KAKOBblI CMMNTOMbI BOJIE3HU ®OABPIA?
[ ]
Y Kaxaoro nauveHTa 6onesHb Gabpu MoXeT NPOABAATLCA MO-Pa3HOMY, CTEMeHb BblpaKeHHOCTV CMMNTOMOB
N X KOM6I/IHaLLI/II/I MOFyT oTnYyaThCa. Huke I'IpI/IBO):LﬂTCﬂ Ha|/|60ﬂee yacCTble r|p|/|3Ha|<|/| N CUMMNTOMbI:
CoobLieHVe YneHam CeMbM O TOM, YTO Y HIIX AVIArHOCTYIKY 1 NeYeHe Tex POACTBEHHNKOB,
MOXET NMETbCA PUCK pa3BuTusa bonesrn Gabpu, Y KOTOPbIX UMEETCA PUCK Pa3BUTUA BonesHK
npencTaBnsaeTcsa HenpocTon 3afgader. OaHako Ball ®abpn. A B P M
Kpome Toro, CyLecTByeT HeCKOMbKO OpraHm3aL|ui

MalMeHTOB, B KOTOPbIX MOIYT MPedoCTaBTb

BPaY MSIN KOHCYNBTaHT-TeHeTUK MOTYT NPeanoKnTb
H0nbLIOe KONMYECTBO Crocob0B, 0bneryatomx
obljeHMe C BaWVIMKU POAHbIMA. [1eCTBUTENBHO,
nepep Tem, Kak NoroBOpUTb C YfieHaMmy BaLle
HapyweHna cnyxa, —— [lopaxenusa rma3 CembM, NONPOCUTE COBETa Y STUX MEANLIMHCKIX A 6
HarMprMep, 3BOH B ylllaX oy cneymanmcTos. OHKM NOAroTOBAT Bac K MCKpeHHeMy SR ED ST ORI Ea R HIDMEOAATER
U CHUXKEHWE CyXa

1 BaXKHOMY pa3roBOpY, KOTOPbIN 0ONerymnT PaHHIo

Boriee cepbestibie | Hq)o PM Aum a BonesHb ®abpn —

OOMNOJTHNTETbHYIO VIH(I)OpMaLI,I/HO 1 MOMOLLb.

HIXe.

HapyLeHVA CO CTOPOHDI peaKkoe, cepbesHoe,
ANA NALUEHTOB o
NOTOOTAENEHNS, 1 HEPBHO CUCTEMbI neyeHuto 3aboneBaHue.
NPMBOAALLME K YaCTOMY TUMWYHBI AN B3POCTIbIX
MOBbILEHNIO temnepawpm NaLVEeHTOB BCIEACTBME il 260 BB G- 6T
[N vioxon NpOTpECCrpOBAnA MaTtepuana CoCTOUT B TOM, YTOObI
NEePEHOCKMOCTM XKapbl 6onesHn

OTBETUTb Ha PAL BOMPOCOB, KOTOPbIe
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¥ U3NYECKMX Harpy30K
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MOTYT BO3HMKaTb Y BAaC O MPUYMHAX,
HacnegoBaHNM U NeYeHny 6one3Hu
Dabpw, a Takxke AaTb pPeKoMeHAaLUM
O TOM, UTO HY>KHO 1eNaThb, eC/n Bam

Menkure npunogHAaTble Hag

WM YneHy Ballen CeMbM YCTaHOBMEH

HapyLueHnsa co CTOpOHbI KOXEWN TEMHO-KpacHble

KeNyOOYHO-KMLLEYHOTO O6pa3OBaHI/IF| OarHo3 31oro 3a00neBaHus.
TpakTa: 60s1b, TOWHOTA, (@HrMokepaToMmbl)
e Bonbwe nHpopmayum o 6onesHn Gabpu 1 rpynnax NnogaEPKKN

PBOTa 1 AMapes
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MOXHO HanTn Ha canTe www.Fabry-Disease.ru
B pa3gene «[na naumeHToB 1 YNEeHOB UX CeEMEN»

bonb 1 byBCTBO MKeHnA

B KNCTAX M CTOMax
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Len peccna 1 yCTanoCTb
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YTO TAKOE BOJIE3Hb ®ABPU?

bonesHb ®abpu (Mnn 6onesHb AHOEPCOHa-

Dabpw) — 3TO HeuacTasd HaceACTBEeHHaAnA

O0one3Hb, BbI3blBAEMAs CHMKEHVIEM aKTVBHOCT
bepmeHTa, KOTOPbIV Ha3biBaeTCsA anbda-
ranaktosmgasom A, BCNeacTBme reHeTMyeckoro
M3MeHeHVs (MyTaLms). ITOT GepMeHT OTBETCTBEHEH
33 pa3pyLUeHVe XMPOBOIO BELLIECTBA, Ha3biBaEMOro

rnoboTprac3nILIEPaMUAOM (Gb3), B KNeTkax
opraHusma. Hakonnexve Gb, B knetkax
HapyLwaeT 1X ObbluHble QYHKLIMW, MPUBOANT

K MporpeccypytoLiemMy NOBPeXAEHNIO OpraHn3Ma
Y BO3HUKHOBEHMIO pa3HOO0Pa3HbIX CMMTOMOB

N OCTTIOXKHEHWIA.

