bonesHb Mabpu 1 UHCYNLT

BooxHosuM cebs Ha xopowee bydywee, HecMomps Ha 6one3Hs @abpu



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-Dabpu) - peakoe HacieacTBeHHOE
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
03HAYaeT, YTo PepMEHT NoA, Ha3BaHMEM

KakoBbl cMuMNTOMBI?

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

[MlaHHas Gpowopa He ABASETCA 3aMEHON PEKOMEHAALUAM
BaLlero Bpayva. Ecam y Bac ectb kakue-nnm6o Bonpocbl unu

Bbl XOTUTE NONY4YUTb GonbLue MHOPMaLMK, 06paTUTECh K
cneuManusupoBaHHOMY MEAULIMHCKOMY PaBOTHUKY.

a-ranaktosunpasa A (a-Gal A) nnbo otcyTtcTByeT, imbo
NA0XO0 BbINOMHSAET CBOK DyHKUMIO. M3-3a 3TOrO
tepMeHT He cnocobeH pacLLennaTb XKUPHble
BELLECTBa, HAa3blBaEMbIE IMKOCHOUHIONMUNUAAMMY,
KOTOpble BMOCNEACTBUM HAKaMNIMBAOTCS B KETKaX,
4TO NMPUBOAMT K NPOrPeccupytoLLeMy 3a60NeBaHUIO U
LLMPOKOMY CNEeKTpy CUMNTOMOB.

YyenoBeka Moryt 6bITb CBOM CUMMTOMbI pasnnMyHomn
CTEMEHU TAXKECTU.

O6Lwme Nnpu3HaKM U cMMNTOMbI 60/1e3HM Dabpu (He Y Bcex NposBASeTcs BCe NepevncIeHHoe)

Il Mpo6nemsi co cyxom,
TaKue KaK TMHHUTYC
(3BOH B ywwax) unm
noteps cnyxa

Il Hapywenue
NOTOOTAENEHUS, 4TO, B
CBOIO o4epenb,
BbI3bIBaeT YacTble
JIMXOPaAKK1 U NIOXYI0
nepeHOCMMOCTb JKapbl
nnun pusnueckux
ynpaxKHeHui

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

B nenpeccus u
ycranocrs

W3mMeHeHus rmas,
KOTOpbie 06bI4HO He
BNUSIIOT Ha 3peHue,
KOTOpbie MOryT 6biTb
06GHapy)XeHbl BpauoM

Bonee cepbesHble
npo6nembl,
3aTparuBaiowme
cepaue, MOYKU U MO3T
(MHCYNbT M
TpaH3UTOpHas
ueMmnyeckas aTtaka,
WU KMUHN-WUHCYNBTY),
KaK npaBuio, MOryT
HabnopaTbcs y
B3pPOC/IbIX MO Mepe
pasBuTUSA GonesHu.

AHruokeparTombl
(ManeHbKue BbinyKible
TEMHO-KpacHble NATHA)
Ha Koxe

bonb 1 xokeHue B
PpYKax M Horax




Kak 6onesHb ®abpu cBi3aHa C MHCYNLTOM?

|/|HCy}'IbT ApoOUCXoaunT B Cydasax, Koraa npekpawiaertca |/|HCyJ'IbT 4acTo aABngeTCca nepBbIM CMMNTOMOM

KpoBoCHabeHue Yactu Mo3ra. bonesHb ®abpu 6onesHn Mabpu. MHCYNbT MOXET Cy4MThCS Kak Y
MOJET BbI3bIBaTb U3MEHEHMUS B KPOBEHOCHBIX MONIOAbIX, TaK M Y MOXMUAbIX It0fel ¢ 60/1e3HbI0
cocynax U/Mnn B CEpAEYHOI AeSTENbHOCTH, YTO Dabpu.

NpUBOOMUT K HApyLIEHUIO KpOBOCHa6)KEHWiI Mo3ra.

Kak moit Bpau MoxeT auarHoctuposatb 6onesHb Pabpu?

BonesHb ®abpu 04YeHb CNOXHO OTIMYKUTL OT Bosee ®abpw, 4ns BbisBAEHUS 3a60N1€BaHUS U ANs
pacnpocTpaHeHHbIX COCTOSIHWIM U3-3a WMPOKOro M3MepeHus akTMBHOCTU hepMeHTa MOXKHO
CMeKTpa CMMNTOMOB, ¥ HEKOTOPbIE NaLMEHTbl MHOTME  MCMO/b30BaTh TECTMPOBAHMUE MSTEH CYXOil KPOBK, @
rofibl HE MMEIT NpaBUIbHOTO AnarHosa. Ecim Baw TaKXXe reHeTUYECKMi TeCT ANs NOATBEPXKAEHUS
Bpay MoL03peBaeT, YTo Yy BaC MOXET BbiTb 60/1€3Hb Hanuuus aedeKTHOro reHa.

KakoBbl MmeToabl nevyeHus 6onesun Pabpu?

