KAKVE HABJIKAAKOTCA CUMINTOMDI?
[
BonesHb Mabpu — cnoxkHOe 3a00MeBaHvie, y Kaxxaoro naLmeHTa MoryT HabmoaaTbCA pasvuHble KOMOVHALMIN
CUMMNTOMOB VM Pa3Has MX CTEMeHb BbIPAXKEHHOCTU. Hiike nepeyncnaoTcs Hanbonee yacTble NMpu3HaKy
CyllecTByeT 3HaUMTENbHOE UMCIIO CMOCOOOB Hwke npencTasneHa nHGopmaLmnsa o MECTHbIX
N CUMMTOMBI.
NoAneP KK NauyeHToB ¢ bonesHblo Gabpu. Batu OpraHM3aLmax NaLyeHTos.
Bppay, KOHCYSIBTaHT-FeHEeTVIK M MEeCTHas OpraHum3aLivs
MaLVeHTOB MOTYT NPEAOCTABUTb MOMOLLb 1 AaTh
COBETbI B OTHOLLIEHMI leYeHna 3abonesaHis 1 Balumx

B3aVIMOOTHOLLEHMM C UfieHaMM CEMbM.

U 3ABOJIEBAHME NOYEK
Bam Bbiganun 3ToT NINCTOK,

HapyLueHna cnyxa, P I'Iopa>|<eH|/|ﬂ e MoTOMY, YTO Bpa4 3anogospun
HAMPMMEP, 3BOH B yLlax CBA3b umeroueroca y Bac

VNV CHUKEHME CYXa — bonee cepbestbie M H ¢O PMA uMH 3aboneBaHMA noyek

............................. HapyLWeHIA o

CTOPOHbI CEPALI, NOYeK nnﬂ nAuM E HTO B c 6onesHbio Pabpu — peakon,

HapyLeHna I HEPBHOWM CUCTEMbI CepbeBHOﬁl, [, (o] nonnalou.l,eﬁlca
NOTOOTAENEHUS, TUMWYHBI A1 B3POCSIbIX neyeHuiio 6onesHbIo.
NPVBOAALLME K YaCTOMY naumeHToB BC/IeACTBME

MOBbILLEHWIO TemnepaTypbl NporpeccrpoBaHna

e Ioxn 6Oﬂe3HM .................. Korza y naumeHTOB BbIABMAOTCA MPU3HAKM
NePeEHOCMMOCTI XKapbl 1 CUMIMTOMbI CEPBE3ZHOTO NN HEACHOTO
mnmd)mmquKMXHarpyaoK [NoparkeHe noyek NMOPaKEHNA MOYeK, OHM MOTYT YKasblBaTb

Ha Hanuumne bonee CIOXHbIX 3a6oneBaH|/||?1,

OfIHVM 113 KOTOPbIX ABNAETCA 6ONe3Hb
Dabpwn.

HapyLeHWA co CTOPOHI
XKenynoYHO-KNLIEYHOTO

Menkure NprnoaHATble
Haj KOXen TeMHO-

TpaKTa: 607b, TOWHOTA, ~ KpacHble 0bpa3oBaHyiA

pBOTa UM Avapen (aHrVIOKepaToMb) B 3TOM MHOOPMALMOHHOM MaTepuane

------------------------------------------- bonblwe I/IH(I)OpmaLI,I/IVI 0 6onesHun (Da6p|/| nrpynnax nognepxKku [AlOTCA OTBETHI Ha BOMPOChI, KOTOPbIE MOTYT
MOXHO HanTW Ha cante www.Fabry-Disease.ru BO3HMKATb Y Bac B OTHOLUEHNM MPUUMH,

[enpeccua v ycTanocTs BOMb 1 UyBCTBO »KEHNA B pa3gene «[JnA naLuneHTOB 1 YeHOB UX CEMEN» HacneayemMocTu v neyenuns 6onesHn Gadbpu.

B KNCTAX 1 CTOMaXx Takxe npmBeaeHbl pekoMeH4aln © TOM,

--------------------------- 4TO CeayeT fenath, eciv Bam ycTaHoBneH
AVarHo3 3Toro 3abonesaHus.

[oAroToBneHo U GrHaHCMPOBAHO KOMMNaHwe Shire = u
ApanTuposaHo 000 «Liaitep Pyc», Mockea, CmoneHckas ni, a. 3, CMoneHckuii Maccax, Peryc Ire Ire
RUS/C-APROM/FAB/17/0047 [lara nogrotoeku: mapt 2017 MOATOTOBNEHO U GHHAHCMPOBAHO KOMMaHwel Shire



YTO TAKOE BOJIE3Hb ®ABPN?

bone3Hb Gabpn (nu bonesHb AHaepcoHa-Oabpu) —
HeyacToe, HacnefCTBeHHOe 3aboneBaHNe, Bbi3biIBaeMoe
MyTaLMel reHa, KOTOPbI KOHTPONMPYET hepMeHT,
cofepKalLMNCA B KNeTkax opraHmn3mMa. 10T depmeHT
paspyLuaeT onpeaeneHHble NUnasl (K1poBble
BELLEeCTBa).

