Povédomi o vzacnych
onemochnéni mezi lékari primarni
péée v Ceské republice

Note: English version on page 9.
Pozn.: Verze v angli¢tiné na str. 9.

ANPROM/CZ/NON/0085
Brezen 2026



Zakladni informace

Pozadi: Vzacna onemocnéni (VO) kladou na zdravotni systém naroky vyzadujici Casnou identifikaci, cilené odesilani a dlouhodobé koordinovanou
péeci. Kliovou roli v rozpoznani ,red flags®, prvotni orientaci pacienta a navazani spoluprace se specializovanymi pracovisti hraji l€kafi primarni péce —
v Ceske republice to jsou prakticti I€kafi pro déti a dorost (pro pacienty do 18 let) a prakticti |I€kafi pro dospélé.

Cilem prazkumu bylo zmapovat informovanost Iékaf primarni péée v CR ve vztahu ke vzacnym onemocné&nim:; jejich zkuSenosti z praxe véetné
urovné komunikace se specialisty; analyzovat informovanost o narodnich a evropskych strukturach.

Metodologie: Kvantitativni online dotazovani (s telefonickou predrekrutaci) lékar(i primarni péée ve viech krajich CR, N=230 lékaftl, dotazovani na
prelomu roku 2024/2025. Casove srovnani s Setfenimi z let 2021 a 2023. PraktiCti I€kafi pro déti a dorost (pediatfi) oznaceni na posteru jako PLDD
(n=150), prakticti Iékafi pro dospélé jako PLD (n=80).

Zaveér: Povédomi o vzacnych onemocnénich je mezi pediatry i praktickymi I€kafi pro dospélé na velmi vysoké urovni. RozSifuje se Sife spontanné
uvadénych diagndéz. VétSina Iékarl (Castéji pediatfi) se s pacienty s vzacnymi onemocnénimi v praxi setkava. V povédomi Iékaru posiluje Evropska

referen¢ni sit (ERN), prakticka spoluprace je vSak zatim méné rozvinuta. VétSina lékarl je o prubéhu a |é€bé svych pacientll informovana, pfima
komunikace |ékafu primarni péce se specialisty o vyvoji nemoci a prubéhu |é€by neni zatim pfili§ Casta.

Prazkum realizovan pro Ceskou asociaci pro vzacna onemocnéni (CAVO) spole&nosti Ipsos ve spolupraci se spoleénosti Takeda.
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Vsichni leékari primarni péCe dokazi
spontanné jmenovat alespon jedno
vzacné onemocneéni.

TOP 10 spontanné jmenovanych VO

Y%=podil Iékarti

e 54%
S T . 5"/
. Celkovy’poce:t sQontanpe . Gaucherova choroba 45%
vyjmenovanych riiznych vzacnych I 33%
onemochnéni P N vk . 43%
191 216 ompeho nemoc (glykogenoza) I 2%
141 33%
Spinalni svalova atrofie (SMA) I 35%/0
PLDD
Epidermolysis bullosa (nemoc motylich kfidel) I 250 °
Vina 2021 VIna 2023 Vina 2024 36%
Fabry-Andersonova nemoc (Fabryho choroba) I 0% °
) 089, mPLD
Hemofile S 25%
Pramérny pocet spontanné °
jmenovanych VO na 1 lékare Mukopolysacharidoza (MPS) puess 0, 39%
8 Amyotroficka lateralni skleréza (ALS) 14% o
5 7 35%
I T N Svalové dysirofie (obeons) ey 570/

Vina 2021 Vina 2023 Vina 2024




82 % PLDD ma ve své klientele
pacienta s VO.

(zhruba 4 pacienti s VO v péci 1 takového primérného
PLDD)

63 % PLD ma ve své klientele

pacienta s VO.

