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OBCTEXKTE MALIEHTA.




KIMOYOBI CUMITTOMA

XBOPOBA ®ABPI € MYNIbTUCUCTEMHOIO FrEHETUYHOIO MATOJIOTIEID, AKA
HEMWHYYE NMPU3BOAUTb A0 HE3BOPOTHWUX, NOTEHUINHO HEBE3MEY-
HUX ANA XUTTA 3AXBOPIOBAHb HUPOK, CEPLA | TOJTIOBHOIO MO3KY.
BUHUKAE BHACNIAOK AEDILUUTY AKTUBHOCTI o-TATAKTO3UAA3U A
(a-GAL A), IO BUKJTUKAE MPOTPECYIOYE HAKOMUNYEHHA TNTOBOTPIA-
O3WJILUEPAMIAY (GL-3) B PI3BHUX KNITUHAX??

O3Haku Ta cumnTomu,
AKi BUHNKalOTb Y 6yab-AKOMY BiLli

MomyTHIHHA poriBKy
Ta KpyLTanmKka
- KniHiuHi nposen
HenepeHocnmicTb criekmn Ta | jeglle "
xonopy/$i3nuHyX HaBaHTaXKeHb 1 |
g . f Mporpecytoue
Mepudepmyra Herponaria 1l 3aXBOPIOBaHHA cepuA
KiHLBOK/eni3oanyHi - i
6 ; A Mporpecytoue
O/NbOBI KPU3V1
# r 3aXBOPIOBAHHA HUPOK
MoripLueHHs cyxy, A3BiH Y Byxax i } ¢
[
1
\
1

PaHHi iwemiuHniA

lnorigpo3 IHCynbT

MposiBm 3 60Ky
LUNYHKOBO-KMLLIKOBOTO TPAKTy

AHriokepaTtomun AHriokepaTomut

®oro: Springerimages.com; Germain DP. -
Orphanet J Rare Dis 2010;5:30.

\'
Y nayienmie 3 xgaopo6oio ®abpi nomimHo suwa yacmoma iHcys1bmie y paHHboMy 8iuyi,

HiXK y HaceneHHs 8 yinomy. CepeOHiti 8ik HACMAHHA nepwiozo iHcynemy cknadae 39,8 pokis
015 Yonosikie i 45,7 0514 XiHOK, W0 3HAYHO nepesuly€e NOKA3HUKU dHA/102i{YHO20 8iKy

8 3a2asibHili nonynayii (76 ons yonosikie i 81 ona XiHoK)?
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3ATPUMKA'Y OIATHOCTULI MOKE BYTU CYTTEBOIO
TANOB'A3AHOIO 3 BAPIABEJIbHICTIO MNMPOABIB
3AXBOPIOBAHHA®">

0 AHani3 peectpy xBopobu Qabpi BMABUB, LLO CEPeAHil BiK HACTaHHA NepLUVIX CUMMTOMIB
CKnaB 9 poKiB AnA YonoBiKiB Ta 13 poKiB Ans »KiHOK'®

0 Big maHidpecTauii cuMnTOMIB 1O BCTAaHOBMEHHS fiarHo3y xBopobu Pabpi npoxoanTb

npu6nan3sHo 15 poKiB AK A5t YONOBIKIB, TaK i Ans XKiHOK®

3ICTABJIEHHA CUMIMTOMIB 4O3BOJIAE YHUKHYTU 3ATPUMKMU
B AIATHOCTULII®

0 HepgiarHoctoBaHa xBopoba ®abpi 3a BiacyTHOCTI pepmeHTHO3amicHOI Tepanii (P3T)
CNPUYNHAE YCKNAAHEHHS, LLIO CTAaHOBNATb 3arpo3y AN Kutra*s 1618

+ 3axBOPIOBaHHS MOXKE BPAXKaTu CEPLIEBY, HNPKOBY Ta LiepebpoBaCKYIsSpHY cMcTEMY?