JTa MyTalMA reHa NprBOANT K OTCYTCTBUIO U
CHVXKEHWIO aKTUBHOCTN JaHHOIo d)eprv\eHTa Yy
MayeHToB C 60one3HbI0 (Da6p|/|, Pe3yNbraTom 4ero
ABMACTCA HakKorieHne nnmaoB B KNETKax OpraHos,

BedylLee K HapyLLEHMIO X HOPMabHbIX GYHKLI.
BosHwKaloT nporpeccupyioLvie HapyLeHws,
conpoBoOXdatoLmeca CambiMm Pa3NTMYHbIMIK
CUMMTOMAaMW 1 OCNIOXHEHVAMM. [ToparxeHie

noyeKk MOXET ObITb OOHVIM U3 STUX CIMIMTOMOB,

HO MOXeT HabmoAaTbCA ¥ NPV OTCYTCTBUM APYriX
OCHOBHbIX MPW3HaKOB O0one3HU. YUnThiBas PuCK
NOYeYHOW HeOCTaTOUHOCTW M IPYrNX OCTIOKHEHM
y NaumeHToB ¢ bonesHbto Pabpw, BaxkHOE 3HaueHne
VIMEIOT PaHHSA AMArHOCTUKA M CBOEBPEMEHHOe
neveHue.

KAKOBA CBA3b MEXAY BOJIE3HbIO ®ABPU 1 MOUM

3ABOJIEBAHUEM NOYEK?

Cepbe3Hble Npobnembl (Takie Kak KUCTbI MoYek,
NPOTENHYPUA UV CHUXEHME QYHKLMN NMOYekK)
00bIYHO BO3HMKAIOT Y MaLUMEHTOB CTapLUero
Bo3pacTa. [pu 6onesHm Oabpn Te nnm VHsle
HapyLLeHNs CO CTOPOHbI MoYek HabnoaaloTCA
6onee uem y 80% NaLMEHTOB, MPUYEM OHM
CTAHOBATCA ABHbIMM Y>Ke B cepefinHe 3 AecATUNETVA
MKU3HM, HO MOTYT BO3HMKATb AaXke B JETCTBE.

bonesHb Gabpun BCNeACTBME CBONCTBEHHbIX

el pazHoobpasHbIX MPOSABIEHNI ObIBAET OUEHb
TPYAHO OTANUMTL OT MHOTUX APYriX bonee YacTbix
3a00MeBaHNIA, 1 NMPaBUAbHDBIA AMarHo3 NauyieHTam

[o3TOMY, eCNvi HEOGBACHNMbIE CUMMITOMBI

CO CTOPOHbI MOYEK BO3HMKAIOT Y MalMeHTa MONOAOTO
BO3pacTa U/Mnv eCiivi MeeTcsa ceMeliHas UCTopKS
PaHO BO3HVIKAOLLIEro CEPbe3HOTO MOPAKEHNA MOYeK,
PEKOMEH[TYETCA CKPUHMHT B OTHOLLIEHNM 6One3HN
Dabpw.

MOXET He YCTaHaBNMBaTbCA rogamu. OaHaKo, ecnu
BO3HVKNO Nofo3peHyie Ha bone3Hs Pabpu, To
TOYHbI AMArHO3 MOXET OblTb YCTAHOBNEH C NOMOLLbIO
MPOCTOro aHanM3a KpoBK.

KAKNPOBOAUTCA JIEMEHUE BOJIEBHU ®ABPN?

Ecnu neuenHne He nposoanTcs, bonesHs Gadbpu

MOXET BbI3bIBaTb YIPOXKAMOLLMIE XKM3HM NMOBPEXAEHMA
OPraHoB, TaKMe Kak KoHeYHasa CTafgnsa nopaxkeHus
noyek, cepaeyHasn HefloCTaTOUHOCTb WM MHCYSBT.,

B €BA3W C 3TUM JKM3HEHHO BaXKHOE 3HaYeHMe UMeeT Kak
MOXHO bonee paHHee 00CejoBaHVe 1 AMArHOCTMKA.

Baw cneupanicT no 3aboneBaHuam novek (Hepponor)
NPOOOITKIT NIeUeHME NoYeYHbIX Npobem 1
COOTBETCTBYIOLLMX CUMMTOMOB, HO 3a JleYeHwre CaMon
6onesHn Gabpu 1 NpefoTBPaLLEHVE ee AanbHEeNLLNX
NPOsBNeHN OyneT OTBETCTBEHEH CreulmanncT

Mo 3TOMy 3a00NeBaHWIO.

