Mabpu aypybl XaHE UHCYNbT

@abpu aypyeiHa Kapamacmad 63iMi30i apkbiH 601aWaKKa xizepaeHoipemis



®abpu aypybl Aen aTanaTtblH CUPEK Ke3aeceTiH
reHeTUKanblK aypy 6yiipek npobnemanapbiHa akenyi
MYMKiH. Byn 6poluiopa Dabpu aypybl Typasnbl Keinbip
CypaKTapblHbI3Fa Xayan 6epy yLiH XacanfaH.

®abpu aypybl AereHimis He?

®abpu aypysl (AHaepcoH-Dabpu aypybl fen Te
aTanafbl) - CUpeK Ke3aeceTiH TYKbIM KyananTbiH aypy,
ofaH 40 000 ep apaMHbIH bipeyi xxaHe 20 000
avienpiH Bipeyi wanabliFaapl, AereHMeH TipkenreH
nepekTep reorpadusnbik 0pHAaNACKaH OpHbIHA
6aiinaHbicTbl @3repesi. ®abpu aypybl 6ap
naumneHTTepAe reHHiH e3repyi A
a-ranakrosugasacsl (A a-Gal) gen atanaTtbiH

CumnTomMAaapbl KAQHAAN?

Mabpu aypybl -6yn KypAeni aypy, aypyabiH cebentepi
9pTypAi 601ybl MYMKiH; ayblp/blK AapexeciHe Kapain

Byn 6powitopa aapirepaiH KeHecTepiH anmacTbipa
anmaiiabl. Erep cispe cypakrap TyblHAaca Hemece

KOCbIMLUa aKknapaT anfblHbl3 Kesce, MaMaHAaHFaH
MeAULUHANDbIK KbI3MeTKepre xa6apnacuub|3.

(hepMEHTTIH, OKTbIFbIH HEMECEe OHbIH, 63 KbI3MeTiH
LypbIC aTKapMaWTbIHbIH 6ingipesni. OCbiHbIH,
canaapbiHaH depMeHT muKochuHronnnuaTep aen
aTanaTtblH MaWinbl 3aTTapAbl biAblpaTa anmMaiabl, onap
KeMiH »acywanapaa X1UHanbin KanaTblHAbIKTAH,
aypyAblH eplLyiHe XaHe KenTereH CMMNTOMAAPAbIH,
naipa bonybiHa akeneai.

9p afaMaarbl CUMNTOMAAPbI dPTYPAi 6ONYbI MYMKIH.

abpu aypybiHbIH, Xannbl 6enrinepi MeH cumnToMAapbl (6yN atanFaHAapAbIH 63pi
6ipaeit 6aiikanMaybl MyMKiH)

|| TUHHUTYC (KYNAKTbIH,
LWIbIHbINAAYbI) HEMece
ecTy KabineTiHiH,
YKOFanybl CUAKTbI €CTY
MYLUECiHIH
npo6nemanapbl

Il Tep 6eniHyaiH 6y3buiybl,
6yn o3 KeseriHae
6e3rekTiH, XXui naiipa
60N1ybIHa, bICTbIK, NEH
[eHe XaTTbiFynapbiHaH
Te3 WwapLwaya anbin
Kenepi

[ AckasaH-iek xongapbl
HeMece ileKTe
aybIPCbIHY, XXYPEK aitHy,
KYCYy Hemece anapes
CUSIKTDI
npo6nemManapabiH,
6onybl.

B enpeccus kaHe
wapway

opeTTe Kepy KabinetiHe
acep eTneunTiH Ke3aeri
esrepicrep, OHbl Adpirep
aHbIKTal anagpl

Xypek, byiipek xaHe
MUFa 9cep eTeTiH
HEeFypnbIM Kypaeni
npo6nemanap (MHCynbT
YKdHE TPaH3UTOPIbIK,
ULWEMUANDIK, Wabybin
HeMmece "MMHK-
UHCYNbT") epecekTepae
aypy AaMblFaH CaibiH
6aiKanybl MyMKiH.

Tepiperi
aHruokeparomanap
(KiluKeHTa AeHeC
KapanTbIM-Kbi3blN
AakTap)

Kon-asKTbiH, aybIpCbiHybI
JK9He Abi3bL1AaYbI




®abpu aypybl MHCYNbTNEH Kanan 6aitnaHbiCTbl 601ybl MYMKiH?

MHcynbT MuapiH 6ip 6eniriHe kaH XeTKi3y ToKTaraH MHcynbT kebiHece Mabpu aypybiHbIH, anFaLKbl
Xafpainapaa naiga 6onagsl. @abpu aypybl KaH CMMNTOMbI 60s1bIN Tabblnasbl. MHcynsT Mabpu aypybl
TaMblpfapblHAA XXdHe/HEMECE XYPeK KbI3MeTiHAe 6ap »actapaa na, erge agamapaa fa 6onybl MyMKiH

e3repictep TyAblpybl MYMKiH, Oy MUAbl KAHMEH
KaMTaMachi3 eTyaiH Oy3blnybiHa aKkenesi.

[apirep ®abpu aypybiHbIH, AMArHO3bIH Kanau Ko anaabl?

