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Capgpxxaj

“* Pey Yapyxensa Nogydax
Mucuja, yn/beBu v 3axBasiHOCT CTPYYHOM TUMY ...

? llTa je X-Be3aHa xunodochartemmja?
XLH

« 2 3aXBasfIHOCT CTPYYHOM TUMY

¢ KnuHUYKa cnvka v KoMrnamkaumje Ko aeLe
Mpog. ap Maja bophesuh Munowesmh ...,

%% 3Haum 1 cumntoMmn XLH Kop ogpacnux

Hou. ap Mapko CtojaHoBMA e,

¥ MaToduamnonouwka ocHoBa xunodochateMmnjckor

paxuTuca
Mpog. ap Maja hophesuh MunoLiesumh

+ Neyeme kop peue
" Neyemnse kop ogpacnux

" HauuH Hacnehmsarba XLH
[pog. ap BaHa KaBeYaH  ..............ccooooooooeeoeeeeeeeeeeeeeeee.

1Y BaXKHOCT paHe aujarHose u Tepanuje
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NOAY®AX

PLIYEIIAKE ©BALA

Peu Yppyxxewa MNogydax

Yaopyxere MNogydax okynsba nauujeHTe, nopoguLe u
CTpy4Hbake ca 3ajefHUYKUM LM/beM — Aa yHanpeau
AVjarHOCTUKY, Nleyerbe U KBaNUTET XXMBOTa ocoba ca X-
Be3aHoM xunodochatemumjom (XLH).

Kao yapyxere naumjeHaTa, XXennmmo ga JonpuHecemo
eflyKaLmju, paHOM npeno3HaBarby M 60/b0j NoapLILK
ocobama Koje )XMBe ca 0BOM pPeTKoM 6onewuhy.

Hawwa mucuja je fa ceaka ocoba ca XLH pobuje
npaBOBpPeMeHY AujarHosy, ogroeapajyhy Tepanujy u
afieKBaTHY 3[,paBCTBEHY Hery.

LLiTa je X-Be3aHa xunogocdaremuja (XLH)?

X-Be3aHa xunodocdaremuja (XLH) je peTka HacnegHa 601ecT KOCTHjy
Koja AoBOAWN A0 CHUXEHOT HMBoa ocdopa y KpBM M OMeKLIaBaHba
KOCTH]y.

XLH ce 06u4HO jaB/ba y AETUHCTBY, Kafila AeTe NOYNHE Aa X043, anu
MOYKe TpajaTu TOKOM LIeSIor XXMBOTA M YyTULIATK U Ha oA paciie ocobe.
Bonect HacTaje 360or myTaumje y reHy PHEX, Koja y3pokyje noBehaHo
nanyumBame pocdopa npeko 6ybpera. Hegoctatak docdopa gooan
[10 yCropeHor pacTa, 60/10Ba Yy KOCTMMa U MojaBe gedhopMuTeTa.

[Mpouemyje ce ga ce Moxe jaBUTU Ko jegHor og 20 go 25 xurbaga
HoBopoheHe Aele 1 aay cTaHoBHUWTBY Ha 100 000 ocoba nma 5
ocoba ca oBoM 6oneLuhy.

PaHo oTKkpuBar-e n npaBuniHo nevyerse XLH nobosblaBajy kBanuret
JXKMBOTa U CMatbyjy pUsHK of KoMnmKauymja.




NOAY®AX

PLIYEIIAKE ©lbAJA

3axBanHOCT CTPYYHOM TUMY

Yapyxerse Mogydax nspaxasa NCKPeHy 3axBaJIHOCT JIeKapyMMa Koju cy
y4YecTBOBaNM y Npunpemun oBe 6poLlype n HeCeGUYHO NOAENUIN CBOje
3HaHe N UCKYCTBO:

» Mpod. ap Maja hophesnh Munowesuh, negnjatap metTadonor ca
NHCcTUTyTa 3a 3apaBCTBEHyY 3alTUTY Majke n geteta Cpbuje ,[p
BykaH Yynuh“ ns beorpaga

» [po@. ap NBaHa KaBeyaH, Nnegujatap KIIMHUYKM reHeTUYap ca
NHcTuTyTa 3a 34paBCTBEHY 3alUTUTY Aele 1 oMnaanHe BojsoguHe
n3 Hoeor Capa

» [ou. ap Mapko CtojaHoBuh, cneunjanucta eHAOKPUHOMOrMje ca
KnuHke 3a eHOOKPUHONOIKjy, AnjabeTtec n 6onectm Metabonmsma
YKLIC

HomxoB fONpUHOC M CTPYYHOCT oMoryhunu cy Aa oBa 6poluypa 6yae
noyagaH nssop nHdopmMauuja 3a naumjeHTe 1 nopoamLe Koje ce cycpehy
ca XLH.



