Jng nauveHToB

bonesHb Pabpu u
32001eBaHUA NoYekK

BooxHosuM cebs Ha xopowee bydywee, Hecmomps Ha 6one3Hb Pabpu



Penkoe reHeTnyeckoe 3a6¢ , Ha3 e
60one3Hblo Mabpu, MOXeT NpMBECTU K Npo6aemMaM ¢
noukamu. [laHHas 6polutopa paspaboraHa c uenbo
OTBETUTb Ha HEKOTOpbIE M3 BALLMX BOMPOCOB 0 6onesnu
®dabpwu.

Uro Takoe 6onesHb Pabpu?

BonesHb Mabpu (Takke Ha3biBaeMas 60n1e3HbIO
AnpepcoHa-Dabpu) - penkoe HacnencTBEHHOE
3aboneBaHue, nopaxatolLee npumepHo 1 n3 40 000
My>X4nH 1 1 13 20 000 »KeHLLMH, XoTA
3aperncTpMpoBaHHble AaHHble BapbuUpPYHTCS B
33aBMCMMOCTYH OT reorpadryeckoro nonoxeHus. Y
nauueHToB ¢ 6onesHbto Pabpu n3mMeHeHUe reHa
03HayaeT, YTo GepMeHT Nof Ha3BaHUEM

KakoBbl cuMNTOMDBI?

BonesHb Mabpu - cnoxHoe 3abonesaHue, M NPULUHBI
3a60neBaHMs MOryT ObITb PA3IMYHBIMU; Y KAXKA0IO

[LaHHas 6poLuopa He SBNSETCS 3aMeHO PeKOMEeHAALUAM
Bawwero Bpaya. Ecim y Bac ectb kKakue-nu60 Bonpockl Miu

Bbl XOTUTE Nony4uTb 6onblue HGopMaumm, 06paTuTech K
CneuManMsMpoBaHHOMY MeAULMHCKOMY PaBOTHUKY.

a-ranaktosunpasa A (a-Gal A) nnbo otcytcTyet,imbo
MNOX0 BbINOMHSET CBO dyHKLUMI0. M3-3a 3TOr0
(hepMeHT He cnocobeH pacLLennaTb XKUPHble
BeLLeCTBa, Ha3blBaeMble IMKOCHOUHIONUNMAAMY,
KOTOpble BNOCNEACTBMM HAKAMIMBAKOTCS B KNeTKaX,
4TO NPUBOAMT K NporpeccupyoleMy 3abonesaHuio 1
LUIMPOKOMY CNEKTPY CUMMTOMOB.

yenoseka MoryT 6biTb CBOM CUMMTOMbI Pa3fIM4HOM
CTEMNEHU TIKECTU.

061wme npusHaKku U cuMnToMbl 60onesHn Mabpu (He y Bcex NposiBAsSieTcs BCE NEPEYUCTIEHHOE)

I Mpo6nemsi co cnyxom,
TaKue KakK TUHHUTYC
(3BOH B ywwax) uau
noteps cnyxa

Il Hapywenue
noTooTAENEeHUs, YTO, B
CBOIO o4epenb,
BbI3bIBAET YacTble
NIUXOPAAKU U MJIOXYIO
nepeHoCMMOCTb Xapbl
nUnm pUsnveckux
ynpaKHeHWi

I po6nems c
YKeNnyAo4HO-KULIEYHbIM
TPaKTOM UNn
KULLEYHUKOM, TaK1e Kak
601b, TOLIHOTA, pBOTA
unu auapes

[ [Lenpeccus n

YCTanocCtb

UsmeHeHusa rnas,
KOTOpbie 06bIYHO He
B/IMSIOT Ha 3peHue,
KOTOpble MOFyT GbiTb
o6HapyXeHbl Bpauom

Bonee cepbesHbie
npo6neMbl,
3aTparuBaioLme
cepaue, NOYKU U Mo3r
(MHCYNbT M
TpaH3UTOpHas
uieMMyecKas ataka,
WU KMUHU-UHCYNBT»),
Kak npaBuno, MoryT
HabnopaTbes y
B3pOC/IbIX N0 Mepe
pa3BuTus 6onesHu.

