[na nauueHToB

bonesHb Pabpu y naumeHTOB
C He06BACHMMbIMM 3a601€BaHMAMMU CepAaLA

BooxHosuM cebs Ha xopowee bydywee, Hecmomps Ha 6one3Hs Pabpu



Penkoe reHeTuueckoe 3aboneBaHue, HasbiBaeMoe
60ne3Hblo Pabpu, MOXKET NPUBECTU K NpoGaeMam ¢
noukamu. [laHHaa 6powtopa paspaboTaHa ¢ uenbo
OTBETUTb HAa HEKOTOPbIE M3 BaLIMX BONPOCOB O GonesHu
®abpwu.

UYro Takoe 6one3Hb Pabpu?

BonesHb Mabpu (Takxe HasbiBaeMas 60€3HbIO
AHpepcoHa-Dabpw) - peakoe HaceacTBEHHOE
3aboneBaHue, nopaxatouiee npumepHo 1 13 40 000
MY>4MH 1 1 13 20 000 >keHLMH, XoTs
3aperncTpMpoBaHHble JaHHble BapbUPYHOTCS B
3aBMCMMOCTYH OT reorpamyeckoro nonoxeHus. Y
naumeHToB ¢ 6one3Hblo Mabpu M3MeHeHUe reHa
03HavaeT, YTo GepMeHT Nof Ha3BaHUEM

KakoBbl cMuMNTOMBI?

bonesHb Mabpu - cnoxxHoe 3aboneBaHue, U NPUYUHDI
3a60n1eBaHUs MOTYT ObITb PA3/IUYHBIMU; Y KAXKLOMO

[aHHasa 6poluiopa He ABNSETCA 3aMEHO PEKOMEHAALMAM
Bawwero Bpaya. Ecim y Bac ecTb kakue-nu6o Bonpocbl unu

Bbl XOTUTE NONY4YUTb Gonblue MHPOPMaLMK, 06paTUTECh K
cneumMansupoBaHHOMY MEAULIMHCKOMY PabOTHUKY.

a-ranaktosngasa A (a-Gal A) anbo otcytcTyet,imbo
NA0XO0 BbINOMHSAET CBOK DyHKUMIO. M3-3a 3TOrO
(hepMeHT He cnocobeH pacLLenaTb XUPHble
BeLLeCTBa, Ha3blBaeMble IMKOCHUHIONUNMAAMMY,
KOTOpble BMOCNeACTBMM HAKaMIMBAIOTCS B KeTKax,
4TO MPMBOAMT K NporpeccupyoLieMy 3aboneBaHuio u
LLMPOKOMY CNEeKTpy CUMNTOMOB.

YyenoBeka MoryT 6bITb CBOM CUMMTOMbI pasnnMyHomn
CTEMEHU TAXKECTU.

06LwWwue npusHaku U cumMnToMbl 60ne3Hn Mabpu (He y Bcex NposiBNsSieTCs BCE NepeyucIeHHOE)

Il npo6nemsbi co CNYXOM,
Takue Kak THHHUTYC
(3BOH B ywax) naun
noreps cnyxa

Il Hapywenue
NOTOOTAENEHUS, 4TO, B
CBOIO o4epenb,
BbI3bIBaeT YacTble
NIUXOPaAKU U MJIOXYI0
nepeHOCMMOCTb JKapbl
nnun pusnueckux
ynpaXKHEeHUM

B po6nemsi ¢
KENYA0UHO-KULLIEYHBIM
TPaKTOM MnU
KMLLIEYHUKOM, TaKne KaK
60/1b, TOWIHOTA, PBOTA
unu amapen

B nenpeccus u
ycranocrs

UsmeHeHus rnas,
KOTOpbi€ 06bIYHO He
B/IMSIIOT Ha 3pEHUeE,
KOTOpble MOryT 6bITb
06GHapy)XeHbl BpauoM

Bonee cepbesHble
npo6nembol,
3aTparusaiolime
cepAaue, MoYKU U MO3r
(MHCYNbT M
TpaH3UTOpHas
uieMMyecKas aTaka,
MU KMUHU-UHCYNBT»),
KaK npaBuno, MoryT
HabnopaTbesa y
B3pOC/bIX M0 Mepe
pa3BuTHA 6onesHu.

