KAKUE HABJIIOJAIOTCA CUMINITOMDI?

bone3Hb Pabpur — CnoxHoe 3aboneBaHue, y Kaxkaoro nauyieHTa MoryT HabnoaaTbCs Pa3nnyHble KoMOMHaLMK
CUMMNTOMOB VM Pa3Has WX CTEMeHb BbIPAXKEHHOCTU. Hike nepeynciaioTcs Hambonee yacTble NMpu3Haky
1 CUMMTOMBL..
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rAE MOXXHO HAUTU AONONIHUTENIbHYIO
MHOOPMALUIO UMNMOALAEPXKY?

CyLecTByeT MHOXECTBO CMOCOO0B NOAAEPMHKKM neyYyeHs 3abonesaHns 1 Balvx B3aMOOTHOLLIEHNI
naumeHToB ¢ 6oneHbio Mabpu. Ball Bpay, KOHCYNBTAHT-  C WieHamm ceMbu. Hitxke npeacTasneHa Hpopmaums
FEeHETVIK M MECTHaA OpraH3aLmaA NaLunMeHToB MoryT O MECTHbIX OPraHM13aLMsaX NaLeHTOB.

npeaoCTaBnTb NMOMOLLDL 1 1aTb COBETbI B OTHOLLEHWN

Bonbwe nHpopmaunn o 6onesHn Gabpu 1 rpynnax nogaepxKm
MOXXHO HalnTu Ha cante www.focusonfabry.ru
B pa3gene «[lna nauneHToB 1 YEHOB X CEMEeN»

oAroToBNeHo 1 puHaHCMPOBaHO komnaHwel Laiep . -
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BbOJIE3Hb
OABPIA

Y NAUUEHTOB,
NMEPEHECLUNX UHCYJIbT

[NofAroToBneHo 1 GuHaHCMpoBaHo KomnaHvel Waiiep

Bam Bbiganun sTtot

JINCTOK NOTOMY,

4YTO Bpa4 3anofo3pwn CBA3b
nepeHeceHHoro

Bamun nHcynbta

c 6onesHbio Pabpun —
peakon, cepbesHomn,

HO NoAAAIOLENCA NeUYEHNIO
6onesHblo.

VIHCynbT BO3HWKAET BCIeACTBME
BHE3aMHOro HapyLLEeHMA KPOBOOOPaLLEeHMA
roNoBHOro Mo3sra. O6bIYHO MHCYLT
CNyYaeTcA B MOXKMIOM BO3PACTE, OHAKO
KOrfia OH Cily4aeTcA B MOMIOAOM BO3PacCTe,
VIHCYNBET MOXET YKa3blBaTb Ha Hanmume
Bonee CNOXHbIX 3a60NEBAHI, OAHVIM

V13 KOTOpbIX ABNAETCA 60Nne3Hb Mabpu.

B 3TOM MHQOPMALMOHHOM MaTepwane
[13l0TCA OTBETHI HA BOMPOCHI, KOTOpble
MOTYT BO3HMKaTb Y Bac B OTHOWEHMM
NPUYMH, HAaCNIEAYeMOCTH U fleYeHns
6onesrn Gabpu. Takxke NprBeaeHb
PEKOMEHALIMW O TOM, YTO CeflyeT AenaTb,
ecnu Bam ycTaHOBNEH AMarHo3 3Toro
3aboneBaHuA.

¢Shire



YTO TAKOE BOJIE3Hb ®ABPU?

bonesHb Pabpu (nn bonesnb AHaepcoHa-Pabpr) —
pefKoe HacneACTBEHHOe 3aboneBaHMe, Bbi3blBaemoe
MyTaumel reHa, KOTOPbIN KOHTPONMPYET BaXHbI
bepmeHT, coaepKaLMNCA B KNeTKax OpraHmama.

STOT depMeHT pa3pyLiaeT onpefeneHHble MMnuabl
(>KVpOBbIE BELLECTBa)..