BonesHb Mabpu B HacToALLEE BPEMS HEW3IEUMMA. Huke onucaHbl 4Ba YTBEPXKAEHHbBIX CreumubUUHbIX
OAHaKo CyLLECTBYIOT METO/bI IeYeHUs, KOTOPble TMNa neyeHus 6onesnn Mabpw.

MOTyT MOMOUYb NPefoTBPaTUTb MPOrPeECCUPOBaHUE

3aboneBaHus.

3amecTuTenbHas
¢depmeHTHas
Tepanus (P3T)

Y nopeit ¢ 6onesHbio Pabpu depmeHT a-Gal A nnbo otcyTcTByeT, 1M60 He
DYHKUMOHMPYET (Mnn He paboTtaeT) AomKkHbIM obpasom. [pu @3T ntoam ¢
6one3Hblo Mabpu nonyyatoT paboyyto Bepcuio GepMeHTa.

LLlanepoHHas Mpu 6onesHn Mabpu depmeHT a-Gal A MOXeT NpucyTCTBOBATb, HO HE
Tepanus (LUT) pabotaTtb LOMKHbIM 06pa3om. LT MoxeT noanepxvBaTb ypoBeHb hepMeHTa
1 noMoratb ero hyHKLUMOHUPOBaHMIO. OLHAKO He BCEM NaLMEHTAM MOAXOAUT
LUT - TonbKo naumeHTam ¢ onpeneneHHbIMU U3MEHEHUSIMU TEHOB.

Takxe AOCTYMHbI ONONHUTENbHbIE MeTOAbI 1eyeHus,  oroBopuTe o CBOMM BPayoM O MOAXOAALMX BaM
He cneunduyHble Ans 6onesHn Mabpu; oHM MoryT BapuaHTax JIeYeHNUs U UX BO3MOXHbIX I deKTax.
NMOMOYb CMPaBUTbCS C CUMNTOMaMK 3aboneBaHus.

Ecnny Bac cnyumncs MHCYnbT, BaM MOTYT Ha3HauUThb

neyeHne AN CHUXEHUS NOBTOPHOTO pucka

(npodunakTmka).



WU3-3a HacneacTBeHHOM Npupoabl 6onesHn Mabpu 3aboneBaHUe He TOJIbKO MMEET CEepbe3Hble

NoC/NeAcTBUA A BalLero 340pOBbsl, HO TAKXKe MOXXET MMeTb 60/1bLIoe 3HaYeHUe Ais Ballei CEMbU.
Ecnu BaM anarHocTupoBanu 6onesHb Mabpu, Bawl Bpay unu MeAULMHCKUIA paBGOTHUK JO/DKEH NPOBECTHU
C BaMM OL,eHKY ceMeiHOro aHaMHesa (TakXKe Ha3blBaeMylo «aHa/IM30M reHeasorM4yeckoro Apesa»),
yTO6bl ONpenenuTb pUCK 3a60/1€BaHUA Y YIEHOB Ballel CEMbM.

[ne MOXXHO nonyuuTb UHPOPMALIUIO U KOHCYNIbTaLMIO?

[lns Bcex, KTO HAXOAMTCS B rpynne pucka, KOoHCynbTaHT no reHeTUYECKUM BOMPOCAM - 3TO
CYLLLECTBYHOT Pa3nYHble UCTOYHUKM MHDOPMALIUK U cneunanbHo 06yYeHHbI Cneumanmct, KoTopbli
CMeLManucTbl, y KOTOPbIX MOXHO MOMYYUTb paboTaeT C NoLbMU, CTPAAAKLMMU FTEHETUYECKUM
KOHCY/IbTaLMIO. 3aboneBaHneM, 1 uneHamu ux cemei. Mx uenb -
MegauumMHcKre paboTHUKM MOTYT NPefoCcTaBuUTb BaM npefoCcTaBuUTb 3TUM NIIOAAM CO6aNaHCUPOBAHHYO
HeobxoanMyto nHpopmaumio o bonesnm Mabpu,a MHbOpMaLMIO U NOALEPKKY, YTOObI OHM MOrNM AenaTb
TaKkXe 0 TOM, KaK €e MOXHO AMarHoCTMpOBaTb U O 0CO3HaHHbI BbIGOP B OTHOLLIEHUM COBCTBEHHOTO
MeToAax ee neyveHus. 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 uHgopmauus 06 onbite N0AEHA, KOTOPbIE

o6cyxaanu 6onesHb Mabpu co cBoelt ceMbel, a TaKKe MMeeTcs A0NONHUTENbHAsA UH(OopMaLums 06
3TOM 3a60n1eBaHUM.

M306paxeHns, UCnob3oBaHHbIE B 3TOM JOKYMEHTe, SBAAIOTCS PENPe3eHTaTUBHLIMM, @ NPEACTaBNEHHbIE MOLENM HUKOUM 06Pa3oM He CBS3aHbI C bonesHbio Mabpy.
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