NOAY®AX

PEIYEITAKE PHA A

KnuHuyka cnuka un KoMmnnukaumje
xunogocdaTeMujcKkor paxmtuca Koa aeue

X-Be3aHu xunodocatemujckmn paxutuc (XLH) Hajuyewwhe ce youn
namehy LiecTor n AeBeTor MeceLa XX1BOTa, UK Kaga AeTe NoYHe Aa
xopa.

MpBM cMMNTOMM Hajuelwhe cy NoBe3aHW ca NpOMeHaMa Ha KocTuMa
Hory.

Hajyewhu 3Haum U cumnToMu

Kpuemere Hory y o6nuky ,,0“ unm ,X“

HenponopuuoHanHo Hu3aK pacT (Hajuewhe 36or kpahux AoHMUX
eKcTpemMuTeTa)

M3paxkeHo 4eno n KacHo 3aTBapake (poHTaHene

MoHekap npucyTHe Kanuudukaimje BaH KOCTHjy

MNpoMeHe Ha 3y6uma — nowW KBanWUTeT, YeCTU KBapoOBM,
nepuanukanHm ancuecu (rHojHe uHdeKLuje KopeHa 3y6a)

Hajo36umbHuja koMnnvkaumja

A CpacTatbe KoCTHjy nobarse
(KpaHMOCMHOCTO3a) MOXe [J0BECTU 10 pa3Boja
xuapouedanyca (nosehaH npuTucak y rnasm).



NOAY®AX

PEIYEITAKE PHA A

[OujarHo3a u ynora nekapa

« OBy peuy 4ecTo MpBO Mpernepa opronepn, jep ce yovaBajy
AehopmMuTeTH Hory.

o Wnak, npe xupypluke WHTepBeHUMje, NOTPebHO je pa perte
npernepa nepujatap U yTBpAM Aa NU je Yy NUTakby paxuTuc

n3aseaH XLH-om.
e Ycnex XMpPYpLIKUX KOpeKLuja 3aBMCU Of, KBaJIMTeTa KOLITAHOT
TKUBA, Na je NPaBUJIHO JieYeke KJbY4HO.

KopucHu caseTtu

« Kog peue cy 60n0BM 1 3amaparbe pefju, anv ce Mory jaButu 3ybHu
npo6nemu 1 yCriopeH pacr.

e Y nocrtaB/baky AMjarHo3e MoXke momMohu nogaTtak Aa jefaH o
poAuvTerba MMa CriMyHe Terobe, jep je pey o0 HacnegHoj 6onecTu.
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PEIYEITAKE PHA A

3Hauu u cumntomu XLH kop oppacnux
nayujeHaTa

OnwTu CUMNTOMMU U Terobe
Oppacnu naunjeHTn ca XLH mory natutm oa:

» 60n0Bay KOCTUMa,

» yewher jaB/barba U TEXeEr cpacTarba
npenoma KocTy,

» 60510Ba y TeTUBHMM Npunojuma muumnha,

e ynana KopeHa 3y6a v AecHMU,

e paHor rybsberba 3yba,

* 3aMOpPJ/bMBOCTU MULLKN3,

e ManakcanocTu,

* 60/10Ba y KNYMU, KYKOBUMA UN
KONeHnma,

e XPOHWYHOI yMopa.

MpeHaTanHa gujarHo3a je moryha
YKOJIMKO je naToreHa reHeTu4YKa

BapujeHTa — MyTaLuja,
naeHTUGMKoBaHa y NOPOAULIU.

YecTa je nojaBa NOTNYHUX Npenoma unu
HanpcnuHa (nceygogpaKkTypa) Koje TeluKo
3apacTajy.




