bonesHb Pabpu:
YTO 3TO 3HAUYMT A1 HALLUEeN CeMbMU

BooxHosuM cebs Ha xopowee bydywee, Hecmomps Ha 6one3Hb Pabpu



[aHHan 6powtopa paspaboTaHa Ans Noaei, y KOTOPbIX KTO-1M60 U3 YNeHOB CEMbU MMEET

AUarHoCTMpoBaHHyI 6one3Hb Mabpu. OHa NnpeAHasHa4YeHa AJisl TOro, YTo6bl OTBETUTL HA HEKOTOPbIE U3
pacnpocTpaHeHHbIX BOMPOCOB 0 3a60n1eBaHUK, B TOM YMC/E KaK ONpeAeUTb COGCTBEHHBIW BO3MOXHbIN
puck 3ab6oneBaHus, AMArHOCTUKA 3a601eBaHUA U METOAbI IeUEHUS.

Uro Takoe 6onesHb Pabpu?

BonesHb Mabpu (Takxe HasbiBaeMas 601€3HbIO
AnpepcoHa-Dabpu) - penkoe HacnencTBEHHOE
3aboneBaHue, nopaxatouiee npumepHo 1 13 40 000
MY>UMH, @ TaKKe KEHLLMHbI MOABEPXKEHbI JAHHOMY
3abonesannio.'” TeM He MeHee 3aperncTpupoBaHHbIe
NaHHble BapbMUpyIOTCA B 3aBUCMMOCTM OT
reorpadmueckoro nonoxeHns.” Y naumenTos c
60ne3Hbio Mabpu M3MeHeHMe reHa 03HAYaEeT, YTo

depMeHT nof Ha3zBaHMeM O-ranakTosunpasa A (a-Gal
A) nMbo oTCYTCTBYET, IM60 NAOXO BbIMNOMHAET CBOKO
dyHKumio."” U3-3a 3T0r0 hepMeHT He cnocobeH
pacLLennsThb XKMPHble BELLeCTBa, Ha3blBaeMble
FAMKOCHUHIONMAMAAMM ', KOTOpbIE BNOCIEACTBMM
HaKanaMBatoTCA B KNETKAX, 4TO MPUBOAUT K
nporpeccupyioLemMy 3a60neBaHUI0 U LWMPOKOMY
cnexkTpy cumMnToMoB.

Kak nioau HacnepytoT 6onesHb Pabpu?

bonesHb Mabpu He 3apasHa, HO OHa MOXET
nepenaBaTbCsl BHYTPU CEMbYM Yepes Halll
reHeTuyeckuit Matepuan (ase xpomocombl X [XX] ans
KEHWMH 1 XpOMOcoMbl X 1Y [XY] ansa Myxunn)."*
[eH, BbI3bIBatoWMiA 6onesHb @abpu, mpucyTCcTBYET Ha

MopaxeHHbil reH otua (XY)
nepeaact aedeKTHbIN reH BceM
CBOWM [104€PSM, HO HY OJHOMY
U3 ero CbIHOBeM
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[OETSM B TaK Ha3blBaeMOM X-CLenNeHHOM
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MopaxeHHbli ren Mmatepm (XX)
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AeTeii (CbIHY MK Aovepwu).
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Bo3MoxHble pe3ynbTathl KaXAo0n 6epeMeHHOCTH




KakoBbl cumnToMbl 60nesHu @abpu?

bonesHb GJa6pl4 - CNOXHoe 3aboneBaHue, n NPUYUHBI BO3pacT NoAaBNeHUA CUMNTOMOB BapbUPYETCH, AAXKE B
1314

3a601€BaHMA MOTYT 6bITb Pa3AMUYHBIMK; Y K&KAOMO npeaenax ofHol cembn.”** Y HekoTopbIx Noaeit
Yenoseka MoryT 6bITb CBOM CUMMTOMbI Pa3fMUHO CMMMTOMBI He MPOSBASAIOTCS A0 Bosee No3aHero
cTeneHu TakecTn."” Y ManbumMKOB NepBble CUMATOMbI  Bo3pacTa.”