®abpu aypybl CUMATOMAAPbIHbIH, AYKbIMbI KEH, KYLIKTEHCe, aypyabl aHbIKTay KaHe GepMeHTTiH,
60/yblHa 6aiMNaHbICTbI XWi Ke3LeceTiH XaFnannapaaH  6enceHminiriv enwey ylwiH KypFak KaH LaKTapbiH
aXblpaTy, an Kenbip HayKkacTapaa KenTereH Xbliaap Tekcepyre, COHAAN-akK aKay/bl FeHHiH, 6ap->KOKTbIFbIH
60¥ibl AYypbIC AMArHO3 KO 6Te KMblH. Erep ci3ain pacTay YLWiH reHeTuKanblk TecT konaaHyra 6onaapl.
napirepiHis cizne Mabpu aypybl 60/1ybl MyMKiH Aen

®dabpu aypyblH emMmAaeyaiH, KaHaai apictepi 6ap?

Kazipri yakpitta ®abpu aypybl emaenmMeiiai. Ananaa TemeHnne Mabpu aypybiH emaeyain 6ekiTinreH exi
aypyAablH eplyiHe on 6epMeiTiH emaey aaicTepi HaKTbl TYpi cMnaTTanfaH.
6ap.

MepMeHT anmacTbipy
Tepanuscbl (DAT)

®abpu aypybl 6ap agamaapaa A a-Gal pepmeHTi 6onmaiabl Hemece AypbiC
XYMBIC icTeMeiiai (Hemece mMynaeM xymbic icTeMeiai). AT kesinae Mabpu
aypybl 6ap agamaap GepMeHTTiH 6enceHai HycKacblH anafbl.

LlanepoHAabIK, ®abpu aypysbl kesiHae A a-Gal depmeHTi 6onybl MyMKiH, Bipak Aypbic
Tepanus (LUT) XyMbic ictemenai. LUT depMeHT feHreiiH Konaan, OHbiH, KbI3MeTiHe
kemMekTecesi. Anapa LUT 6apnbik nauueHTTEpre eMec, reHaepaiH benrini 6ip
e3repicTepi XYpeTiH HayKacTap YLWiH Xapamapl.

(®abpw aypyblHa TOH eMeC KOCbIMILA eMaey aaicTepiH  [apirepiHizbeH eMaeyaiH Konaisbl Hyckanapbl XaHe
[le KongaHyra 6onafbl; onap aypy cCMMNTOMAAPbIH OnapAblH, bIKTUMan acepnepi Typanbl COMNECiHi3.
eHyre kemekTecesi. Erep ci3 nHcynbTka

LanablKCaHbl3, KalTanaHybl MyMKiH KayinTi azanTy

(anobiH any) ywWiH cisre em TafFaiblHAANYbI MYMKIH.




®Mabpu aypybiHbIH TYKbIM Kyasiay cunaTbiHa 6ainaHbICTbl aypy Ci3AiH, AeHCay/biFbIHbI3Fa aybip

3apAanTap aKenin KaHa Kovmai, Ci3aiH, oT6acbiHbI3 YLWiH aca MaHbI3Abl 601ybl MyMKiH. Erep cisre
®abpu aypybl AMarHo3bl KoibliFaH 6onca, Cisain oTéackl MyLlenepiHae aypyablH naiaa 6ony kayniH
aHbIKTay YLWiH Aapirep Hemece MeAULMHAbIK MaMaH Ci36eH Gipre oT6acbiiblK aHAMHe3 A
("reHeanoruanbik afaw Tangaybl” AN Te aTanaabl) Kapan WbIFybl TUIC.

AKnapat neH KeHecTi KanaaH anyfa 6onaapbi?

Toyeken To6bIHAaFbl 6apnblK agamMaap ywiH apTyphi leHeTUKanbiK Macenenep XeHiHAeri keHecui - 6yn
aknapart ke3gnepi 6ap ekeHi 6enrini, coHpaii-ak, reHeTUKasblK aypyMeH ayblpaTbiH aflaMaapMeH XaHe
MaMaHaapAaH KeHec anyfa bonagpl. onapAplH, 0T6achl MyLLenepiMeH XyMbIC XaCanTbIH

MegauumHa MamaHaapsl Cizre ®abpu aypybl Typanbl,  apHaibl faibiHAanFaH MaMaH. OnapablH, MaKcaTbl -

COHbIMEH KaTap OfaH JMarHo3 KO XaHe OHbl eMaey  ajaMmpapFa 63 AeHCay/blFbiHa KaTbICTbl CaHasbl

aAicTepi Typanbl KaXeTTi aknapat 6epe anaap!. TaHAay Xacay XaHe eMip Cypy XocnapnapbiH Kypy
YLWiH enkei-Tenkeini aknapat 6epy xaHe konaay
Kepcery.

CoHbiMeH Katap Fabry International Network cusKTbl nauMeHTTEp KaybIMAACTbIFbI KAXKETTi aknapar
neH Konaayabl ycbiHa anaabl. TonbiFbIpak, aknapaTTbl MblHa XepAeH Tabyra 6onaabl:
http://www.fabrynetwork.org/

CoHpait-ak, www.fabrydisease.info caitTbl Aa naiipanbl, on xxepae apamaapabiH, @abpu aypybiH

oT6acbiMeH Tankbinay TaXipubeci Typanbl aknapar, CCOHbIMEH KaTap 0Cbl aypy Typabl KOCbIMLUA
aknapar 6ap.

Byn KyXarTa naitganaHbuiFa CypeTTep penpeseHTaTusTi 6onbin Tabbinadbl XaHe onapaarbl MoLensaepain Mabpy aypybiMeH elukaHiai 6aitnaHbicl KoK,
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