NoOY®AX

PEIYEITAKE PHA A

. TUNUYHN KITUHUYKHN 3Hauu

TUMNWYHKM 3HaAUM Ha OCHOBY KOjuX 61 npu nperneay Tpebano
npenosHaTtu ogpacine nauujeHTte ca XLH:

e HEenpornopLuMoHasiHO H13aK pacT, yriaBHOM 360r Kpahux U KpUBMX
Hory,

« MocTojarbe cKeleTHUX aedopMuTeTa Kao nocnegmue paHujux
npenoma,

o HECUTYPHOCT UMM HECTABUNHOCT MpU X0y,

e BOJIHOCT M YKOYEHOCT 3rN1060Ba,

e 3agebrbarbe YEOHUX U NOTUSbAYHMX KOCTUjy nobamse, TO Aaje
6naro n3gyxkeH usrnepq nobamse.

CToMaToNOLLKU Hana3u

I'IpM CTOMAaTOJIOWKOM nperneny Mory ce OoTKpuUTtu:

e THOjHe ynane 3y6a,
o pedekTu rnehn,
e paHu rybutak syba.

Chesher, D., Oddy, M., Darbar, U. et al. Outcome of adult patients with X-linked hypophosphatemia
caused by PHEX gene mutations. J Inherit Metab Dis 41, 865-876 (2018).
https://doi.org/10.1007/s10545-018-0147-6




NOoAY®AX

PEIYERITAKE PHA A

2 PeHpreHCKuN Hanasmu

TUNUYHK 3HaLM NPU PEHATEHCKOM MNpernesy obyxBaTajy:

o KpUBJ/bEHE AYrUX KOCTUjy HAaTKOJIEHMLE U NOoTKoseHuLe (Mo Bapyc
Tmny),

* MojaBy NaTONIOWKUX PpaKTypa unm nceyaodbpakTypa,

 3ajebrbatba GPOHTANTHUX U NapUjeTanHUX KOCTHjy Nlobakbe,

 MPWUCYCTBO EHAONPOTE3A U APYIUX 3HAKOBA PAHUjUX OPTONEACKMUX
3axBara.

PeHpreHcku (opTonaHToMorpadcku) npernea
BUWINLIE MOXKE NOKa3aTu:

Kamenicky P, Briot K, Munns CF, Linglart A. X-linked
hypophosphataemia.

Lancet. 2024 Aug 31;404(10455):887-901. doi: 10.1016/S0140-
6736(24)01305-9.
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PEIYEITAKE PHA A

Na6opaTopujckn Hanasu

Krby4Hu na6opaTopujcKu nokKasaTtesbu:

o CHWXeH pochop y Kpau

e noBuLLeH Gocdop y Mokpahu

 MOBMLUEHM NOKasaTesby KOLTaHe pa3rpajHe y KpBU, Npe cBera
ankanHa docdatasa

« noBswLleH HMBO FGF23

e Hajuyewhe HoOpMasiaH cepyMCKuM Kanuujym.

ButamuH D y KpBU je Hajueluhe CHUXKEH 1 He MOXXe ce
HopManu3oBaTH yobu4ajeHoOM cyrnjieMeHTaLujoM.

2 OcTeomanaumja u gudepeHumjanHa gujarHosa

Hanas MuUHepasnHe rycCTuHe KOCTu Npu 0CTEOAEH3UTOMETPUJCKOM
nperneay (DXA) je Hajuelhe CHUXKEH.

MehyTuMm, BaXKHO je He NOrpeLlHo AnjarHOCTUKOBATH OBO CTakbe Kao
yobuyajeHy ocTeonopoasy.
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PEIYEITAKE PHA A

MaTodusnonowuka ocHoBa xunogocharemMmjckor
paxuTuca

Ty6ynu 6y6pera cy HajaHauajHMje MecTo Ha KojeM ce BpLUM perynauuja
npomMeTta pocdopa y opraHnsmy.

HakoH cekpeumje pocdopa y Tybyne 6ybpera, BuLle og 95% ce
pecopbyje y y NpoKCMManHUM Tybynuma.