AHruokepaToMbl
(ManeHbKue BbinyKible
TEeMHO-KpacHble NATHA)
Ha KoXe

bonb U xxeHue B
pyKax M Horax




Kak 6onesHb Pabpu cBsizaHa ¢ 3a60n1eBaHMAMM NoYEK?

BonesHb Mabpu MOXET NPUBECTU K YXYALIEHUIO B MOYE MM YMEHbLUIEHWE KOIMYEeCTBa

(DYHKLMM NOYEK, XOTS Bbl MOXKETE AXKe U He nepepabaTbiBaEMbIX BELLECTB, KOTOPbIE NPOXOAAT
4yBCTBOBATb Pa3HMLbI. dunbTpaumio Yepes noyku. lpobaembl ¢ NoUYkaMu
BonesHb Mabpu MOXKeT NpUBECTU K TaKUM BO3HMKAKT MPU HAIMHUUKU NN OTCYTCTBUM APYTUX
npobnemam, kak 06pa3oBaHMe 3aM0NHEHHbIX CMMNTOMOB 60Ne3HM.

XXMAKOCTbIO MELLKOB (KMUCT) B MOYKAX, Hannumne benka

Kak Mo Bpau MoxxeT guarHoctupoBartb 6onesHb @abpu?

bonesHb Mabpu 0UeHb CIOXKHO OTIMUKUTBL OT Bonee ®abpu, Ans BbisBNEHWUs 3a6oneBaHus 1 Ans
pacnpocTpaHeHHbIX COCTOSIHMI U3-3a LWMPOKOro M3MepeHUs aKTUBHOCTU hepMEHTa MOXKHO
CMeKTpa CUMMTOMOB, U HEKOTOpPbIe MaLMeHTbl MHOTME  MCMOJb30BaTb TECTMPOBAHUE MATEH CYXOM KPOBU, @
roAbl He MMEKT NPaBMIbHOMO AMarHosa. Eciu Baw TakXKe reHeTUYECKMI TEeCT ANs NOATBEPXKAEHMS
Bpay Nof03peBaeT, YTo Y BaC MOXeT ObiTb 60/1e3Hb Hannums pedeKTHoro reHa.

KakoBbl MeTOoAbl NeueHus 6onesHn Mabpu?

BonesHb Mabpu B HacTosLiee BpeMS Hensneumma. Huyke onucaHbl ABa yTBEPXKAEHHbIX CreLndUYHbIX
OpnHaKo CyLLecTBYOT METOAbl eYEHUS, KOTOpble T™Mna neyeHus Gonesuu Mabpu.

MOTyT MOMOYb NPefoTBPaTUTb MPOrpeccpoBaHme

3aboneBaHus.

3amectuTensHas Y nioaeii ¢ 6onesHbio Mabpu GepmeHT a-Gal A nnbo oTcyTcTByeT, IM60 He

$epmenTHas (bYHKLMOHMpYET (MK He paboTaeT) AomKHbIM 06pasom. Mpu ®3T noam ¢
Tepanus (P3T)

60ne3Hbto Mabpu nonyyatoT pabouyto Bepcuto pepMeHTa.

LWanepoxHas Mpu 6one3Hn @abpu GpepmeHT a-Gal A MOXET NpUCYTCTBOBATb, HO He
Tepanus (LUT) pabotaTtb LOMKHbIM 06pa3om. LT MoxeT noanepxvBaTh ypoBeHb hepMeHTa
1 nomoratb ero dyHKLMOHMPOBaHUI. OfHAKO He BCEM MaLMEHTaM MOAXOAUT
LUT - TonbKo naumeHTam C onpeaeneHHbIMU U3MEHEHUSMU FEHOB.