MOTyT NoABUTLCA B BO3pacTe Ao 10 net,y aeBoyek

I Mpo6nemsbl co U3meHeHus rmas,

CNYXOM, TaKue Kak
TUHHUTYC (3BOH B
yliax) uam noteps
cyxa

HapyweHue
NOTOOTAENEHMS, YTO,
B CBOIO oyepenb,
BbI3bIBaeT YacTble

NIUXOPAAKM U MIIOXYHO

nepeHoCcMMoCTb
»apbl Um
usmueckmnx
ynpaXKHEeHUi

Mpo6nemsl ¢
XKenyao4Ho-
KULLEYHbIM TPAKTOM
WU KULLEYHUKOM,
TaKue Kak 60/b,
TOLUHOTA, pBOTA UK
Avapes

Jenpeccusa u
yCTanoctb

KOTOpble 06bIYHO HE
BUSIOT Ha 3peHue,
KOTOpble MOryT 6bITb
06HapyXeHbl BpayoM

Bonee cepbesHble
npo6nembl,
3aTparusaloLme
cepaue, MOYKU U Mo3r
(MHCYNbT U
TPaH3UTOpHas
uleMuyecKas artaka,
WU «KMUHU-
MHCYNbT»), KaK
npasuo, MOryT
Habniopatbea y
B3pOC/bIX 0 Mepe
pa3BuTUA 6GONE3HU.

AHrmokepatombl
(ManeHbKune
BbINYK/ble TEMHO-
KpacHble NATHA) Ha
KOXe

bonb u 3xoKkeHne
B pyKax u
Horax



Yro Takoe aHanu3 reHeanoru4yeckoro ApesBa

M YeM OH MOXXeT NOMOouYb?

Ecnun y yenoseka anarHoctupoBaHa 6onesHb Mabpu,
[pyrue uneHbl ero CemMbM TakKe MOTyT OKa3aTbCsl B
rpynne pucka.” Mposeas aHaAu3 uneHoB CeMbM 1
M3Y4YMB CEMEeViHbI aHaMHe3, Bpay U / Uin reHeTUYeCcKunit
KOHCY/IBTAHT MOTYT COCTaBUTb KapTy reHeanornyeckoro
npesa ceMbu. ™ (CM. «[ie MOXHO NONyuUTh
MHGbOPMALMIO M KOHCYNBTALMIO?» Ha NoCnenHeil
CTpaHuLe.) TO MOMOXET OMNpeafennTb KTO U3 YeHOB
cembu noaBepKeH pucky'“

MpuMep reHeanorM4yeckoro ApeBa NokasaH Ha
fmarpaMmme Huxe.

ECnM OKaXeTCs, YTO KTO-TO M3 UNIEHOB CEMbM HAaXOAMTCS B
rpynne pucka, To 04eHb BaXKHO NPOiATH 06cneaoBaHue Ha
Hannume 3a60neBaHMs, Aaxe eCiin y HEro HeT HUKaKMX
CMMNTOMOB, OTOMY YTO CMMMTOMbI MOTYT NPOSIBUTCS
HamHoro nozxe'*’

KOHCynbTaHTbl MO reHeTUYeckMM BONpocam MoryT
npefocTaBUTh BClO HeobxoAnMyto MHdopMaLmio 06
06Cnef0BaHUM, YTOBbI YNeHbl CEMbM U3 TPYNMbl pUcKa
MO PELLUNTb, Kak UM NOCTynuT "

Ecnu 66110 NpuHATO peleHne NpoiTh obcnenosaxue, To
MOXHO MCMOMb30BaTb NPOCTOE TECTUPOBAHUE NATEH
cyxoit kpoBu.”>”* Eciu pesynsTaT NoNoXMTeNbHbIN, TO
HeobxoaMMo caenaTb aHanu3 KpoBM AN U3MepPeHuUs
akTuBHocTH hepmeHTa u JHK-TecT ana noatsepxaeHus
nedekTHoro reHa.”

Mpumep aHanusa reHeanoruyeckoro apesa 6onesHu Pabpu:

UHpeKc nauueHTa
(unun «npo6aHa»):
epBbIt YenoBek B
ceMbe, y KOTOpOro
[IMarHoCTUPOBaHa

Om

60ne3Hb Dabpu

Mpu aHanuse reHeanorMyeckoro ApeBa KBaapaTbl NPEACTABNAIOT MY>XUYUH, KPYTU -
YKEHILMH, a 3aITPMXOBaHHbIE (DUrypbI - INLIA, KOTOPbIE MOTYT NOABEPKEHbI PUCKY

3a6onesaHus 6onesHbio Mabpu.”




KakoBbl npenMmyuiecrtea paHHero 06cnepoBaHUA U AUArHOCTUKKU?

PaHHsa amarHoctika 6onesnn Mabpu MOXeT UMETh nporpeccuMpoBaHue 60Ae3HM M YYULWUTb Ka4ecTBO
OYeHb MONOXUTENbHOE BAUSIHUE Ha NaLMeHTOB.”IT0  XM3HW.”

