KniHiuyHI gocnigxXeHHA piaKICHUX
3aXBOpPIOBaHb B neajiaTpii
— iHTerpauia B Aii, Habip, npobnemu

MarpganeHa MapraciHcbKa-bpax 16

KBiTHA 2019 p.




Lllo Take piaKicHI 3aXBOpPHOBAHHA?

[J Hebe3neyHi ana »n1ta abo XpOHiYHi 3aXBOPIOBAHHSA, AKi BpaXKaloTb HEBEJIUKY KiNbKiCTb
Nnogen B NOPiBHAHHI 3 HACeNIGHHAM B LiZIOMy Ta BigNoOBiAal0Tb MNEBHMM KPUTEPIAM LWOA0
iX pigKocTi

[] BparkatoTb He binbwe 5 Ha 10 000 ocib
[J Y NonbLwi Ha piaKiCHIi 3aXBOPIOBAHHA CTpaXAa€ 6aM3bKo 2,3 — 3 maH ocib

[J Mawxe BCi reHeTUYHO 06yMOBIEHI 3aXBOPIOBAHHA € PiAKICHUMM 3aXBOPHOBAHHAMM, OAHAK
He BCi PiaKiCHI 3aXBOPIOBAHHA € reHETUMHMMM 3aXBOPIOBAHHAMM

[] PigKicHi 3aXBOPIOBAHHA - LLe BaXKKi, XPOHiYHi, nporpecylo4i 3aXxBOprOBaHHSA, 4acTo
cmepTenbHi a0 HEBUNIKOBHI

[J Y 6inblwocTi BUNaAKiB NPOABAAIOTLCA Napasie/ibHO 3 iHLWMMU 3aXBOPIOBAaHHAMM

[] 3a ouiHKamm ekcnepTis, Ha 75% 3 HUX CTPAXKAAOTb AITU.
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KniHivyHI gocnigxXeHHA piaKICHUX

3aXBOpPIOBaHb B neajiaTpii
— IHTerpauia B Al




IHTerpauia AiANbHOCTI

[1 HauioHanbHuUit popym, npucBaYeHUM Tepanii pigKicHUX
3axsBoptoBaHb Orphan Rare Disease Poland PoLskA Pa
[ TMNonbcbKa EkcnepTtHa lNpyna MET EELSJIF;:RCKA Fgggﬁ&}
[] HauioHanbHMii NAaH aNA pigKiICHUX 3aXBOPHOBaHb
[J OcsBiTHA KamnaHia «Hapia. BoHa B HaWMX reHax»
J EUROPLAN Nadzieja.
[J EURORDIS genach
[J Pol—Ped —Net o ,\ P@ L PED N ET
(] Mepwwuin MI)KHapOAHMM Ha\ PO,,Sh PaEdiaEE Clifieal Tr,als Network 1 BUKIHOYHO
cniHanbHIN m'a3oBin aTpodii (SMA)
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Portal o chorbach rzadkich i lekach sierocych

“Choroby rzadkie wystepujg sporadycznie, ale
55 liczba pacjentow z chorobami rzadkimi jest
' /. Znaczna "

Dostep do naszych Ustug
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Wykaz, klasyfikacje i Wykaz lekéw sierocych Katalog organizacji pacjentéw | | Katalog specjalistow i instytucji
encyklopedia choréb rzadkich
wraz z zaangazowanymi

genami
E ]
& Ve & Al
Katalog centréw eksperckich Katalog laboratoriow Katalog projektow Zbior raportéw tematycznych:
medycznych oferujgcych badawczych, badan Orphanet Report Series
badania diagnostyczne klinicznych, rejestrow i

biobankéw




HauioHanbHUM popym,
npuUcBaAYeHMM Tepanii
PIAKICHMX 3aXBOPHOBaAHD,
Orphan

[J IHiuiaTMBKM NaLIEHTIB i KAMNaHi,

peanizoBaHi HauioHanbHMM popymom:

[

BcecBiTHil [leHb piaKiCHUX 3aXBOpPIOBaHb
www.dzienchorobrzadkich.pl

Hapina. BoHa B HalWIMUX reHax -
www.nadziejawgenach.pl

Monbwa ana PigKicHUX 3aXBOPIOBAHD -
www.polskadlachorobrzadkich.pl

CouianibHO-0CBITHA KaMnaHifA
«PigKicHi 3aXBOpPOBAHHA € NOWMNPEHUMM i
BaXXIMBUMMU»
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http://www.dzienchorobrzadkich.pl/
http://www.nadziejawgenach.pl/
http://www.polskadlachorobrzadkich.pl/

BcecBiTHIM AeHb PiAKICHUX
3aXBOPIOBaHb B [MoblLL,

[] Bnepuwe BcecBiTHiW aeHb pigKicCHUX
3axBoptoBaHb y MNonbLyi Big3HavYanm
29 notoro 2008 poky

[] /AeHb, Wo 3'ABNAETbCA B Ka/ieHAAPi TiNIbKK
OAMH pa3 Ha YOTUPKU POKU byno obpaHo
HaBMMCHO - MOr0 YHIKaNbHICTb YyA0BO i/IFOCTPYE
CYTb MOLMPEHOCTI PiAKICHMX 3aXBOPIOBAHb.

[] Y HaCTynHi pOKK BXKe CTano Tpaguuieto, Wo Le

CBATO NPUMNaAa€E Ha OCTaHHIN AeHb NIOTOro ‘i v'“”“” T
| 0°rph
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[1  CBATKYBaHHA LibOro poOKy NpoxoAuTb Mif,
racnom: «lNpoaemMoHCTPYM CBOIO PiAKICHICTD, irRare | W
NPOAEMOHCTPYM CBOIO Y4aCTb» ZIONeS:

ADKICH |
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KniHivyHI gocnigxXeHHA piaKICHUX

3aXBOpPIOBaHb B neajiaTpii
— Habip




KAIHIYHI gocniaxKeHHA B nealaTpii

] KniHiyHi gocnig)KeHHA B neAiaTPpUUHIN rpyni HaceneHHA — ye
y4acTb Bci€i cim’i
[] «lMauieHT» — ue 1 cnpasai «BcA cim’aA»

o

[] OpHa xBOpo6a, AKa MaE BN/UB Ha BCIO CiM'10 | OgHY AUTUHY

M ar ’t

HemoBnata 27 HemoBnATa Ta mantoku Litn
2 - 11 pokis 12 po 16-18 pokis

MigniTku Bi
MNepep4vacHo A A
HapPOAMKEHi [OHiB BiA 28 aHiB oo 23 micauis
HemMoBAATa




3PO3YMITK NALUIEHTA 3 PIAKICHUM 3aXBOPIOBAHHAM

“fik ue BNAMBaAE Ha “Ak mona xBopoba

“fIk 2 nouysatoca?”

meHe?” BN/AMBAE Ha iHWKNX?”
e 1 noyyBaBCA NOraHo cepes e 3apa3 meHi 15 pokis, mos e CTaH MOEi NeYiHKMU maB
NOAEN... ue MeHe NfKano, A Mama NPUMMaE pilleHHA, ane BEMYE3HWUI BMNAMB HA MOiX
no4yBaBCA AMBHO Ta A BXXe A0CUTb A0pPOCAa, Wob 6aTbKiB - Anicia 15 pokis
CaMOTHbO - AapoH, 14 pokis NPMMUMATN CAaMOCTIMHI

e MeHi cKasanu, Wo A ayxe
nnakana, i moa mama
NNaKana TaKoXK :(- Ambep, 13

pilLEHHA, TOMY MEHI
noAaob6a€eTbeA, KOAKU 3i MHOIO
roBopATb NPAMO - Abireinn, 16

e 1 Nnnakana 3 uboro NPUBOAY i
TiNbKW 3rog0om A 3Mmmpunaca
3 uieto npobnemoto - Abirein,