AHruokeparTombl
(ManeHbKue BbinyKible
TEMHO-KpacHble NATHA)
Ha Koxe

bonb 1 xokeHue B
pyKax u Horax




Kak 6onesHb Pabpu cBa3aHa ¢ cepaeyHbiMU 3a60neBaHUAMU?

Mpu TeyeHnn GonesHu Mabpu 4acTo BCTpeyatoTca KNeTkax Cepaua Wnm CTeHKax KpOBEHOCHbIX COCYAOB,
cepaeyHble 3a60neBaHus, KOTOPbIE C BO3PACTOM cHabxatowwmx cepaue. CepaeyHble 3aboneBanus
MOTYT yXyALaTbCs. Takasi B3aMMOCBA3b 06YC/I0BEHA  BO3HWKAKOT NPU HANMYMU UK OTCYTCTBUM LPYTUX
TEM, YTO MIUKOCHUHIONMUNMABI HAKAMIUBAKOTCA B CMMNTOMOB G0/E3HMU.

CeppeuHble 3a6oneBaHus Ha poHe 6one3Hu Dabpu BKAOYAIOT:

Il VYsenuueHue cepaua

UHdapkT
Il Mnoxo ¢yHKUMOHMpYIOLWMe bap
cepaeuHble KnanaHbl
CepaeuHas
HEeA0CTaTOuHOCTb

I Aputmus

Kak moii Bpau MoxeT anarHoctupoBatb 6onesHb Pabpu?

bonesnb Mabpu 0UeHb CNOXHO OTIMUYKUTBL OT bosee M®abpwu, Ans BbiBNEHWUS 3a60neBaHWs U Ans
pacnpocTpaHeHHbIX COCTOSIHMI MU3-3a LWMPOKOTo M3MepeHUs aKTUBHOCTU hepMeHTa MOXKHO
CMeKTpa CUMMTOMOB, M HEKOTOpbIe MaLMeHTbl MHOTME  WMCMOMb30BaTb TECTUPOBAHUE MATEH CYXOM KPOBU, @
roAbl He MMEKT NMPaBUIbLHOMO AMarHosa. Eciu Baw TakXKe reHeTUYECKMI TEeCT ANs NOATBEPXKAEHMS
Bpay Mof03peBaeT, YTo y BaC MOXET 6biTb 6071€3Hb Hannums pedeKTHOro reHa.

KakoBbl MeToabl neueHnsa 6onesHn Pabpu?

bonesub Mabpu B HacToOsLLEE BPEMS HeU3euuMa. Huke onucaHbl ABa yTBEPXKAEHHbIX CreLnUbUYHbIX
OpHaKo CyLecTBYOT METOAbI IeYEHMS, KOTOpble T™™na neyeHus 6onesuu Mabpu.

MOryT MOMOYb NPefoTBPaTUTb NMPOrpeccupoBaHme

3aboneBaHus.

3amectuTenbHas Y ntoneii ¢ 6onesHbio Mabpu depmeHT a-Gal A nnbo oTcyTcTByeT, IMbo He
$epmeHTHas (bYHKUMOHMPYET (Mnu He paboTaet) AomkHbIM 06pa3om. Mpu ®3T noau ¢
Tepanus (D3T) 60ne3Hbio Mabpy noayuakT pabodyio Bepcuio hepMeHTa.

LLlanepoHHas Mpun 6onesnn Mabpu depmeHT a-Gal A MOXeT NpUCYTCTBOBATb, HO He
Tepanus (LUT) pabotatb LoMKHbIM 06pa3om. LT MoxeT noanep>xvMBaTb ypoBeHb hepMeHTa
1 nomoratb ero GyHKLMOHMPOBaHMI0. OfHAKO He BCEM MaLMeHTaM MOAXOAUT
LUT - TonbKo naumeHTam ¢ onpeseneHHbIMU U3MEHEHUSIMU TEHOB.

