TAE 4 MOT'Y IIOAYYUTD AOIIOAHUTEADBHBIE
CBEAEHUA U IIOAAEPZKKY?

CyI1IEeCTBYET MHOXECTBO CIIOCOBOB
TTIOAASPXKM TTALIMEHTOB C BOAS3HBIO
®abpu. Batll Bpay, KOHCYABTAHT-TEHETMK
¥ MECTHOY OPIaHU3ALIMS ITALIMEHTOB
MOT'YT ITPEAOCTABUTE TIOMOILb M AQTh

COBETHI B OTHOIIIEHUM ASUYEHIMS
3a60AEBAHMSA ¥ BAIIMX B3AMMOOTHOIIIEHI
C YAeHOMM ceMbl. Hike BBl MOXeTe HATHU
MHOOPMALIMIO O MECTHBIX OPIAHM3ALIMAX
TTOLIIEHTOB.

Boarbiiie mHbopMALIMM O Boae3HM PabpuU U I'PYIIIIAX [TOAAEPXKKNU
MOXXHO HAUTM HA caute http//www.fabry-disease.ru
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3a0oreBaHue cepdua
A makxe dpyaue ¥
CUMNIMOMDI?

OAE3HDb PABPU

CPEAVU IIAITUEHTOB
C IIOPAKEHUEM CEPAITIA
HEYCTAHOBAEHHOU STUOAOI'U

BbI ITOAYYMAM AQHHYIO GPOILIIOPY,

TAK KAK ITOPAXXeHMe CepALa
Y Bac MoxkeT O6bITh CBA3AHO

¢ 6onesHbI0 Pabpu, KoTOpASa
IIPEeACTABASIET COb60OM pepkoe,
IIOTeHLIMAABHO TSKENOe,
reHeTu4deckoe 3aboneBanue.!

<
OAGPH

Koraa rmanmeHTsl O6pallidioTCs K BpAdy
C IIPU3HAKAMY M CUMIITOMOMM TSIZKEAOT'O
TIOPAXEHNSA CEPALIA MAM TIOPAXKEHUS
CEPALIQ HEYCTAHOBAEHHOM 3TUOAOTMHA,
3TO MOXET 'OBOPUTb O MHOXECTBE IIPUYMH,
AEXAIIUX B OCHOBE ACHHBIX HAPYIIIEHNH,
OAHOM 13 KOTOPBIX MOXET ObITh OOAE3HDb
dabpm.*4

HeAb ACHHOM OPOIIIIOPEI —
I[IPEAOCTABAEHME OTBETA HA HEKOTOPHIE
BOITPOCHI, KOTOPEIE MOI'YT BO3HMKHYTh

v Bac, o mprnunHax, HOCACAOBAHMM

" AeveHnm 6oaesHu ®abpu.

TToproToBAeHO OO0 llamep Pycs,
MockBa, CMOAEHCKAS TIA., A. 3, CMoaeHCcKuM Ilaccax, Peryc
C-ANPROM/RUS//0078 AATa rIOATOTOBKM: MIOHDB 2017
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YTO TAKOE BOAE3HDb $ABPU?

Boaesub ®abpu (MAn 6oAE3HB
AHpepcoHa-Oabpn) IIPEACTABASIET COOOM
PEAKOE HOCAEACTBEHHOE 3000AEBAHNME,
[IPUYMHA KOTOPOrO — HEAOCTATOYHOCTD
AKTUBHOCTM GEPMEHTA, HA3EIBAEMOT'O
AABPA-TAAAKTOIMAAIO0M A, B PE3YABTATE
M3MEHEHNN B KOAUPVIOIIIEM €I'0O I'eHE

My Tarmm)®’ 3TOT GEePMEHT OTBEUAET

30 PACIIIETIACHME B KAETKAX OPIraHM3MA
XMPOBOTO BEIIECTBA, MMEHYEMOTO
TAOBOTPMAO3MALIEPAMMAOM (Gb3)./#

HaxorianeHne B KAETKAX OTAOXEHUM
Gb3 MMPerarcTBYET X HOPMAABHOMY
QYHKIIMOHMPOBAHMIO, YTO BEAET

K IIPOrPECCUPYIOIIMM HAPYIIEHMUSIM
B OPraHM3ME U TIOSIBASHUIO IIMPOKOTO
CTIEKTPA CHMMIITOMOB M OCAOXHEHUM
3aboreBaHMma.>’ TIoOpaxkeHre CEPALIA
MOXET BO3HUKHYTb B PE3YALTATE
OTAOXEHUSI Gb3 U MOXET
COITPOBOXAOTBCH CUMITTOMOMM

CO CTOPOHBI APYTUX OPraHOB. %!

