MaumeHTTEp YILIIH

Mabpu aypybl XdHe
byipek aypynapbi

®abpu aypysiHa Kapamacmax 63iMi30i apkbiH 601aWAaKKa xizepneHdipemis



®abpu aypybl Aen aTanaTtblH CUPEK Ke3aeceTiH
reHeTuKanbiK aypy 6yipek npobnemanapbiHa akenyi
MYMKiH. byn 6poluiopa Mabpu aypybl Typanbl Keibip
CypaKTapblHbI3fa Xayan 6epy YIWiH XacanfaH.

®abpu aypybl AereHiMmis He?

®abpu aypybl (AHOepcoH-Dabpu aypybl gen Te
aTtanagbl) - CMpek Ke3neceTiH TyKbIM KyananTbiH aypy,
ofaH 40 000 ep apamHbIH Bipeyi xxaHe 20 000
aviengin, Gipeyi wanabiFasbl, AEreHMeH TipkenreH
nepekTep reorpadusblk, OpHaNackaH OpHbIHa
6ainaHbicTbl ©3repesi. ®abpu aypybl 6ap
nauueHTTepae reHHiH e3repyi A
a-ranakrosmgasacsl (A a-Gal) nen atanaTbiH

CumnToMAaapbl KaHaan?

®abpwu aypysl -6yn Kypaeni aypy, aypyabiH cebentepi
apTYpni 6oNybl MYMKIH; aybIp/bIK, LopexeciHe Kapan

Byn 6powitopa AapirepAiH KeHecTepiH anMacTbipa
anmaiiabl. Erep cispe cypakrap TybiHAaca Hemece

KOCbIMLLIA aKnapaT ajfblHbl3 KeJjice, MaMaHAaHFaH
MeaUuUuUHaNbIK Kbi3MeTKepre xaGapnacuH.bls.

(hepMEHTTIH, XOKTbIFbIH HEMECE OHbIH, 63 KbI3METiH
[ypbIC aTKapMaiiTbiHbIH 6ingipesi. OCbIHbIH,
cangapbliHaH depMeHT rmuKocuHronunuaTep aen
aTanaTtblH Mainbl 3aTTapAbl biablpaTa asiMaiibl, onap
KeMiH »acywanapaa XMHanbin KanaTbiHAbIKTAH,
aypyLblH epLUyiHe XaHe KenTereH CMMNTOMAAPAbIH
navaa 6onybiHa akenesi.

9p ajaMAaarbl CUMNTOMAAPbI SPTYPAi 6ONYbl MYMKIH.

Mabpu aypybiHbIH, Xannbl 6enrinepi MeH cumnToMaapbl (6yn atanFaHAapAbiH 69pi
6ipaeii 6aiikanMaybl MyMKiH)

B TUHHUTYC (KYNaKTbIH,
WbIHbLIAAYbI) HEMEce
ecTy KabineTiHix,
JKOFaybl CUSKTbI €CTy
MYLLECIHiH,
npo6nemanapbi

Il Tep 6eniHyaiH, 6y3binybl,
6yn e3 KeseriHae
6e3reKTiH, Xui nainaa
6051ybIHA, bICTBIK, NEH
AEHe XaTTbIFyNapbliHaH
Te3 WapLayFa anbin
Keneai

B Ackazau-iwek konpapbl
HeMece ileKTe
aybIpCbIHY, XXYPEK aliHY,
KyCy HeMece auapes
CUSAKTbI
npobnemManapabiH,
6onybl.

[ [enpeccus xaHe
wapay

oaeTTe Kepy KabinetiHe
acep eTnenTiH Ke3aeri
e3repicTep, OHbl A3pirep
aHbIKTal anapbl

Xypek, 6yitpek xaHe
MUFa acep eTeTiH
HeFyp/ibIM KypAaeni
npo6nemanap (MHCynbT
YKOHE TPaH3UTOPbIK,
MLIEMUANBIK, Wabybii
Hemece "MUHU-
MHCYNbT") epeceKkTepae
aypy AaMbifaH caibiH
6aiiKkanybl MyMKiH.

Tepiperi
aHrMokepaTomanap
(KiluKeHTai AeHec
KapanTbiM-Kbi3bl1
AaKTap)

Kon-asKTbIH, aybipCbiHYbl
)KoHe Abi3binaaybl




®abpu aypybl 6yiipek aypynapbiMeH Kanai
6aiNaHbICTbl 60/1ybl MYMKIH?

®abpu aypybl Byipek KbI3METiHIH HallapnayblHa aKybI3ablH, 601ybl HEMece ByipeK apKblbl Cy3inin
3Kenyi MyMKiH, iereHMeH Ci3 aliblpMalLbIbIKTbI ©H/eNeTiH 3aTTapAblH, a3atobl CUAKTbI

ce3siHbel KanybiHbl3 MYMKiH. npobnemanapfa akenyi MyMKiH. byipek

®abpw aypybl byipekTe CyMbIKTbIKKA TOMbI npobnemanapbl 6acka aypy CMMNTOMAApPbIChI3 A
KanTapablH, (KMCTanapabib) nainaa 6onysl, HecenTe nanmga 6onagpl.

Dapirep ®abpu aypybiHbIH, AMArHO3bIH Kanau Kos anaabl?