Takxke [OCTynHbl AOMONHUTENbHbIE METOAbI leYeHus,  [loroBopuTe CO CBOMM BPayoM O NMOAXOAALLMX BaM
He cneunduyHble Ans 6onesHn Mabpu; oHu MoryT BapMaHTaXx IeYeHNs U MX BO3MOXHbIX 3P deKTax.
NMOMOYb CMPaBUTbCS C CUMNTOMaMK 3aboneBaHus.

Baw nevawuit Heponor [oMKEH NPOAOIKUTL

Tepanuio NoYeyHbIX 3a60M1eBaHMUIt U CBSI3aHHbIX C

HWMU CUMTMTOMOB.



WU3-3a HacneacTBeHHOM NpUpoabl 6one3Hn Mabpu 3a6oneBaHMUe He TOJIbKO MMEET CEepbe3Hble

NoCcNeacTBUA A1 BalLero 340p0Bbs, HO TAKXKe MOXKET MMeTb 60/1bLIoe 3HaYeHUe AJis Balleil CeMbU.
Ecnun BaM guarHoctupoBanu 6onesib Mabpu, Baw Bpay uaM MeAULMHCKUIA paBOTHUK JOMKEH NPOBECTU
C BaMM OLLEHKY CEMEMHOro aHaMHe3a (TaKXe Ha3bIBaeMYI0 «aHa/IM30M reHeasnorM4yeckoro ApeBay),
uTO6bI ONpenenuTb pUCK 3a601€BaHUSA Y YIEHOB Ballel CEMbMU.

fae MOXXHO nonyunTb HPOPMALUIO U KOHCYNbTaLUIO?

[lns Bcex, KTO HaXOAWTCS B rpynne pucka, KOHCyNIbTaHT N0 reHeTM4eCcKUM Bonpocam - 3To
CYLLECTBYIOT pasfnyHble UCTOYHUKM MHDOPMALMK ¢ cneunanbHO 06yYeHHbIM CNeLManucT, KoTopblii
CMeumanmcTbl, y KOTOpbIX MOXKHO NOMY4YUTb paboTaeT ¢ NtoAbMU, CTPALALLMMM FEHETUYECKUM
KOHCY/IbTALMIO. 3a6oneBaHueM, U YNleHaMm Ux ceMeit. UIx Lenb -
MeaunumnHckmue paboTHUKM MOTYT NPEAOCTaBUTb BaM NpeAoCTaBUTb 3TUM NtoAAM COaNnaHCMPOBaAHHYIO
HeobxoanMyt MHpopMaLumio o 6onesun Mabpu,a MHPOPMaLIMIO U NOALEPXKKY, 4TOObI OHM MOIK fenaTb
TaKXe 0 TOM, KaK ee MOXHO [MarHoCTUpOBaThb U O 0CO3HaHHbI BbIGOP B OTHOLIEHMM COGCTBEHHOTO
MeTofax ee eveHus. 3[0pOBbS M CTPOUTb Aa/bHENLIME NaHbI Ha XU3Hb.

Kpome Toro, Heo6xoa1Myto MHGOpMaLMIO U NOAAEPIKKY MOTYT NPeA0CTaBUTL COOGLLECTBA NALUEHTOB,
Takue Kak Fabry International Network. bonee noapo6Hyio MH(pOpMaLUIO MOXXHO HAlTH Ha
http://www.fabrynetwork.org/

Takke noneseH cait www.fabrydisease.info, rae cobpaHa uHgopmauus 06 onbiTe NOAENA, KOTOPbIE

o6cyxaanu 6onesHb Mabpu co CBoei ceMbel, a TaKKe MMeeTcs A0NOIHUTENbHAs UHOopMauus 06
3TOM 3a6oneBaHuM.

M306pa)K€HMﬂ,MCI'IOHhBOBaHHhIe B 3TOM [I0KYMEHTE, ABNAKOTCA peNnpe3eHTaTUBHbIMU, @ NPEACTABNEHHbIE MOAENU HUKOUM 06p330M He CBA3aHbl C 60ne3HbI0 (Daﬁpw.
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