+ 3rigHo 3 JaHMMK Wopao ocobnmBocTeln nepebiry 3axBOpoBaHHA, OYiKyBaHa TPUBaNiCTb XUTTA
3MEHLUYETbCA Y cepeiHbOoMy Ha 20 POKIB y YONOBIKIB Ta Ha 15 pOKiB y »KiHOK'® '

3MEHLLEHHA OYIKYBAHOI TPUBANOCTI XKUTTA™
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3a martepianamu: MacDermot KD et al. J Med Genet. 2001;38(11):750-760. MacDermot KD et al.J Med Genet. 2001;38(11):769-775.

0 Mpr6nan3Ho y 40 % >KIHOK BUHUKAE CEPMO3HE YPaXKEHHS HAPOK, MPY LibOMY CEPEeLHIl Bik MaHidecTauil
Ta nepebiry 3axBOPOBaHHA aHaNOriUHi TOMY, AKUI XapaKTePHWI AR YONOBIKiB'®

Po3ni3HanTe Ta 3icTaBTe cuMNTOMU ANA PaHHbOI )&?Zf’ogji
00O > AiarHOCTUKN LibOro Nporpecyo4voro 3aXxBOpoBaHHA, b
fIKe CTAaHOBUTb 3arpo3y A XUTTA
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XBOPOBA OABPI

3YCTPIMAETbCAY 0,5%-3% BUTTAKIB
IOIONATAYHOI MNMNEPTPOOIYHOI
KAPLIOMIOMATII (TKMIT)™3

0 [laTtonoriyHe HakonnuyeHHA GL-3 Ta iHWKX MeTaboniTiB
Np13BOAWTDb A0 rinepTpodii nisoro wnyHouka ([JILL),
$ibpo3y Ta NopyLleHHs cepueBoi NPOBIAHOCTI™®

0 3axBOPIOBaAHHA CcepLsA € HANMOLINPEHILLO
NPUYMHOIO CMePTi Y NauieHTiB 3 xBopoboto Pabpi*

0 Y 49 % yonosikis Ta 35 % iHOK 3 LiUM 3aXBOPIOBAHHAM
6ynu BUABNEHI yCKNagHeHHA 3 60Ky cepus B cepeHboMy
y BiLi 36 Ta 44 poKiB BifNOBIAHO; yCKNagHEHHA MOXYTb
BMHMKATU BXe NianiTKoBOMY BiLi®

0 HacTtaHoBM €EBPOMNENCHKOI CRINKN KapAionoris
pPEeKOMeHAYIOTb MPOBOAUTY ANPEPEHLINHY AiarHOCTUKY
xBopobu Oabpiy nauieHTie 3 FTKMI Ta [TILL 63

2
Y nauyienmis i3 xeopoboro Pabpi

supakeHi nposieu 3 6oKy

cepyeso-cyOuHHoI cucmemu’
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3YCTPIMAETbCA Y 0,3%-0,7% BUTTAQKIB
TEPMIHAJIbHOI CTALII XBOPOBM HAPOK
(TCXH) HEACHOI O N'EHE3Y'?

o Jliogw 3 LM 3aXBOPIOBAHHAM BXOASATb A0 IPYNy PU3MKY
po3Butky TCXH y Biui 30-50 pokiB, ane 3axBoproBaHHA
MO>Ke BUHUKATW HaBiTb NigNiTKOBOMY BiLli*®

0 €BponelicbKa HedpornoriyHa acouialis — €Bponelncbka

acouiauia cnevianictis B 06nacTi gianisy Ta TpaHcnnaHTauii
pPEKOMEHIYE NMPOBOANTU CKPUHIHT XBOpo6u Dabpi

Y YONOBIKIB 3 XPOHIUYHOK HUPKOBO HeJocTaTHiCTio (XHH)
mosnogwe 50 PoKiB, Y AKUX He NPOBOAMIACA NOrNnbneHa
JiarHOCTUKa HNPOK, Ta y XiHOK 3 XHH HeAcHoro reHesy Ta
IHWWMW HE3PO3YMIIMMU CUMNTOMaMU. TaKoX OUiNTbHO
NPOBOAMNTUN CKPVHIHT B iHLLMX rpynax BUCOKOro PU3KKY,
30Kpema, 3 apTepianbHoOI0 rinepTeH3ielo abo aiabetom’