(zhruba 3 pacienti s VO v péci 1 takového primérného
PLD)

Lékari, ktefi maji pacienty s diagnostikovanym VO v klientele

%=podil lékart
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®m Maji 11 a vice pacientt s VO v klientele
® Maji 1 az 10 pacientlt s VO v klientele

= Nemaji zadné pacienty s VO v klientele



Nejcastéjsi diagnoézy v klientele Iékaru primarni péce

1. Familiarni hypercholesterolémie
2. Cysticka fibroza
3. Fenylketonurie

4. Achondroplazie

5. Duchennova (DMD), Beckerova (BMD) svalova
dystrofie

6. Hereditarni angioedém (HAE)

7. Ichtyodza

8. Hodgkinlv lymfom

9. Systémovy lupus erythematodes

10. Maligni lymfom

TOP 10 VO v klientele PLD

1. Familiarni hypercholesterolémie
2. Maligni lymfom

3. Mnohocetny myelom

4. Cysticka fibroza

5. HodgkinGv lymfom

6. Nemalobunécny karcinom plic
7. Hereditarni angioedém (HAE)

8. Systémovy lupus erythematodes
9. Fenylketonurie

10. Ichtydza



O existenci ERN vi 28 % PLDD
a 18 % PLD.

Sveho pacienta do n€j nekdy
odeslalo k vySetreni 17 % PLDD
a 10 % PLD.

50 % PLDD a 42 % PLD vi
o existenci CAVO.

PLDD %=podil lékart PLD
Ceska asociace pro vzacna onemocnéni (CAVO), ktera sdruzuje a zastupuje pacientske
organizace pro VO i jednotlivé pacienty a reprezentuje tak vzacna onemocnéni v CR

2024 50% 36% 42% 40%
2023 26% 45% 30% 50%
2021 43% 34% 23% 25% 39%

Evropské referenéni sité (ERN), které spojuji jednotliva Spi¢kova specializovana pracovisté

zaméfena vzdy na jednotlivé skupiny diagnéz VO a do té&chto siti je zapojena i CR
2024 28% 39% 33% 18% 32% 50%
2023
2021

® Ano, vim o existenci ®Ano, slySel/a jsem o tom / znam jen podle nazvu = Ne, nevim



Jen zhruba u Ctvrtiny pacienttu s VO
maji lekari primarni péce informace
0 VYVOji nemoci a léCbe z primé
komunikace se specialistou / centrem.

Podil pacientli s VO, u kterych
Iékari komunikuji se specialisty
napfimo (mailem, postou)

Informovanost o vyvoji nemoci, probihajici Ié¢bé

pacientli s VO od specialistll (% = podil ze vsech pacienta s VO
v klientele Iékare)

9%

PLDD

14%

PLD

Nejsem informovan

® Jsem informovan pouze od pacienta —
pacient mi verbalné pfedava informace
pfi kontrole v ordinaci

m Jsem informovan skrze pacienta
(pacient mi pfedava lékarské zpravy)

Jsem od pfislusného specialisty
(centra) pravidelné informovan —
komunikuji mailem, poStou napfimo se
specialistou



https://vzacha-onemocneni.cz/

https://vzacha-onemocneni.cz/publikace/
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Awareness of Rare Diseases
Among Primary Care Doctors
in the Czech Republic

Note: Czech version on page 2.
Pozn.: Verze v ¢estiné na str. 2.




Basic information

Background: Rare diseases (RD) make demands on the healthcare system that require early identification, targeted referrals, and long-term
coordinated care. Primary care doctors play a key role in recognizing "red flags," providing initial patient guidance, and establishing cooperation with
specialists. In the Czech Republic these are general practitioners for children and adolescents (for patients under 18 years of age) and general
practitioners for adults.

Aim of the research was to map awareness of primary care doctors in the Czech Republic regarding rare diseases; their practical experience, level of
communication with specialists; to analyze their awareness of national and European structures.