STa MyTalVs reHa NPYBOAUT K OTCYTCTBUIO UK
CHUXEHMIO aKTUBHOCTY AAHHOTO GepmeHTa
y NauneHToB ¢ 6onesHbio Gabpu, pe3ynsTatom

YEro ABMAETCA HaKOMNEHNE NMMNNAOB B KNETKax
OPraHoB, Beflylljee K HapyLLIEHWIO X HOPMabHBIX
GyHKUMI. BO3HVMKAIOT NMporpeccupytoLine HapyLleHNs,
COMPOBOXKAAIOLLMECA CaMbIMM PA3IYHBIMM
CUMMTOMAaMU U OCTIOXKHEHUAMM, VIHCYNBT MOXeT

ObITb OAHVIM 113 STUX CUMIMTOMOB, HO MOXET
HabMoaaTbCA ¥ NPV OTCYTCTBUM APYIX OCHOBHBIX
MpW3HakoB 60Me3HN. YunTbiBas PUCK PeLVAMBHOIO
VHCYNBTa U ARYIX OCNIOMKHEHWI Y MaLUEHTOB

C 6onesHbto Pabpw, BakHOE 3HaUEHUEe UMEIOT PaHHAS
AVArHOCTVIKa ¥ CBOEBPEMEHHOE leYeHNe,

MHCYNbT Y NALUEHTOB C BOJIE3HbIO ®ABPU

|_|pl/ll-II/IHbI, npmBodALLne K PasBUTUIO NHCYNbTa,
CyLLeCTBEHHO Pa3fiNyatoTCA B 3aBNCMMOCTN OT
BO3pacCTa nMaureHTa; CHMTaeTCA, 4TO 3TO 6onesHb
MOXWNOro HaCeneHms.

|_|O9TOMy 0coboe BHUMaHWe LOJIIPKHO yAENATbCA
NHCYNbTY Yy MOIO[bIX MaUVEHTOB.

HecmoTpA Ha TO, UTO MHCYIET BCTPeYaeTcs y
MOMOABIX NaLeHTOB C 6one3Hbio Pabpu, OH Takxe

MOXET NPOM30M1TY 1 B Bomee CTapLem Bo3pacTe
y MauUMeHTOB, CTPaJAoLLMX 3TM 3a0051eBaHVEM.
OH uacTo ObIBaeT NepPBbIM NMPOABNEHVEM
6onesHr abpu MOXET NPUBECTU K HAPYLIEHWIO
KpOBOOOPALLIEHNS B YUYACTKe rONIOBHOMO MO3ra

3a CYeT HenocpeaCTBEHHOTO M3MEHEHNA COCY0B
MO3ra WK 3a CYET HapyLLIeHNs cepaeYHOw
JeATeNbHOCTL.

KAKYCTAHABJIUBAETCA AUATHO3 BOJIE3BHU OABPI?

bonesHb Pabpu BCNeACTBME CBOMCTBEHHbIX el
Pa3HOOOPa3HbIX MPOSBNEHN ObIBAET OUEHb
TPYAHO OTAIMYUTB OT MHOTVIX APYT X, 6oMee YacTbix
3a00/1eBaHNI, U MPaBWIbHBIM AMarHO3 MaLyieHTam

MOXeT He yCTaHaBNMBaTbcA rofamu. OnHako, ecn
BO3HVIKNO Noao3perme Ha 6onesHb Gabpw, TO TOUHbI
AVarHO3 MOXET ObITb YCTaHOBMEH C MOMOLLBIO
NPOCTOrO aHan3a KpPoBMi.

KAKNPOBOAUTCA IEMEHUE BOJIESHU ®ABPU?

Ecnv neyeHue He npoBoautcs, 6onesrb Gabpu MoxeT
B KOHLIE KOHLIOB MPUBETCM K MOBTOPHBIM MHCY/BTam
VN APYTUM YTDOXIOLLMM KU3HW NMOBPEXAEHVAM
OPraHoB, TaKMM KaK NMoYeyHas unm cepeyHas
HEAOCTaTOUYHOCTb. B CBA3M C 3TUM XKIM3HEHHO

BaXKHOE 3HaUeHVie MMEET Kak MOXKHO 6onee paHHee
obcnefoBaHvie 1 AnMarHoCTuKa.

Balu cneumanncT no MHCYNBTY NPOAOMKIT eyeHure
VHCYmbTa 1 COOTBETCTBYIOLLIMX CUMMTOMOB, HO 3a
neyeHne camoit bonesHr Oabpu 1 NpenoTepaLLEeHVe
ee [anbHEeNLLIMX NPOSBNEHW OyAET OTBETCTBEHEH
CneymaniicT no 3ToMy 3aboneBaHuIo.