Kog X BezaHe xunodocharemumje myTtaumnje y PHEX reHy gosoge Ao
noeehaHe npoayKumnje NpoTenHa HasBaHOr paKTop pacTa
tdubpobnacta (FGF23) uume ce cMatbyje peancopnuuja pocdopa,
nosehaa pocdaTtypuja WTO AOBOAN A0 xunodochaTtemuje.

UctoBpemeHo, FGF23 gupekTHO cnpevaBa cTBapaH€e CTBapaHa
aKTMBHOI obnuka ButammHa [,1,25 am xuapokeu xonekanuudepona na
25 xngpokcu xonekanuudepona.

Hwje peTko fa feTe ca KpMBUM HOraMa, ycneq HernpenosHaTor
xunogochaTeMujcKor paxuTica, NpBO BUAM OpPTOMeA U NoYHe Aa
naaHuMpa XMpypLUKY MHTEPBELMjY Ca LU/beM KOpeKLuje.

MehyTum, Tpeba nmaTun y BUay aa
OBe KOCTU Mory 6uTu y cnyyajy \

paxuTuca fnoller KBanuTeTa WTo i \ <
nosehaBa pM3uK Heycnexa XMpypLUKe  eptn)
NHTepBeHUMje.

""“--—...)lFGFZG

(1,25(CH);Dy) ——» | T‘H

e B
M3 noMeHyTor pasfiora CBako ferte - 5]
ca 6110 KOjUM KOLUTaHUM Ll ‘i
. ] Bone
fedopmuteTma Tpeba Hajnpe Aa o =

[skL
ncnuTa negnjatap.
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PEIYEITAKE PHA A

Jleuerwbe XLH kop peue

Liurb neyer-a Kop, Aele je:

o ycriopaBak€ U UCNpaB/batbe KOLITaHUX AedopMuUTeTa,

« HOpManaH pacr,
« OuyBae 3fpaB/ba 3y6a.

CraHpappgHa Tepanuja noppasymMeBa:

« oOpanHy HapokHapy docdarta,
e MNPUMEHY aKTUBHOI BUTaMUHa D,

« pepoBHo npahere HMBOA Kanuujyma y Kpeu u Mokpahu (36or
pu3uKa of cTBaparba KameHa y 6y6pery).

Y ¢da3ama y6p3aHor pacTta (paHuje AeTUHCTBO U afionecLeHuuja)
notpe6He cy eehe go3e docara.

PaHo 3anouynbarbe Tepanuje — Beh y NpBOj FOAMHN XUBOTA — LOBOAM
JileR

e H0Jbe KOHaYHe TesleCHe BUCUHE,

o MakbUx fedopmuTteTa,

e 3paBujux 3yba.

XUpYpLUKO fleyerse je pesepBUCaHO CaMo 3a TeLLKe CriyvajeBe, jep
MOCTOjU PU3KK Of, MOHOBHOT jaB/bakba gedopmuTeTa.

Takofe, pegoBHa opanHa XurnjeHa n CTOMaTosNOLLKK Nperneam cy
BEeOMa BaXKHM Y fyropoyHoj He3un aele ca XLH.

11
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PEIYEITAKE PHA A

Jleyuerbe XLH ko opgpacnux

Jleyewe ogpacnux naumjeHata ca XLH je
MYNTUAUCLUNIMHAPHO U YKJbyJyje capapmby:

€HA0KpUHOJIOra,
opronepaa,

cTomartoJora,
¢usujatpa,
Kao M Apyrux cneyujanucTa no noTpeéu.

KnacuuyHa Tepanmja obyxBara:

e aKTUBHMU BUTaMuH D
« OpaJiHy HapoKHapy docdaTa

OBaKBO Neyere y6axkaBa CMMNTOME, anu He OTK/1aka Y3poK
6onecTm.

MoTpebHo je naxsbMBO Npaherbe, jep MOCTOjU pU3NK 0f;

* CTBapaka KaMeHa y 6ybpe3uma,
* MpeTepaHe aKTUBALMje NapaTUPOUAHMX Xe3aa.

CaBpeMeHM NpUCTYN neyverby faHac obyxsaTa UuibaHy Tepanujy Koja
Jenyje Ha y3poK 60/1ecTv — noBuLLeH HUBo FGF23.

