — 4,47 Ha 10.000 ctaHOBHUKA), @ NOTOM
ypoheHe gedopmaumje n xpomosomcke aHomanumje (0,62;
5,45), bonectn kpBu 1 KpBoTBOPHUX opraHa (0,45; 4,83),
oborbera nepudpepHor HepsHor cuctema (0,22; 1,72),
bonectn koxe n notkoxHor Tkuea (0,21; 2,76) n 6onectu
Xresga ca yHyTpawrwum nyderem (0,12; 1,05). NpoceyvHe
rogulike MHUugeHumje n gecetorogullike npesaneHum-
je petkmx 6onectn y Pernctpy pervje BeHeTo 1 y Hawem
Pernctpy nokasane cy Bpro CrnvyHe BpedHOCTM 3a Hajy-
yecTanuvje peTke nopemehaje 3gpasrba: 6bonectn muwnh-
HO-KOoLUTaHor cucTema, bonecTu xrnesfga ca yHyTpallHbum
ny4vewem, 3nohygHe Tymope, 601ecTn HEPBHOI CUCTEMA,
ypoheHe gedopmaumje n XxpoMo3oMCcke aHomarnuje, borne-
CTUW KPBW M KPBOTBOPHUX opraHa u nopemehaje nmyHuTeTa
1 6ONeCcTn KOXe N MOTKOXHOI TKMBA.

The European Commission launched the project European
Platform for Rare Disease Registries (EPIRARE) in 2011
to define a set of data to be collected on rare disease pa-
tients in registers and to develop a common data exchange
platform [19, 20]. In recent years, the number of rare dis-
ease registries has increased, as has the quality of data in
registers [21, 22].

The European Platform for Rare Disease Registries en-
ables a wider use of registry data on the old continent, with
the aim of generating knowledge for healthcare service
providers and users, researchers and policy makers to im-
prove the diagnosis and treatment of patients living with a
rare disease [20].

In the period from 2002 to 2012, the population register
of persons with rare diseases in the Veneto region (ltaly)
recorded an average annual non-standardized incidence
of rare diseases of 3.85 per 10,000 population and a total
prevalence of 33.09 per 10,000 population [14]. Compared
to these indicators of rare diseases in the Veneto region,
almost three times lower average annual incidence (0.92
per 10,000) and ten-year prevalence (9.04 per 10,000)
of rare diseases were recorded in our country, probably
due to less sufficient reporting of these diseases at the be-
ginning of the period analysed. The registry of the Vene-
to region lists, as the most common rare diseases, rare
diseases of the eye and adnexa (incidence — 0.76 per
10,000 population and prevalence — 4.47 per 10,000 pop-
ulation), followed by congenital deformations and chromo-
somal anomalies (0.62; 5.45), diseases of the blood and
blood-forming organs (0.45; 4.83), diseases of the periph-
eral nervous system (0.22; 1.72), diseases of the skin and
subcutaneous tissue (0.21; 2.76) and endocrine diseases
(0.12; 1.05). The average annual incidence and ten-year
prevalence of rare diseases in the Veneto region Registry
and in our Register have shown very similar values for the
most common rare disorders: musculoskeletal diseases,
endocrine diseases, malignant tumours, diseases of the
nervous system, congenital deformation and chromosom-
al anomalies, diseases of the blood and blood forming or-
gans, disorders of the immune mechanism and diseases of
the skin and subcutaneous tissue.

In the French National Rare Disease Registry [23], which
covered approximately 2200 different rare disorders in the
period from 2007 to 2022, a structure of groups of reg-
istered rare diseases similar to that in our Register was
observed. About four-fifths of all rare diseases registered
in our Register and in the National Rare Disease Registry
in France were from diagnostic groups of musculoskele-
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Y ®paHuyckom HaumoHanHoMm peructpy petkux 6onectu
[23], koju je y nepuoay og 2007. go 2022. roaMHe npaTno
npubnmkHo 2200 pasnuuuTnx petkux nopemehaja 3agpa-
BIba, YOUeHa je CrnnyHa CTpyKTypa Yy rpyrnama perncrpo-
BaHUX peTKMx bornectu ca nogaumma y Hawem Peructpy.
Yak npubnmxHO YeTUpM NETUHE CBMX PErMCTPOBAHMX PeT-
Knx 6onectn y Hawem Pernctpy n HaunoHanHom pernctpy
peTknx 6onectn y ®paHuyckoj 1o je n3 anjarHoCcTUYKmx
rpyna: 6onectn muwunhHo-kowTaHor cuctema, Gonectu
Xnesga ca yHyTpalwhUm Nyderwem, 3nohygHux Tymopa,
bonectn HepBHOr cuctema, ypoheHux gedopmauuja u
XPOMO30OMCKMX aHoManmja n 6onecTu KpBu 1 KPBOTBOPHMUX
opraHa.

3akrby4ak

Pernctap nogpasymeBa oOpraHuM3oBaHO, CUCTEMATCKO M
KOHTVHYMpaHO MpWKynSbamwe, YHOC, YyBawe, aHanumsy u
WHTepnpeTaLmjy nogatka 0 CBUM HOBOAMjarHOCTUKOBaHUM
1 obonenum nauunjeHTMMa o4 peTkmMx bonectn y geduHu-
caHoj nonynaumju. Nogaum npukynrbeHn y Pernctpy omo-
ryhaBajy npahewe TpeHOa permcTtpoBaHuX crydvajeBa y
ofdHOCY Ha ogpefeHe KaTeropuvje CTaHOBHWLLITBA, Bpeme 1
reorpadpcky nokaumjy, n3padyHaBare nokasatesrba onrte-
pehera gpywtBa 6bonectuma, aHanuay KBanuteTa 3gpas-
CTBEHe 3awTuTe, eBanyauujy cnposohjera NpeBeHTUBHNX
Mepa, NnaHupamwe 30paBCTBEHe 3alTUTe CTAHOBHULITBA,
KIMVHWYKa U ennaeMnonoLLKa UCTPaXnBara, Kao 1 yTBp-
fAuBarbe OUPEKTHUX U MHOMPEKTHMX TPOLUKOBa fevera
obornenux og peTkmnx 6onecTtu, HacTanux 30or NpUBpeEMeHe
UnNun TpajHe OHeCcnoCcOoBIbLEHOCTU UMK NPeBPEMEHe CMPTH.
Peructap ocoba ca petkum 6onectuma y Cpbuju je pobap
pecypc 3a nnaHupake 1 cnpoBoherwe enuaeMnonoLLKmX
N KIVMHUYKMX UCTpaXuBara, kao 1 3a 6orbe pasymeBare
npupoae peTknx nopemehaja 3gpassba.
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tal diseases, endocrine diseases, malignant tumours, dis-
eases of the nervous system, congenital deformation and
chromosomal anomalies, diseases of the blood and blood
forming organs.

Conclusion

Aregistry encompasses organized, systematic and contin-
uous collection, entry, storage, analysis and interpretation
of data on all patients newly diagnosed with and affected
by rare diseases in the defined population. The data col-
lected in the Register allow for monitoring of the trends of
registered cases by certain categories of population, time
and geographical location, calculation of societal disease
burden, analysis of the quality of healthcare, evaluation of
preventive measure implementation, population healthcare
planning, clinical and epidemiological research, as well as
determining the direct and indirect costs of treatment of
rare diseases, resulting from temporary or permanent dis-
ability or premature death. The Register of persons with
rare diseases in Serbia is a good resource for planning
and conducting epidemiological and clinical research, as
well as for a better understanding of the nature of rare dis-
orders.
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