KAK YCTAHABJIBAETCA AVATHO3 BOJIE3HU OABP?

BonesHb Gabpu ObIBAET OUEHb TPYAHO OTIIMUNTD
OT boree PacnpPOCTPaHreHHbIX 3a00NeBaHNI,

W MaLMEHTBI MOTYT B TEYEHVE MHOTUX NeT
0CTaBaTbCA 6e3 NpaBWNbHOro AvarHo3a. OaHako
Noche TOro, Kak BO3HWKIIO NMOA03PEHNE, YTO

y MaLyieHTa MOXeT MMeTb MecTo 6onesHb Dabpy,
TOYHbIN AMArHO3 3TOrO 3a00MEBAHNA MOXKET ObITb

Neyenune 6onesHn Qabpr COCTONT B 3aMeELLEeHNN
AepUUMTHOrO GpepmeHTa C MOMOLLbIO
bepmeHTo3amecTuTenbHOM Tepanun (B3T). OHa
NPOBOAMTCA C MOMOLLbIO BHYTPVBEHHOTO BNVIBAHMS.

YCTaHOBMEH C MOMOLLIbIO MPOCTOrO aHan13a KPoBMW.
[No3TOMY, €Cnnt Bbl MOAO3PEBAETE, UTO Yy BaC WK

Yy KOTO-TO 13 BaLLIMX POLHBIX MOXET OTMeUaTbCA
60one3Hb Qabpw, HyHO MOrOBOPUTHL C BaLLMM
CcemeinHbIM BPaYoM O AanbHEMWX KOHCYbTaLmMAX
v 0bCnefoBaHWK Y creuyanicTa no reHeTUYecKrm
3300M1eBaHNAM.

B 6onbwmHcTae cnyvaes O3T ncnonb3yetca

BMECTe C Pa3NYHbIMY METOAAM NTeUYeHNA
KOHKPETHBIX CUMMTOMOB. DT METOfbI MOAOUPAOTCA
NHAMBUOYANbHO.
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KAK BOJIE3Hb ®ABPU NEPEAAETCA YIEHAM CEMbIA?

BonesHb Qabpn He 3apa3Hoe, a HacNeCTBEHHOe
3aboneBaHme, KOTOPOE MOXET NepeaBaTbcA

MO 3aKOHaM reHETVIKI OT POAUTENEN K AETAM, TaKMM
00pa3oMm, Kak 3TO MoKa3aHO HIUKE.

Kaxkaada KneTka B YUenoBeuyeckoM OpraHmn3me
CONEPKMT XPOMOCOMbI — HUTEOOPAa3HbIe
CTPYKTYPBbI, HECYLLME reHeTNYeCKYo MHbopMaLio.
Y KEHLWMH B KaXKOOW KNEeTKe NMEIOTCA

[1Be X-XPOMOCOMbI (MO OAHOWM OT KaXaoro
POAUTENS), @ Y MYXKUVH MMEETCA OfiHa X- 1 Of1Ha
Y-XpOMOCOMa (X-XpOMOCOMa MonyyeHa OT MaTepu,
a Y-xpoMoCcoma — OT OTLa).

[eH, KOTOpPbI MoBpexaeH Npw bonesHn Gabpy,
PACNONaraeTcA Ha X-XPOMOCOME, TO O3HAYAET, UTO
OHO Bcerfa byaeT BO3HNKATb Y My>KUMH, TOrAa Kak

Y KEHLWVWH (VX Ha3bIBAKOT <HOCUTENAMIY) CUMMTOMbI
MOTYT OTCYTCTBOBATb WM BO3HWKAIOT, HO BblPaKeHbI
HEe CTOMb 3HAUUTENBHO, KaK Y MY>KUMH, UK
NOABNAIOTCA B bonee CTapwem Bo3pacTe.

