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HacnepgHa TupounHemmja
MKB E70.2 / Hereditary Thyrocinemia

HEREDITARY THYROCINEMIA

Symptoms Of Tyrosinemia

HacnegHata Tunpo3umHemMunuja Tumun 1 e peTKO reHerTc

HemMaaT CcnocoObGHOCT pga ja pas3rpapgaT aMWUWHO Kwuce
HepocTaToOK, TOKCMUYHUN CYXPBTAHWUN MOXEeHARNAPEYBA
OTKaXyBawe Ha UPHWOT Apob6B, pguncdohyHKuyumja Ha O0y
ABe€e pas3nNuuYHuN @QoapKkmwyut HHaa MO OX/PeocHTMa4 Ha . AKYy THaTa o

Konky yecro ce jasyBa TuposuHemuja Tun 1?

Bo cBeTOoT opgunHanmmjegHRAn ™ np o3@®® nyapa. 1P mwzanm Kld10
poaw peTe co oBa 3abonysBawe, OAHOCHO Ja T MU H
poantennte e 25%. OBa e aBTOCOMHO peyecuBHDO

Cumnromum:

JeuaTtTa co TumposaumHemnmja Twun 1, nNoKaxXyBaaT CMUM
3ronemaTt TexumHaTta. Ce nojaByBa agunjapeja, noB
Ha TeyHOCT BO NepuUTOHeanNnHaTtTa nNpas3HWUHA, OTK axX
KOCKWUTEe Ha mMyjMdBPa Ha LUpPpHUOT p[poob6.

AKyTHaTa @(popma BOOGMYaAaeHO Ce NOoOjaByBa BO NpB.

HNCKa TeXWNHa, TpeckKka, ovj apeaa, K pB B O Mm3mMerT
KoXaTa 3aefgHao co 6enkunte B O oYyunmrTe nNoXonrtyBaa



Cnes3ungapvpa Mo xe pga 6bupge 3ronemMeHa, a Ho3eTe cOQa
npob6bnemnm npopgonxyBaaT pJa ce nojaByBaaT UM fJa

XPOHMYHA GopmMa Ha TuUpO3IMHemMumja Twun 1, cwumMnOToO
MOXe Aa UuMa 3T 1 awvegl MeMH mpoMeHNW BO CcCKenerTort
LPHUOT 06 nm Ha 6yb6bpesnte. CumMnToMM Kako 60
nepunmpepHnTte HEepBU U BUCOK KPBEH NPUTUCOK UCT
TpeTupa peTeTo Ke pa3BueHaoOOpRpwKAT dppo@ mwak e
pa3BUj a TYyMOpW Ha UPHUMOT p[pob.
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M atke 3a NojaBa Ha oBa 3abonysBakwe Cce
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,  CVYy UvjpewoaipeTTem UL RamtTa 6 MOXEeMUCKN |
3 TMOUBRELMEETHOH CKYOLHMWIHE HT paunmj a BO KPBTaA
3Ma KOHUeHTpauyuuja Ha TUPO3IUH; MeT
OHUeHTpauumja Ha TUWpPRABAMH MeTabonutTwu
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TpeTmaH:

JeHec oBa 3abonyBawe CBAR Tpewm@apaaBdDapgpumpaaHanas
Mpepg 199 Kora 6ewe pa3BMEeH NPBUOT nNex, 0B a
TpaHcnnaHTauuMmj a Ha UpPH Apoob6. OdnetaTta u cneuyuwn
H
0

H

ce Baxe Aen o[ AOXWMWBOTHMWOT T ppearHMm atHp. e THvaa HY eccor
HWTUWCUMHOH W [fUMeTa BO KOja MMAa HUCKO HMUBO Ha

OB O3 MOXY HOpManeH pacT, nopgob6peHa dYyHKULKN] a
umposa, nopobpyBawke Ha CKeneToT.
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CoseTtu 3a nonecHo cnpasyBare co TuposmHemuja Tun 1
MpBOo wWToO TpebHa Ja ce HanpaBuM e ceKako paga ce
CMMNOTOMMU n KoMnnonunkKkaugyumwun wT O MOXaT O a c e ﬂOjaB

nomMorHeTte. [pxeTe Cce [JO MCXpaHa CO HUCKW HUB
BurtamMmmnuk@axk ofesogatToK BO MCXpaHaTa MOXe ga nNOoOMC
cocTojb6baTtTa. lNoTpebBHa e pepgoBHaAa nNpoBepkKa Ha K

KOHTpPO/Ma HMBOAaTa Ha aMMWHO K WMITeer/OMHWTTES, N HC. Y L UTHOK
ce nNpaBW W N po B eapHkear OH aH ad) YUHPKHUMMOOTH uapp o 6 1 6y 6 p e :

3a (akToOT fAeKa MOXe pga ce jaBu notpeba opg Tp
cnpeynm nNnojaBa Ha TyMmMoOpuM Ha UpHWMOT pgpob. 3aTo
BO Cnyudyaj Ha NOoOj aBMmaaRmapaymOpPM JAa MOKeOoO AP Ce O

KoHcyntupajTe ce CcO nekapwuw ofj racTpoOeHTepono

MpeBeHuMja HA CUMNTOMU U KOMNAUKALUMN:
TpeTMaHOT CO HUMUTUCWUMHOH TpebBa pa 3anovyHe BeaH

3a pga ce cnpeuyarTe cmpnwaip HB|T 8 avwaoHIw®B aweT 0. 3 a |
CeKYyHAapHMW KoMnAunmkKkauummu, Kako HepocTaToOK Ha
Ja ce 3anoyHe TpeTMaH KOj 6nm nomorHan BO one

Ha BuTaMuH [AlleoevngXxpapaj@aEkKlaPe UKOHTpPOAN 3a B
KOHTpO/Nna Ha 3abonyBawmweTOo MW Ha cuTtTe nocnepguuywu



3anoyHe CO TpPpeTMaAaHOT WTO NoOpaHO, BaxXHO e Aaewl
TUPO3MHEMMU]j a ga ce TecTupaaT BejgHapenwmaRe pa

BpemeHOCT U TUpO3MHEeMMUja:

He nocTtojatT nopgaTtouyumnm Kownm 6M nNnpukaxane npobne
TpeTMaH CO HUTUCWUHOH. HO GeTycoT KOj ce pasB
TUPO3IUHOT.

MporHo3a:

Co TpeTtTmMaH 90% omMOPMAMEWMT KB OMMEDT HOpPpaMNeH [
ctTabunmsaumja Ha PYHKUMjatTa Ha LPHMOT Afpoob,
owtTeTyBawe Ha ckenetToT U paxutumc. Co paH Tpe
Ha UpHUWOT Apob6.
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