KAK BOAE3Hb $#ABPU CB43AHA C MOUM
SABOAEBAHUEM CEPAIIA?

ITpobaeMbl CO CTOPOHBI CEPALIA
PACIIPOCTPAHEHE! ITpU 6OAE3HN

®abpu®? 1 ¢ BO3PACTOM OHU MOT'YT
IIPOrPECCUPOBATH.? [IOpAXKEeHNE MOXET
BO3HMKHYTb, B CBS3M C TEM 4YTO Gb3
HOKATIAMBAETCH B KAETKAX CEPALIA AU
CTEHKAX KPOBEHOCHEIX COCYAOB, KOTOPEIE

KPOBOCHAOXAIOT cepalie. [IopaxeHmne
CEPALIA BCAEACTBHME BonesHn dadbpu
MOXET BKAIOUATH B Ce0s pACHIMPEHNUE
KaMep CEPALIQ; HAPVIIEHME PAOOTHI
KAQTIGHOB CEPALIQ; HOPYIIIEHMS
PUTMQ; CTEHOKAPAMIO AV CEPASYHYVIO
HEeAOCTATOYHOCTD.”

KAK MOV BPAY MOXXET AMUATHOCTUPOBATD

BOAE3Hb ®ABPU?

OTAmanTb 60one3Hb Pabpu OoT Boree
YACTBIX 3aB0OAEBAHUM MOXET OBITh
O4YEeHb CAOXHO, BCAGACTBME IIPUCYILETO
€l IIIMPOKOIr'O CIIEKTPA CUMIITOMOB;
HEKOTOPBIE TIALIMEHTHI MHOT'ME TOABI
OCTAIOTCA 6e3 IMPABMABHOI'O AMATHO3A.>

TeM He MeHee, B CAyUYde eCAM Balll
AOKTOP 3ATIOAO3PUA Y Bac 6oae3HDb
®abpu, AMArHO3 MOXET OBITh [TOCTABASH
C TIOMOIIIBIO ITPOCTOTrO UCCASAOBAHMUSA
KPOBU.1®

E_ISJ KAKOBbI CUMIITOMbBI BOAE3HU $ABPU?

Boaesub $abpu — CAOXKHOE 30060AEBAHME, " PA3HAY MX CTEIIeHDb BBIPAXXEHHOCTL
Y KAXAOTO IIALIMEHTA MOI'YT HOOAIOAOTBCH Hixe nmepeuncAsioTcd Hamboaee JYACThIE

PO3AUYHBIE KOMOMHALIMM CUMITTOMOB TIPV3HAKY M CUMITTOMBLY

VIaMeHeHusI CO CTOPOHBI
TAQ3, TOKME KAK
[TIOMYTHEHME POrOBULIBL

[IpobaeMBL CO CAYXOM,
TAKME KAK 3BOH B VIIIAX

VAU CHUXEHIMEe CAYXA

Hapyiienna Boaee cepbésHbIe
[TIOTOOTAEASHUS], IPOBAEMEL CO CTOPOHBI
[IPUBOALALILIVIE CEPALIQ, TIOYEK U HEPBHOM
K YACTOMY ITOBBIIIIEHNIO CUCTEMBI MOT'YT
TEMIIEPATYPBL HABAIOAATBCS ¥ B3POCABIX

TEAd U IIAOXOM
T[IEPEHOCUMOCTH XAPBI
VAU GUBNIECKUX
HAT'PY30K

TIALIMEHTOB B CBA3U
C TIPOrPECCUPOBAHMEM
3a060AEBAHUSA

HapylieHms co CTOPOHBI
KEAYAOUYHO-KMILIEYHOI'O
TPAKTA: 6OAD, TOLIHOTA,
PBOTA UAU AVIAPES

MeAkye ITPUTIOAHSTEIE HAA
KOXel TEMHO-KPACHBIE
OBpa30BAHMUS
(QHTMOKEPATOMBI) HO KOXe

Aeripeccusi
" YTOMASIEMOCTD

BoAb 1 OLIYIIIEHVE XKESHMS

B KUCTHAX U CTOIIAX

E KAK MOZKHO AEYUTH MOIO BOAE3Hb $ABPU?