To ce NocTuXe NPUMMEHOM MOHOKJ/IOHAMTHOT aHTUTeNa Koje 6rokupa
FGF23, wTto noBoaun go:

» nobosbluarba NabopaTopUjcKMX Hanasa,

e jayarba KOCTHjy,

e Jakluer onopaBKa HaKOH OPTONEACKUX UAN CTOMATONOLLKMX
3axBarTa.

12
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PEIYEITAKE PHA A

HauuH HacnehjuBarwa XLH

X-Be3aHa xunodocdatemuja (XLH) ce Hacnehyje
npeko X xpomo3oma. W
Y

. X
Ceaka oco6a uma 46 xpomMo3omMa of, Kojux cy

[Ba rnoJiHa XxpoMo3oma. CAvKa 1. Mywikv nostkn
Xpomozomu X n'Y

YKeHcke ocobe nmajy gBa X XxpoMo3omMa
(kapuoTun 46, XX), a MyLLKe ocobe jefiaH
xpomo3omM X U jepaH Y (kapuoTtun 46,XY). ((

OBa pasnuka je pasnor 3a pasnnymT obpasall CIIMKA 2. YKEHCKIA MOSTHM
HacnehuBarba n3mehy MyLlKapaua v XeHa. XPOMO30MM ABa X XpOMO3OMa

Pusuk 3a ynaHoBe nopoguue

« CuHOBM og o6onenor oua — He Hacnehyjy X XxpoM0o30M of oua u
HUCY y pU3nKy aa Hacnege XLH 6onecr.

» CBe hepke op oua ca XLH he Hacnegutu XLH.

» AKo je Majka obonena v/nnu ce 3Ha Aa uma MyTtauujy reHa PHEX,
BepoBaTHoha Hacnefjusarba XLH je 50% 1 3a MyLLKY U 3@ YXEHCKY

neuy.

e PeTKO ce MOXe JoroamMTu T3B. "'TOHaAHM MOo3auLm3aM” LUTO 3Ha4Mn
Ja ocoba nako Hema MyTauujy y KpBM MMa MyTauujy y NOSTHUM
henujama n ga moxe npeHetn XLH Ha noTomKe.

13
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PEIYERITAKE PHA A

+ MonekynapHoO reHeTM4YKO TeCTUpaH-e Majke ako MmyTaumja PHEX
Huje naeHTUPMKOBaHa Kog obonene ocobe ce Npenopyyyje ce Kako
61 ce NPOLEHNO HEeH FrEHETUYKN CTATyC U MOr1a uspadyHatu
npoLeHa pusnka of NoOHOBHOr jaB/barba XLH y HapegHum
TpyaHohama. Tectuparse JHK Majke n3a kpeu Hehe OTKpUTK
MyTauujy Koja je NpucyTHa camMo y NoJSIHUM, roHaaHuM hennjama.

« HeraTvBHa nopoanyHa aHaMHe3a ce He MOXe NoTBPAUTU 6e3
6MOXEMUjCKOT UM MOJEKYNapHO-TEHETUYKOT TECTUPaHba MajKe.

O @)

/XX\Q D/XY\Q

Cnuka 3. PogocnoB X-Be3aHOr ,OMUHAHTHOT HacnehuBarba

14
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PEIYERITAKE PHA A

XeHcka oco6a ca XLH moxxe umatu XLH ycnep;:

¢ HacneheHe myTaumje y reHy PHEX — HacneheHe unu og majke
nnm oua;

e ycrief, HOBOHacTane MyTauuje repMuMHaTUBHE JINHKWje Unu
e Kao pesyntaT NOCT3UroTHO HacTane mytauuje y reHy PHEX.
EBanyauuja poguterba MoXXe yTBPAUTH Aa je jeaaH of

poauTerpa oboneo op, XLH, anu je nséerao nperxogHy
KJIMHUYKY AunjarHo3y 36or 6na)ke peHOTUNCKE Npe3eHTaumje.

MpeHaTanHa gujarHo3a je moryha yKonumko je natoreHa reHeTudKa
BapujeHTa — MyTauuja, uaeHTU(hUKOBaHa y MOPOAULIN.

Ba)KHOCT paHor npenosHaBatba je oA, HenpoLeHUBor 3Hayaja jep
YKOJNIMKO ce 6/1aroBpeMeHo 3anoyHe jieyere X-Be3aHe
xunocgochareMmje MoXKe ce 3Ha4YajHO YTULLATH HA NObBosbLUAHE
KBa/MTeTa XXuBoTa ocobe ca XLH.