B HacToslLee Bpems CyllecTyeT abdeKkTrBHOE

Balu Bpay-cneymanmct no NeYeHnto MHCYbTa

NN CEMEMHBIN BPaY CMOTYT peKOMEH0BaTh Bam
HanMyyLLIM CNocob oKazaHunsa NoMoLLm Npu Batem
33b0neBaHNM 1 HanpaBAT Bac Ha KOHCYMbTaLWIO K
cneymanncTy no 6onesnn Oabpu, KOTOPbIV OLEHWUT

neyeHvie, CocobHoe MOMOYb MaLieHTam C 60Ne3HbI0
®abpun. [1na noBblleHUA YPOBHA AePULIMTHOTO
dbepmeHTa pa3paboTaHa pepmeHTO3aMeCTTeNbHasA
Tepanua (O3T), KoTopasa NpUMEHAETCA B B1aE
BHYTPUBEHHBIX BNVBaHWIA. B 60NbLIMHCTBE CNyyaeB
®3T ncnonb3yeTca BMeCTe C APYrMM BUAAMA
neyeHus, KOTopble HamnpaBeHbl Ha KOHKPETHbIe
CUMNTOMbI 1 NOABUPAIOTCA UHANBUAYANBHO KaXKAOMY
nauvieHTy. K CoKaneHmio, HeT JOKa3aTesbCTBO, UTO
D3T MOXET NPenoTBPaTUTL MHCYBTHIL. OAHAKO,

6bin0 ycTaHosneHo, yto O3T 3ameansaeT pa3BuTue
NoBPEeXAeHWI, Bbi3BaHHbIX 6one3Hbio Gabpu B Apyrix
BaXKHbIX CUCTEMaxX OPraHOB, TAaKWX Kak cep/Le 1 NOYKM

Balue 3abonesaHue v Ha3HauYMT COOTBETCTBYIOLLEE
neyeHne. Bac MoryT Takke HanpasuTb

K KOHCYNBTaHTY-TeHETUKY, KOTOPbI OBCYANT C BamM
HaCcneACTBEHHYIO NPMPOY 6ONE3HM 1 CBA3AHHbIE

C TVM NpPobnembl.

[Nockonbky 6onesHb Gabpu — reHeTnyeckoe 3aboneBaHne, STOT AMArHO3 MMEET BaxkHble NOCNeACTBYIA
He TOMbKO 418 Bac, HO MOXET TakKe MMETb 3HaUYeHue 1 AN UneHoB Bawen cembn. [TosTomy, ecim Bam

YCTaHOBJIEH 3TOT AMArHO3, O4EHb BaKHO O6paTl/ITbCﬂ K BaLuelv\y BPa4y Wi KOHCY/IbTaHTY-TEHETNKY
3a COBETOM O MJ1aHNpPOBaHMK CeMbK, TEHETUYECKOM CKPUHUHIE 1 OPYTMX aCreKTax.

KAK BOJIE3Hb ®ABPU NEPEAQAETCA YJIEHAM CEMbIA?

BonesHb Mabpn He 3apasHa. ITO HacneACTBEHHOE
3ab0neBaHue, KOTOPOe MOXKET NepeaBaThCs
MO 3aKOHaM reHeTnKnM oT pogmenem OETAM.

Kaxxaasa KneTka Tefia YenoBeka CoAepIT XPOMOCOMBI,
KOTOpble ABAAIOTCA HUTENOAOOHBIMI CTRYKTYPamMK,
HECYLLIMMM TEHETUYECKYIO MHOOPMALINIO, Y KEHLLIMH
eCTb ABE X-XPOMOCOMbI B KXKIOW KNeTKe, a 'y

MY>KUMH — OfiHa X 1 0fHa Y-xpoMocoma. [ledekTHbIN
reH, KOTOPbI Bbi3biBaeT 6one3Hb Mabpu, pacronoxeH
TOMBKO Ha X-XPOMOCOME.

My»KUMHBbI, y KOTOPbIX €CTb 3TOT reH, Bceraa
3a00/1eBaloT, TOrAa Kak Y EeHLLUMH CUMATOMbI MOTY T
OTCYTCTBOBATb, ObITb MEHEE NHTEHCUBHbBIMM SN
BO3HMKaTb B bonee cTapluem Bo3pacTe.
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KeHLmHa 1 My>K4YHa C NMOBPEXKAEHHbDIM
feHOM B X-XDOMOCOMG

Ecnv Bam YCTaHOBJIEH ANArHO3 6onesHu (Da6p|/|, Balwu Bpay N KOHCYNbTaHT-TEHETUK OLEHAT BMECTe C Bamu

C€M€|7IHy}O NCTOPUIO (310 O6CJ'I€,£I,OBaHI/I€ Ha3bIBalOT TaKXe aHaJTM30M pO,D,OCJ'IOBHOIZ), YTOOBbI onpegennTb pUCK
Hanuums 3Ton GonesHu Yy Bawmx POACTBEHHNKOB.