AOKTOD, 3AHUMAIOIINICA BAIIIM CEPALIEM, K M3AEYMMBIM 3000AEBAHUSAM, OAHAKO
kapanonor) 6yAET ITIPOAOAXKATE ASUEHUE CYIIIECTBYIOT METOABI ASUEHMSI, KOTOPBIE
Bamimx rmpobaeM ¢ CEPALIEM U CBA3AHHBIX TIOMOTAIOT VIIPABAATE 60AE3HBIO. Bonee
C HUMM CUMIITOMOB. TIOAPOBHYIO MHPOPMALIMIO BEI MOXETe
Boaesub ®abpr He OTHOCUTCH Y3HATH Y BAIIEro Aevdirero Bpayd.

KAK BOAE3Hb ®ABPU INEPEAAETCA YAEHAM
CEMbBU?

Boaesub ®abpr He MHPEKLIMOHHOE, POAUTEAS), A MYXUMHEI MMEIOT OAHY X- M OAHY
d HOCAEACTBEHHOE 3a00AEBAHME, KOTOPOE YxpoMmocoMy (X-XpOMOCOMY OT MATEPH
POAUTEAV MOTYT IIEPEACTH CBOMM ASTSM.!® 1 Y-XpPOMOCOMY OT OTLIA). AePEKTHEIN I'EH,
XApAKTep HACAEAOBAHMST AQHHONM ITATOAOT MM OTBETCTBEHHBIN 3A paA3BUTHE 6oresHn Pabpi,
UANOCTPUPYET CAEAVIONINI PUCYHOK. HOAXOAUTCS TOABKO B X-XpoMocoMe.*” 3To
Kaxaasg KAeTKA B OPraHm3Me YeAOBEKA 3HAYMT, YTO MYXUMHEI, ¥ KOTOPBIX MMEETCS
COMEPXUT XPOMOCOMBI, KOTOPBIE ACQHHBIV T€H, TIOABEPXEHEBI 3TOM OOAE3HU
TIPEACTABASIIOT COO0M HUTEBUAHBIE CTPYKTYPHI, BCETAQ, B TO BpeEMA KAK XEHIIIMHBI MOT'YT
3AKAIOUAIOIINE TEeHETUYECKYIO MHGOPMALIMIO. HEe VMIMETh CUMIITOMOB, AV0O CYUMITTOMEI
KeHIMHEBL UMEIOT ABE X-XPOMOCOMBI B KAXKAOM Y HUX MOT'YT OBITh MEHBIIIEN TIXKECTU UAU
KAETKe (TTO OAHOM X-XPOMOCOME OT KAXKAOTO TIPOIBAATHLCSA B 6oAee TTo3pHEM BO3pacTe.”

BoavHOM oTell (XY) nepepacT
AeDEKTHEIV TEH BCEM CBOUM AOUEPSIM,

BoabHas MaTh (XX) riepepdcT pAeDEKTHBIN
reH ¢ 50% BEPOATHOCTBIO KAK CHIHOBBSIM,

HO HM OAHOMY M3 CBOUX CBIHOBE.'® TAK U AOYEPAM.

OTeny MarTte 6e3 Orel 6e3 Martp
¢ 6oaesHbIO 6onesHu 6onresHMu ¢ 6oaesHbIO
Pbabpu dabpu dabpu Pbabpu

Ol I,

XY rxx‘ ‘ XY ‘ XX

|
A

44 44 44 44 o
XX XY XX Xy XX XY XX XY
Aoub CbIH Aoub CuIH Aoub CbIH Aoub CBIH
c 6oae3sHbIO 6e3 6boresHn ¢ 60oAe3HbIO 6e3 6onresHN 6e3 6onresHN 6e3 6oresHn c 6oAe3HbIO ¢ 6oaesHbIO
$babpu dabpu $Pabpu dabpn dabpnu dabpu $babpu $Pabpu

X — pedexTHBIM I'eH

[Tockonbky 6oaesHb abpy — reHeTUYEeCKOe 3060NEBAHME, STOT AMATHO3 MeeT
BOXHBIE [TOCASACTBMS HE TOABKO AAS BAC, HO MOXET TAKXKE MMETb 3HAYEHME U AAS
yAeHOB Baitienr cembu. [ToaToMy, ecau v Bac pumarHoctupoBaam 6oaesHb @abpi, Bainn

BPAY MAM KOHCYABTAHT-TEHETHUK OLIEHAT BMECTE C BaMM CEMENHYIO UCTOPUIO (3TO
OBCcAEeNOBAHME HABKLIBAIOT TAKXE AHAAM3OM POAOCAOBHONM), YTOOKI OITPEASAUTH PUCK
HOAMYUS 9TOM BOAE3HM Y YASHOB Baillien ceMbi.

*Kak npaBuao, He BAUSAIOLIME HA 3peHue
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