Methodology: Online quantitative research (with telephone pre-recruitment) of primary care physicians in all regions of the Czech Republic, N=230
doctors, interviewing at the turn of 2024/2025. Time comparison with research waves from 2021 and 2023. General practitioners for children and
adolescents (pediatricians) marked on the poster as PED (n=150), general practitioners for adults as GP (n=80).

Results: Awareness of rare diseases is at a very high level among pediatricians and general practitioners for adults. The range of spontaneously
recalled diagnoses is expanding. Most doctors (more often pediatricians) encounter patients with rare diseases in their practice. The European
Reference Network (ERN) awareness is strengthening, but practical cooperation is still less developed. Most doctors are informed about the course
and treatment of their patients, direct communication between primary care doctors and specialists about the disease development and the course of
treatment is not yet very frequent.

Research conducted for the association Rare Diseases Czech Republic (CAVO) by Ipsos in cooperation with Takeda.

” czech republic
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All primary care physicians can
spontaneously name at least one rare
disease.

Total number of spontaneously
mentioned different rare diseases

191 216

= B B

Wave 2021 Wave 2023 Wave 2024

Average number of spontaneously
mentioned RDs per 1 doctor

5 7

Wave 2021 Wave 2023 Wave 2024
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TOP 10 spontaneously mentioned rare diseases
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Doctors who have patients diagnosed with rare disease (RD) in their
clientele

82% of PEDs have a patient with
PED GP

RD in their clientele.

(approx. 4 patients with RD in the care of such an average PED)

63% of GPs have a patient with

RD in their clientele.

(approx. 3 patients with RD in the care of such an average GP)

2021 2023 2024 2021 2023 2024

= They have NO patients with RD in their clientele

® They have 1 - 10 patients with RD in their clientele

®m They have 11 and more patients with RD in their clientele

12
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The most common diagnoses in the clientele of primary care doctors

TOP 10 RDs in GP’s clientele

1. Familial hypercholesterolemia 1. Familial hypercholesterolemia
2. Cystic fibrosis 2. Malignant lymphoma

3. Phenylketonuria 3. Multiple myeloma

4. Achondroplasia 4. Cystic fibrosis

5. Duchenne (DMD), Becker (BMD) muscular dystrophy 5. Hodgkin's lymphoma

6. Hereditary angioedema 6. Non-small cell lung cancer

7. Ichthyosis 7. Hereditary angioedema

8. Hodgkin's lymphoma 8. Systemic lupus erythematosus
9. Systemic lupus erythematosus 9. Phenylketonuria

10. Malignant lymphoma 10. Ichthyosis



28% of PEDs and 18% of GPs know
about the existence of ERN.

17% of PEDs and 10% of GPs have
ever referred their patient to ERN for

examination.

50% of PEDs and 42% of (?PS know
about the existence of CAVO.

14

P E D %=share of doctors G P

The association Rare Diseases Czech Republic (CAVO), which brings together and
represents patient organizations for RDs and individual patients and thus represents rare
diseases in the Czech Republic

2024 50% 36% 42% 40%
2025 [T
2021

European Reference Networks (ERN), which connect individual top specialized workplaces
focused on individual groups of RD diagnoses, and the Czech Republic is also involved in these
networks

2024 28% 39% 18% 32%
2023 HA &2 12% | 24%
2021 EEEA %  31%

m Yes, | know about its existence

® Yes, | have heard about it / | only know it by name
No, | don't know



For only about 1/4 of patients with RD,
primary care doctors have information
about the disease development and its
treatment from direct communication
with the specialist/center.

Share of patients with RD for
whom doctors communicate with
specialists directly (by email, post)

15

Information about the disease development, ongoing

treatment of patients with RD from specialists
(% = share of all patients with RD in the doctor's clientele)

| am not informed at all

9% 14%

® | am informed only from the patient —
the patient gives me information
verbally during a check-up in the office

m | am informed through the patient (the
patient gives me medical reports)

| am regularly informed by the relevant
specialist (center) — | communicate
directly with the specialist by email,
post

PED GP
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