®abpw aypybl CUMNTOMAAPbIHbIH, ayKbIMbl KEH, KYLIKTEHCE, aypyAbl aHbIKTay KaHe GepMeHTTIH,
6onybiHa GainaHbICTbl XWi Ke3QeCeTiH XafaainapaaH  6enceHAiniriv enwey ywiH Kyprak KaH gakTapbiH
axblpaTy, an keibip HaykacTapaa KenTereH Xblnnap Tekcepyre, COHAAN-aK akaysbl reHHiH 6ap-)KOKTbIFbIH
60Vibl AypbIC AMArHO3 KO eTe KubIH. Erep ci3aiH pacTay YLiH reHeTUKanblk TecT KonaaHyra 6onaabl.
napirepini3 cizpe ®abpu aypybl 60ybl MYMKIH oen

®abpu aypyblH emAaeyaiH KaHaai aaictepi 6ap?

Kasipri yakbirta ®abpwu aypybl emaenmeii. Anaiaa TemeHnne ®abpu aypyblH eMaeyaiH, 6ekiTinreH exi
aypyablH epuiyiHe xon 6epMenTiH emaey agictepi HaKTbl TYpi cMnaTTanfaH.
6ap.

MepMeHT anmactbipy
Tepanusicbl (PAT)

®abpu aypybl 6ap agamaapaa A a-Gal depmeHTi 6onmaiabl Hemece oypbic
XYMBIC icTeMeiai (Hemece MynzeM xymbic icteMeiai). AT kesinoe Dabpu
aypybl 6ap agamaap hepMeHTTiH 6enceHai HyCKacblH anagbl.

LWanepoHAbIK, ®abpu aypysbl kesiHae A a-Gal depmeHTi 6onybl MyMKiH, Bipak Aypbic
Tepanus (LUT) XyMbic ictemengi. LT depMeHT feHreiiH Konaan, OHbiH, KbI3MeTiHe
kemekTeceni. Ananga LUT 6apnblk nauMeHTTEpre emMec, reHaepaiH 6enrini 6ip
e3repicTepi XXypeTiH HayKacTap YLUiH XXapaMapl.

®abpw aypyblHa TOH eMeC KOCbIMILA eMaey aaicTepiH  GainaHbICTbl eMAEYLAI XKanFacTbipybl KEpek.

[e konpaHyrFa 6onagpl; onap aypy CMMNTOMAApPbIH [apirepiHizbeH eMaeyaiH KONaabl HyCKanapbl xaHe
XeHyre kemekTecesi. CizaiH emaeywwi HedponorbiHpI3  0NapAbIH bIKTUMan acepnepi Typasbl COMNECiHi3.
Byipek aypynapbl MEH ONapAblH CUMNTOMAAPbIHA




®Dabpu aypybIHbIH TYKbIM Kyasiay CMNaTbiHa 6aiiNaHbICTbl aypy Ci3AiH, AeHCaY/bIFbIHbI3FA aybip

3apaanTap aKenin KaHa KovMai, CisaiH oT6acbiHbI3 YWiH aca MaHbI3Aabl 601ybl MyMKiH. Erep cisre
®Mabpu aypybl AuarHosbl KovbiiFaH 6osca, CisaiH oT6ackl MywenepiHae aypyabiH naiaa 6ony kayniH
aHbIKTay YLWiH Aapirep Hemece MeAULMHaNbIK, MaMaH Ci36eH 6ipre oT6acbiibIK aHaMHe3 i
("reHeanoruanbik araw Tangaybl” Aen Te aTanadbl) Kapan WbIFybl TUIC.

Aknapar neH KeHecTi KanaaH anyfa 6onaabi?

Toyeken To6bIHAaFbI BapblK afaMaap ywiH apTypAi TeHeTUKanbIK, Macenenep XXeHiHaeri KeHecwi - byn
aknapar ke3nepi 6ap ekeHi 6enrini, coHaan-ak reHeTUKanblK aypyMeH ayblpaTbiH alaMAapMeH XaHe
MaMaHaapAaH KeHec anyfa bonagpl. onapfblH 0T6AChl MyLLENEPiMEH XKYMbIC XXacanTbIH

MeguumHa Mamangapbl Cizre Mabpu aypybl Typanbl,  apHaibl AaibiHAanFaH MaMaH. OnapablH, MaKcaTbl -

COHbIMEH KaTap OFaH AMAarHo3 KO XaHe OHbl eMAey  afamAapFa 3 AeHCay/blFbiHA KATbICTbl CAHas bl

aficTepi Typanbl KaXeTTi aknapaT bepe anagpl. TaHAAY Xacay KaHe eMip Cypy XocnapnapbiH Kypy
YWiH enken-Tenkenni aknapart 6epy xaHe kongay
Kepcery.

CoHbiMeH Katap Fabry International Network cusakTbl naumMeHTTEp KaybIMAACTbIFbI KXETTi aknapat
neH Konaayabl YCbiHA anaabl. ToNbiFbIpak, aknapaTTbl MbIHA XXepAeH TabyFa 6onaabl:
http://www.fabrynetwork.org/

CoHpait-ak www.fabrydisease.info caiiTbl Aa naiaanel, on xepae agamaapAabiH, Mabpu aypybiH

oTbacbiMeH TasiKbllay ToXipubeci Typanbl aknapart, CCOHbIMEH KaTap OCbl aypy Typasibl KOCbIMLLA
aknapar 6ap.

Byn kyxaTTa naitnanaHbingan cypetTep penpe3eHTaTusTi Gonbin Tabbinazpl xaHe onapaarbl MoaenbaepaiH Mabpy aypybiMeH elkapali 6ainanbiChl XK.
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