B HacTosLee Bpems CyllecTByeT 3dPeKTIBHOE
NeyeHve, CnoCcobHOe NOMOUb NaLMeHTam ¢ 60Ne3HbIo
®abpw. [1ns nosbiLLeHNs YPoBHS AeDULIMTHOTO
bepmeHTa pa3paboTaHa GepMeHTO3aMeCTITENbHASA
Tepanus (O3T), koTopasa NpUMeHAeTcA B BUAE
BHYTPVBEHHbIX BAVIBaHWN. B GonblUMHCTBE CyyaeB
O3T ncnonbayeTtca BMeCTe C ApYrvimMy BUaaMM
NeyeHns, KoTopble HanpaBeHbl Ha KOHKPETHbIE
CUMMTOMbI U MOABVIPAIOTCA MHANBUYANBHO KaXKOMY
NauUneHTy.

YTO HYXKHO AENATD, ECJIU MHE YCTAHOBJIEH AUATHO3

BOJIE3HU OABPI?

Balu Bpay-cneumanncT no 3aboneBaHuamM novek
VNN CemMeNHbIA Bpay CMOTyT pekoMeH10BaTb Bam
HaVMy LA CNOCOb OKa3aHwWs MOMOLLW NMpu Batuem
3a00m1eBaHNM 1 HaNPaBAT Bac Ha KOHCYNBTaLMIO K
cneuvanucTy no 6onesnn Gabpw, KOTOPLIN OLEHWT
Balue 3aboneBaHvie 1 Ha3HauMT COOTBETCTBYIOLLEE
neyeHve.

Bac MoryT Takke HanpaBUTb K KOHCYSIBTaHTY- FeHETUKY,
KOTOPbIN 0OCYANT C BaMu HaCNeACTBEHHYO MPUPOAY
60ne3Hu 1 CBA3aHHbIE C 3TVIM NPOOEMbI.

MockonbKy 6one3Hb Mabpu - reHeTUeCKoe 3ab0eBaHe, STOT ANArHO3 UMEET BaxkKHbIE MOC/IeACTBISA
He TOMbKO [ANA Bac, HO MOXET TakXe MMETL 3HaYeHMe 1 O71A UneHoB Bawen cembu. [ostomy, eciiv Bam

YCTaHOBJIEH 3TOT ANArHO3, O4YEHb BaKHO O6paTI/ITbCFI K BaLLIeMy BPayy Wi KOHCYNbTaHTY-TEHETNKY 3a COBETOM

O MaHNPOBaHMW CeMbW, TEHETUUYECKOM CKPUHWHIE 1 OPYTX aCrekTax.

KAK BOJIE3Hb ®ABPU NEPEAQAETCA YJIEHAM CEMbIA?

bonesHb Mabpu He 3apasHa. ITO HaCIeACTBEHHOE
3a00neBaHme, KOTOPOe MOXET MepeaBaTbCA Mo
3aKOHaM MeHETUKM OT POAUTENEN AETAM.

Kaxk[an KneTka B UenoBeyeckoM OpraHusme
COAEPKMT XPOMOCOMbl — HUTEOOPA3Hble CTPYKTYPbI,
HecyLMe reHeTUYecKyto MHGOPMALIMIO. Y KEHLLMH

B KaXKOW KNETKe MMEIOTCA [1BE X-XPOMOCOMbI

(MO OOHOW OT KaXKAOrO POAWTENS), @ Y MYXKUMH
NMEETCA OfIHA X- 1 OfiHA Y-XPOMOCOMa. [eH, KOTOPbIN
nospexaeH npu conesHn Gadpu, pacnonaraeTcs
TOMBKO Ha X-XPOMOCOME.

Y My>KUMH NPK HanmMumm 3Toro reHa OyayT Bceraa
BO3HVIKaTb NMposiBneHus 6onesnHn Gabpu, Toraa Kak
Y KEHLLMH CYMMTOMbI MOTYT OTCYTCTBOBATb, OblTb
MEHEE MHTEHCMBHBIMM UM BO3HKKATL B Honee
CTapluem BO3pacTe.
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PKeHLMHBI 1 My>KUnHbI, MetoLme
N3MEHEHHbIV FeH Ha X-XPOMOCOME

Ecnn Bam YCTaHOBJIEH AMalrHO3 bonesHu CDa6p|/|, Balu BPay I KOHCYNbTaHT-TEHETWK OLEHAT BMECTE C Bamn

cemeliHyto MCTOPUIO (3TO 06CNIEA0BaHME HA3bIBAKOT TAKXKe aHANM30M POLOCTIOBHOW), UTOObI ONPeaennTL PUCK

HanMyms 3Ton GonesHu Yy BaLumx POACTBEHHMKOB.