CBA3aHO C TeM, YTO CYLLECTBYIOT AOCTYMHbIE METOAbI Huske onmcaHbl Ba YTBEPXKAEHHbIX CNeLUPUUHbBIX
NeYeHNs, KOTopble MOryT MOMOYb 3aMeanTh TMNa neyenns 6onesnn Mabpu.

3amectuTensHas Y nioaeii ¢ 6onesHbio Mabpu GepmeHT a-Gal A nMbo oTcyTcTBYeT, IM60 He
$epmenTHas (bYHKLMOHUPYET (MK He paboTaeT) AomKHbIM 06pasom. Mpu 3T nroam ¢
Tepanus (®3T) 6onesHbio Mabpu nonyyatoT pabouyto Bepcuio GepMeHTa.

LlanepoHHas Mpu 6one3Hn @abpu GpepmeHT a-Gal A MOXET NpUCYTCTBOBATb, HO He
Tepanus (LUT) paboTath AOMKHbIM 06pasoMm. LUT MoxeT noasepKmMBaTh ypoBeHb hepMeHTa
1 nomoratb ero dyHKLMOHMPOBaHUI0. OLHAKO HEe BCEM MaLMEHTaM MOAXOAUT
LUT - Tonbko nauneHTam c onpeaeneHHbIMU U3MEHEHUSIMU FEHOB.

Takxke A0CTYMHbI OMNONHUTENbHbIE METOfbI
NeyeHns, He cneunduuHble ans 6onesnn Mabpu;
OHU MOryT NMOMOYb CﬂpaBMTbCﬂ C cmMnToMamMmn
3abonesaHus.”

Elle 0AHO NpemMMyLLeCTBO AMarHo3a - 310
BO3MOXHOCTb MOMYYUTb FeHETUYECKOe
KOHCYNbTMPOBaHMe. KOHCYNbTaHT NO reHeTYecknm
BonpocaM mMoxert:"

B NpepocraButs HeobxoauMmyto
nHdopMaLmio 0 3aboneBaHnn 1
CBSI3aHHOM C HUM
HaCneaCcTBEHHOCTY.

I 06cyauTb BONPOC NpeHaTanbHoro
TECTUPOBAHMS U COMYTCTBYHOLLMX
peLueHni

I Oxa3zaTtb MOMOLLb B ONpeaeneHunm
HeobX0AMMbIX PecypCcoB NOAAEPKKM




fae MOXXHO nonyunTb HPOPMALUIO U KOHCYNbTaLUIO?

[lns Bcex, KTO HAXOAMTCS B rpynne pucka,
CYLLLECTBYHOT Pa3MYHbIE UCTOUHUKU MHDOPMALMK U
CMEeLManuUCTbl, y KOTOPbIX MOXKHO MONYYMuTb
KOHCY/bTaLMIO.

MeauumMHcKne paboTHUKM MOTYT NPefoCTaBUTb BaM
HeobxoauMyto MHpopmaumio o 6onesHu Mabpu,a
TaKkXe 0 TOM, KaK ee MOXHO AMarHoCTMpoBaTb U O
MeTo[ax ee IeYeHus.

KoHcynbTaHT no reHeTMYECKMM BOMpocaMm - 3T0
cneumanbHo 0by4eHHbI Cneumanmct, KoTopbli
paboTaet ¢ NoabMU, CTPAAALWMMU FTEHETUYECKUM
3aboneBaHneM, U YUneHaMu ux cemei. Mx uensb -
npenoCcTaBUTb STUM NIOAAM CHanaHCUMpOBaHHYHO
MHbOpMaLMIO U NOAAEPXKKY, 4TOObI OHM MOMM AenaTb
0CO3HaHHbIN BbIOOP B OTHOLIEHUM COBCTBEHHOTO
3[0pPOBbS U CTPOUTb AabHEMLIME NNAHbI HA XKWU3Hb.

Kpome Toro, Heo6xoanMMyI0 MHOPMaLMIO M NOAAEPXKKY MOTYT NPeA0CTaBUTb COOGLLECTBA NALMEHTOB,
Takue Kak Fabry International Network. bonee noapo6Hyio MH(pOpMaLUI0 MOXXHO HAlTH Ha

http://www.fabrynetwork.org/

Takxke noneseH cant www.fabrydisease.info, rae co6paHa uHgopmauus 06 onbite N0AENH, KOTOPbIE
o6cyxpanu 6onesHb Mabpu co cBoel ceMbel, a TaKKe MMeeTcs A0NOIHUTeNIbHas MH(OopMauus 06

3TOM 3a60/1eBaHUMU.

[na nony4yeHus AoNoAHUTENbHOM MHOpMaLumn nocetTute www.Fabrydisease.info
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