TaKKe [LOCTYMHbI AONONHUTENbHbIE METOAbI leyeHuns,  [loroBopuTe O CBOMM BpayoM O NOAXOAALMX BaM
He crneunduyHble Ans 6onesHn Mabpu; oHM MoryT BapMaHTaX IeYeHNs U UX BO3MOXHbIX IDdeKTax.
NOMOYb CNPaBUTLCS C CUMITOMaMM 3ab0neBaHUs.

Baw neyvawmii Kapanonor LOMKeH NPOAOIKUTb

Tepanuio cepaeyHbiX 3ab0N1eBaHNI U CBA3AHHBIX C

HWMU CUMMTOMOB.



WU3-3a HacnepcTBEHHOW NpUPOAbI 6onesHu (Da6pu 3a6osieBaHMue He TO/IbKO UMeeT cepbe3Hble

nocieACTBUA AN BaLUero 340pOBbsl, HO TAKXXE MOXET UMeTb 60/IbLIOe 3HAUEHUEe ANA Ballel CEMbM.
Ecnun Bam auarHoctmpoBanu 6onesib ®abpu, Bawl Bpa4 unm MeAULIMHCKUIA pabOTHUK AOMKEH NPOBECTH
C BaMM OLLEHKY CEMEHHOr0 aHaMHe3a (TaKKe Ha3biBaeMyi0 «aHa/IM30M reHeanorM4yeckoro ApeBas),
4YTOObI ONpeAeNnUTb pUCK 3a60/1eBaHUSA Y YIEHOB Ballel CEMbM.

[ne MOXXHO nonyunTb UHGOPMaLMIO U KOHCYNIbTaLMIO?

[ins Bcex, KTO HaXOAMTCS B rpynne pucka, KoHcynbTaHT no reHeTMUECKUM BONpOCaM - 3TO
CYLLECTBYIOT pa3ninyHble UCTOUHWUKU MHPOPMALMK U cneunanbHo 06yYeHHbI Cneumanmct, KoTopbli
CMEeLUanuCTbl, y KOTOPbIX MOXHO MONYYMTb paboTaeT C NoLbMU, CTPAAAKLMMU FTEHETUYECKUM
KOHCYNbTaLMI0. 3aboneBaHueM, M YneHaMmn ux cemei. Mx uenb -
MeauuMHCKMe paboOTHUKM MOTYT NPeaoCTaBUTb BaM NpefoCcTaBUTb 3TUM N0AAM CHANAHCUMPOBAHHYIO
HeobxoanMyH MHbopMaLmio o 6onesHn Mabpu, a MHbOPMaLMIO 1 NOAAEPKKY, YTOObI OHWM MOM AenaTb
TakXe 0 TOM, KaK ee MOXHO AMarHoCTMPOBaTh U O 0CO3HaHHbI BbIOOP B OTHOLLIEHWM COBCTBEHHOIO
METOaX ee NeYeHus. 3[10pPOBbS U CTPOUTD AabHEMLWIME MAaHbl HA XWU3Hb.

Kpome Toro, Heo6x0AMMyH0 MHPOPMaLMIO M NOAAEPXKKY MOTYT NPEA0CTaBUTb COOGLLECTBA NALIMEHTOB,
Takue Kak Fabry International Network. bonee noapo6Hyto MHGOPMALIMIO MOXXHO HAWTH Ha
http://www.fabrynetwork.org/

Takxke nonesen cait www.fabrydisease.info, rae co6paHa uHdopmauus 06 onbite N0AEH, KOTOPbIE

o6cyxaanu 6one3Hb Mabpu co CBOel CeMbeN, a TaKXKe MMEeeTCs A0NOIHUTENNbHAsA UHOopMauus 06
3TOM 3260/1eBaHUU.

M306paxeHus, UCNoNb30BaHHbIE B 3TOM OKYMEHTe, SBASHOTCS Penpe3eHTaTUBHbIMMU, a NPeACTaBNEeHHbIe MOAENM HUKOUM 06pa3oM He BS3aHbI ¢ GonesHbio Dabpu.
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