Y MaTtepu-HOCUTENs LWaHC NepeaaTh 3TOT
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@ [leBOYKa C U3MEHEHHbBIM FreHOM
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V3MEHEHHbIN reH pebeHKy (ManbumKy 1iv AeBOYKeE)
cocTaBnset B cpeaHem 50/50, a bonetoumii oTell
nepenacT M3MEHeHHbI reH CBOUM AouepsaM, HO He
nepenacT CbIHOBbAM. Hike NpyBOAATCA pe3ynbraThl
3TVIX ABYX CLieHapUeB:

.............................................................................................................................................................................

CLEHAPUN 2
VI3MeHEHHbBIV reH MMeeTCa y OTua
[ | O
X'Y ' X X
POAVTENN
| [ | |
I |
[] XY ® XX
| [ 1]
OETU

I l/I3MeHEeHHbIN reH

l Her3meHeHHbI reH

KAK Y3HATb, MOT JIU KTO-HUBYAb U3 MOUX
POACTBEHHUWKOB YHACJNIEAOBATDb BOJIE3Hb ®ABPIU?

[eH, OTBETCTBEHHbIN 33 6one3Hb Qabpu, MOXKET
nepenaBaTbCs Yepes OOMbLLOE YUCIIO MOKONEHNA,
NO3TOMY MOTEHLMANBHO OOMBHBIMY MOTYT ObITb
MHOr e brVKH1E 1 fanbH1e POACTBEHHMKIA. [1ns
onpeneneHna pycka Hacneaosanua 6onesHr Gabpu
BaLUMMIM POACTBEHHMKAMI, BPaY MOMPOCUT Yy Bac

CBeAeHUA O MeaVLIMHCKOM UCTOPWN YiIeHOB CeMbM
VI COCTaBUT CXeMY CEMENHOTO «AepeBay, NCMOMb3yA
CUMBOJTbI 415 M300PaKeHIst FeHeTUYeCKIX
B3anMOCBs3en. COCTaBNeHME TaKOW CXEMb
Ha3blBalOT aHANIM30M POAOC/IOBHOMN.

G YTO NPEACTABJIAET COBOU AHANIN3 PO OCJIOBHOW?

Ha «nepeBe», n306paxatoLLieM Pof0CIOBHYO
Cembl, KBaApaT1KamMy 0B603HaYaOT My»KUH,

KDY KKaMV — >KEHLLIMH 1 3aTEHSIOT GUrypbl Ans
TEX JINLY, Y KOTOPBIX MO0 OTMeYaTbCA AaHHOE
3aboneBaHme. ITa Cxema NMo3BONAET NPeACTaBUTb
60MbLLIOE KOMMYECTBO CKOHLIEHTPUPOBAHHOW
MHOOPMALIMM B BAE MPOCTON Anarpammbl. Bpaunm
MOTYT B AlafibHelLLIEeM 1CMob30BaTh ee A
BVI3yan13aLin TUNOB HAaC/IeA0BaHNS, BbIUUCIEHNS
PVICKa 119 KaXAOrO YieHa CeMby U BbISIBNEHNS
TEX MWL, KOTOPbIE JOMKHbI ObITb 06CIEA0BAHbI /14
YCTAHOBNEHWs AMarHo3a.

YTO HYKHO AEJIATD, ECJ/IN
MHE YCTAHOBJIEH AVNATHO3
BOJIE3HU ®ABPIU?

BonesHb Qabpu — cnoxHoe 3abonesaHue,
KOTOPOE YacCTo He AMarHoCTUpyeTCa Uiu
AVIAarHOCTUPYETCA HeNpPaBMIbHO. TOUHbIN AMarHo3
NO3BOSIAET CBOEBPEMEHHO HauaTb neyeHune. B ceA3n
C HaCNeACTBEHHbIM XapaKTepOM 3TOro 3aboeBaHns
€ro AMarHOCTMKa BaXKHa He TOMbKO AJ1A Ballero
3A0POBbBA, HO MOXET TaKXkKe UMETb 3HauUeHe /14
uUfIeHOB Balliel CemMbl.

Y Ka/JOro BHOBb BbIAB/IEHHOMO MaLieHTa C 60Me3HbI0
(Dabpu (ero HasbIBaIOT «MPOOAHAOM) C MOMOLLbIO
aHanV3a POAOCIOBHOM B CEMbE M3 HECKOMbKMX
MOKONEeHMM MOMHO BbISBUTb PAL AONONHNTENTbHbIX
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CIlyyaeB 3TOro 3aboneBaHwA. [103ToMy HeobXxoarmo
MOrOBOPUTH C BALLMM BPAUOM WA KOHCY/BTaHTOM-
reHeTVKOM O CO3[jaH1N CEMENHOrO POAOCIOBHOMO
«iepeBax, 4Tobbl MOHATD, TPeOYeTCA I NPOBeAeHNe
06c1e0BaHNA KOMY-MO0 113 BALUMX POAHBIX.