16 pokKiB POKIB
» Moi ocHOBHi NO6iYHi epekTU * Hesgaxaroun Ha Te, WO B
2 DAUEAIE W SrRIsiss e, Tty Lo noB'A3aHi i3 BTOMOIO Ta MOIi POAVHI YCi 30BHi Ay»e
A X04y 6yTH HOpManbHWUM - cBepbixkem. A B3arani He CMinuBi, A 6aumnna, Wo y
EAE, 1) [RE 3aliMatocs CNOPTOM - AapoH, rAnbuHI aywi yci
18 pokis HaA3BWYaMHO cTypboBaHi Ta
o 1 KMBY CBOIM KWUTTAM, i YCi HaNAKaHI - benna, 16 pokis

MOIi ApY3i PO3YMIitOTb MilA
CTaH. Hiyoro HaaTo He
3MiHWANOCA - ABireitn, 16 pokis



Habip ana npoBeaeHHA AOCAIAXKEHDb B neAiaTpil

OcHoBHa yBara Ha
BATbKIB 3 meTot0
nigBuLEHHA 06i3HAHOCTI
Ta 320X04YYyBaHHA A0
Habopy

h

HaB4yaHHA Ta
iHbpOopMyBaHHA HaTbKiIB
Npo NpoBeaeHHA
AOCNIAXKEHHA
YnpaBniHHA IXHIMKM
OYiKyBaHHAMMU

~

3a40B0O/IEHHA NOTPEe6
NALLIEHTIB T3
BATbKIB nig 4yac npouecy
OTPUMAHHA
noiHpopmoBaHOI
3roau/3roaun

ot

/° 3MYCUTU OUTUHY Bip,‘-IyBaTM\

cebe YaCTMHO pilleHHS

* HapgasaTu BignosigHi
maTepianu ana
noiHdopmoBaHOI 3roan
/ 3roau oA KOMHOoi
BIKOBOI rpynu

( MocnigoBHWMI OOMIH

CninkyBaHHA 3 YCIMA
YNIEHAMU CIM',
BUbyA0BYIOUM HA YCiX
eTanax gosipui
BiAHOCUHU

e

~

NOBIAOMNEHHAMM Ta
BU3HAYEHHA AO0CNIAKEHHA

* HapgaHHA maTepiani., AKi
BM3HAIOTb Ta
NiATPUMYIOTb
3aL,iKaBNEHICTb CiM'i




KniHivyHI gocnigxXeHHA piaKICHUX

3aXBOpPIOBaHb B neajiaTpii
— npobnemu




[Mpobnemu B KNIHIYHUX AOCNIAMKEHHAX 3
PIAKICHUMWM 3aXBOPOBAHHAMM

[]

1 O OO 0

MepiaTpuyHi KNiHIYHI AOCNigXKEeHHA = y4yacTb BCi€i cim’i

lNMpaBoBe peryntoBaHHA

CKNapHicTb giarHOCTyBaHHA Ta BiACYTHICTb couianbHOiI 06i3HAHOCTI

utra xBopux aitei T1a ix cimeil — cnoBHeHe BUKJ/IUKIB

OcHoBHi npobaemu xBopwux B [onblli NoB’A3aHi:

[]
[]
[]

3 TPYAHOLWAMM OTPMMAHHA LWBUAKOI Ta NPABUIbHOI AiarHOCTUKMU
3 HAaATO MaIoIO KiNbKICTIO A0CNIAMEHD, L0 NPOBOAATLCA B LM ranysi

3 HAAATO MAIOIO KiNIbKICTIO iCHYIOUMX MEeTOA,iB NiKyBaHHA Ta NP061eMaTUUHICTIO OTPUMaHHA
BigLKOAYBaHHA

3i CKhagHicTio nowyKy ¢axisyis

3 NOYYTTAM i30/1IbOBAaHOCTI Ta K MAaPKYBaAHHAM»
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