0 Y 49 % vonosikiB Ta 35 % XiHOK i3 xBopoboto Dabpi
6ynu BUsIBNEHi yCKNagHeHHs 3 60Ky cepuA B cepefHboMy
y BiLi 36 Ta 44 poKiB BifMOBiAHO; yCKNaAHEHHA MOXYTb
BMHUMKaTW BXe NigfiTKOBOMY BiLli®

0 bioncia moxe NnpogeMoHCTpyBaT! HakonnyeHHA GL-3
Y PI3HOMAHITHUX TUNaX KNITUH Ta O3HAKN YParKeHHs,
BK/I0YA0UM CKNepo3 KnybouyKoBOro anapary, AKUN Moxe
pO3BUBATACA BXKe Y AUTUHCTBI'? ‘T’

Y nauienmie i3 xeopo6oro
®abpi supakeri

30aX80pPHOBAHHA HUPOK> &

Mpw npoBeaeHHI andepeHLinHOI AiarHOCTUKN Y NaLi€EHTIB XBopoba
00O > 3 [J1W, TKMI1, XXH Ta paHHim iHCcynbTOM Cnig nogymaTu npo DABPI
xBopoby Pabpi®’ 1>




06

OBCTEMKTE MALIEHTA

MPOCTUN AHAJI3 KPOBI&?°

AHani3 akTuBHOCTI depmeHTy o-GAL A
MO>Ha NPOBECTN 3a METOAOM CYXOl

nnamu Kposi (DBS). Micna oTprumaHHA
NO3UTUBHOIO pe3ynbTaTy B YONOBIKIB CNif
nposecTtn aHani3z [HK ana niarsepakeHHA
xBopobu Qabpi Ta/abo BM3HAYEHHA MyTaLlil
Y HOCIIB 3aXBOpPIOBaHHA.

FEHETUYHUW AHANI3®2°

Y XiHOK piBe€Hb aKTUBHOCTI GpepMeHTY
MO>Ke ByTu B Mexkax Hopmu. [1ns
nigTBepOXeHHs giarHo3y xspobu Oabpi
HeobxigHu aHani3 JHK Ha HaaBHICTb
MyTaLin y reHi a-GAL A.

PAHHIV MOYATOK JIIKYBAHHS

0 [NporpecyBaHHA 3aXBOPIOBAHHA Ta PaHHI NOYATOK NiKyBaHHA
xBopobu Qabpi € KPUTUYHO BaXKNUBUMU A1 [OCATHEHHSA
ONTUMaNbHUX Pe3ynbTaTis 202!

+ 3aXBOPIOBAHHA Nporpecytoye Ta NPU3BOANTb A0
HE3BOPOTHOIO YPaXkeHHsA Ta YCKNagHEeHb 3 60Ky
YKUTTEBO BaXKNMBUX OpraHig*&17.18

|;i A pAH HBOMY ETLZ « IcHye edekTrBHa pepmeHTHO3amicHa Tepania (O3T)
ONA 3ANMOBIrAH) arancuaasolo 6eta, Aka NPOAEMOHCTPYBaa 3HMKEHHS

HE3BOPOTHWN)¢3E PU3NKY CEPUNO3HNX KNIHIYHNX ABULY Ha 61% y nonynauil
B OPLAHI3Mi Naui€eHTiB, AKi BUKOHaN1 yMoBu NpoToKony'®

« 3T npoeMOHCTpyBana CroBifIbHEHHA MPOrpecyBaHHA
3aXBOPIOBAHHA 3 OOKY cepLisi, HUPOK Ta LiepebpoBacKynspHOl
CUCTEMI, @ TAKOX NepeBary PaHHbOro NoYaTKy NikyBaHHSA
LoA0 3a6e3neyeHHs ONTYMaNbHOrO TePaNeBTUYHOTO epeKTy'
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JiazHocmocyesaswu
00HO020 nayieHma, xeopoby

®abpi moxxHa suseumu

8 cepedOHbOMY y 5 uneHis

tio2o poOuHU*

OBCTEXTE POOVNHY

0 XBopoba Qabpi — X-3uennieHe reHeTUYHE 3aXBOPIOBAHHA 3 BMCOKOI YaCTOTO YCNafKyBaHHS,
AKe BPAXKAE AK YOOBIKIB, TaK i XiHOK?