15
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PEIYERITAKE PHA A

Y peTKUM HajTeXXUM npumepuma 360r HepgocTaTka ocpopa mory
ce jaBUTU U aHeMuja n nopemehaju cpyaHor puTma, um
OTKa3uBak€e paga 6y6épera.

OwrTteheka cnyxa cy Takogje moryha komnnukaumja XJ1X kog
oapacnux, kapa 6onect 3axBaTu C/eNooYHY KOCT WU CNyLlHe
Koluuumue.

Kao peTke anu Bpno onacHe KOMIUIMKaLMje MOry ce jaBuTH
cpacTaka KocTu U gepopmuteTy 3rnoboBa Koja AOBOAE A0
cy)Xewa KUUMeHor KaHana ca moryhum ucnaguma yHkuuje

npunagajyhux HepaBa.

N3y3eTHO peTKo, NOCTOju Kop, nauyujeHata ca XJ1X pusuk og
KOMIJIMKaLMje y BUAY yK/bellTeHa HEKUX CTPYKTypa MaJior Mo3ra
(uepebenapHe TOH3uIE) y OTBOP Ha /I06akbM KPO3 KOjU Nponasu
KUYMeHa MoXxauHa. OBo ce Ha3uBa Kujapu 1 mandopmauumjaay
XJIX HacTaje y cny4yajy abHOpManHo CTPyYKTypucaHe 3agHe
no6arCcKe jaMme U Npeno3Haje ce Mo jakum NOTU/ba4yHUM
rnaeo6o/baMa, BPTOrNaBULLIOM, HecTabunHowhy u cmeTHhama ca
rytamem.

XpOoHU4YHM 601 M cMareHa NOKPET/BUBOCT KOA HEKUX NaLMjeHaTa
ca XJ1X poBoge A0 AenNpeCUBHOCTMU U NOB/laYeha U3 KOHTaKaTa ca

Apyruma.
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PEIYEITAKE PHA A

Ba)XHOCT paHe AujarHose u Tepanuje

PaHa gujarHosa omoryhaBa npaBoOBpPEeMEHO Neyerbe U 60rby MPOrHoay.

JNeyerbe XLH 3axTeBa TUMCKM NpUCTYN — neanjatap, EHAOKPUHOIOT,
opTonepa, ctomaTonor u duamnjatap 3aje4HO nNpaTte naumjeHTa.

KoHTUHYyMpaHo npaherse 1 capagHa ca CTpyyYHbaLyma Mory:

e YCMOpWUTKU pa3Boj AedopMUTET],

e M06OJbLIATM MOKPET/BUBOCT,

e crpeynTn 601 M KOMNANKauuje,

o oMOryhutu KBanuTeTaH U akTUBaH XWUBOT.

Uudopmuwiyhnm ce, pegoBHo npatehu Tepanujy u ogprkaeajyhu
KOHTaKT ca JIeKapoM — CBaKM NaLyjeHT NocTaje akTUBaH Y4eCHUK CBOr
neyema.

17



NOAOYPAXK

PLIYBIIWKA CPBEUJA

[MOHOCHM YNnaHoBM INTERNATIONAL

mMefyHapogHe XLH annjaHce

ALLIANCE

3AJEAHO MOXXEMO HAINPABUTU PA3JIUKY!

XunBoT ca XLH goHocu 6pojHe nsasoBe, anu y3 NOAPLLKY K1
npaBuiHy Tepanujy Moryhe je >kuBeTu KBasiMTETHO U aKTUBHO.

Yopyxeme Moaydax npyxa:

e efykaumjy o XLH,

« noBe3uBar€e NauujeHaTa v nopoauua,

« KOMYHMKaLMjy ca flekapuma u CTpyyrbaumma,
* rpyne nogpLuke u gorafaje.

Hucte camu - 3aje,qu y4yuMmo, pacteMo u nogprxasamMo jeﬂHM Apyre.

€, 064-841-51-52

< podufahudruzenje@gmail.com
f /groups/podufah https://podufah.com
/podufah

M /udruzenje-podufah-23b75836b/



tel:+38164-841-51-52