0 O6CTEXEHHA POANHN MOXE BUABUTN XBOPUX POAMYIB HA PaHHi CcTail 3aXBOPOBaHHSA? 22

X-34YEMJIEHUN MEXAHI3M YCMAAKYBAHHA?

XrX XY X'y I Xpomocoma (X)

0 o @ 3 ypa)KeHUM reHoMm,
. o cnpuuymHae Oabpi
He ypaxeHa (X)
I XpOMOCoMa

XX X"y XX X'X XY
XBopi MmaTepi MaloTb pu3nK nepepayi XBopi 6aTbKM NepefaloTb XPOMOCOMY 3
XPOMOCOMM 3 yparkeHVM reHom (X') ypaxeHyM reHom (X') ycim cBOIM AOHbKaM.
CBOI anTKHI 50 % He3aneXxHo Bif cTarTi. MNepepaua Big 6aTbKa fO CMHA HEMOXKIIVBA.

3a matepianamu: Germain DP. Fabry disease. Orphanet J Rare Dis. 2010;5:30.

3AMIAO3PITb XBOPOBY,

3ICTABTE CUMNTOMU ®epmeHmHo3zamicHa mepanis (P3T) azancudasoro
6ema npodeMOHCMPyeasa 3HUXKeHHs PU3UKy

TA OBCTEXKTE €epUo3HUX KIHIYHUX A8uW Ha 61% y nonynauii
MALUIEHTIB I3 TPYN nayieHmie, AKi BUKOHAIU yMOBU NPOMOKOJIY16
BUCOKOIO PU3NKY
CBo€yacHa fiarHoCTMKa Ta paHHi NOYaTOK NliKyBaHHHA XB0poba

©0O > MOXKYTb CMOBIIbHUTU NPOrpec 3axXBOpoBaHHA?' DABPI




AKTIIATBEPOANTU OIATHO3 TA AOMNOMOITU NMALIEHTY
3 XBOPOBOIO OABP!I:

O OcCTaToYHUI fiarHo3, BHECEHHSA [0 PEECTPY Ta MPU3HAUYEHHA NiKyBaHHA
npoBoantbca y LieHTpi oppaHHMx 3axBoptoBaHb HOC «OXMATOUT».
Appeca: Byn. YopHoBona, 28/1, m. Kuis, 01135.

Ten. (044) 236-01-19.

3BepHiTbCA [0 NpeacTaBHKa TOB"CaHodi-ABeHTic YKpaiHa" ona OTprYMaHHA AO4ATKOBOI
iHbopmaLii npo xBopoby Pabpi Ta KapT Ana NPoBeAeHH:A NepBUHHOT TabopaTopHOT
DiarHOCTUKN.

HALUI KOHTAKTU:

Ina 3anuTy Ha oTpuMaHHA KapT - CaHodi B YKpaiHi, Ten. 044 354 20
Ona 3aranbHux nutaHb - Medinfo.Ukraine@sanofi.com.
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BigaaHicTb npo6nemi nauieHTiB i3 XxBopo6oto Pabpi.

3ANIAO3PITb XBOPOBY.

3ICTABTE CUMNTOMW.
OBCTEXTE NALIIEHTA

MAT-UA-2001077
25.12.2023

MpoTarom 30 pokis Sanofi Genzyme po3BuBaE Ta 3abe3nevye Nporpamu Ta NOC/yr A NalieHTiB, AKi CTpakgaoTb Ha PiaKicHi
[lereHepaT/BHi 3aXBOPIOBaHHA. AKLIEHTYIOUM YBary Ha PigKiCHUX 3aXBOPIOBAHHAX | PO3CiAHOMY CKNeposi, My NpUcBATUIN cebe

NOKPALLEHHIO XXUTTA NaLliEHTIB Ta IXHiX Cimen.
Matepian nprsHayeHuin ansa daxisLiB y ranysi OXopoHW 340POB's.

TOB «CaHooi-ABeHTiC YKpaiHa», YKpaiHa.
Appeca: Byn. KunaHcbka, 48-50A, m. Kuis 01033.
Ten. (044) 354-20-00, dpakc (044) 354-20-01.
sanofi.ua, rare-diseases.com.ua

sanofi



