BOJIESHb I OLLUE




BOJIESHDb I OLUE

b.".-HacneacTBeHHOE 3a60/1eBaHMe, XapaKTepusyroLeecs
HaKoMNMeHeM rNoKoLepebpo3naoB B KeTKax CUCTEMB!

tharounTUpPYOLLMX MOHOHYK/1€apoB.

pacnpocTtpaHéHHocTb 1:40-60 Thicay
TN HacnegoBaHUA — ayTOCOMHO-PELECCUBHbIN

3abosieBaHMe Ha3BaHO B YECTb DPaHLIy3CKOro
Bpaya , KOTOPbI NEPBbLIM ONUCaUT €ro

B



MMM AOAEMNOJIOT A

Bone3sHb [owe — MaH3THMYecKoe 3aboneBaHue,
OJMHAKOBO YacTo BCTpe4yaeTcss cpegn /vl  Kak
)KEHCKOro, TakK N MY>XCKOro noJsa

Ha 40.000 - 60.000 HaceneHma - 1 cny4dyau
3ab0o0n1eBaHud, UTo cocTtasnsaeT meHee 10.000 60/IbHbIX
BO BCEM MUpe

Cpeagn eBpeeB allkeHas3n 4yactoTa BcTpedaemMocTun bl
Bblllle N cocTaBndaeTt 1 cnydyam Ha 450-500 yenoBek



BOJIESHI T OLLUE 'O
AYTOCOMHO-
PELUECCVBHOMY TUIY

Hocutenb otey HocuTtenbHuua mMaTb
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75% He BonbHLIX 25% 6anbHbIX

N = 300p0BbIV rex G =reH 6onesnu MNowe



[MTATOIEHES

MeTabonnyecknm aedoektom asnserca aedonumnT
NTN30COMHOro doepmeHTa B-rnrokouepebpo3nagassbl,
KOTOpas y4dacTBYeT B pacLiensieHUn CNOXXHOro
nmnnaornkouepebpo3nga, BXoAsLero B COCTaB

MeM6paH KJ/IETOYHbLIX 3/1IEMEHTOB



[*] B HopMe B pe3y/ibTaTe anonTtosa 3pUTPoOLUTOB U
rpaHy/IoUMTOB KPOBW, IMoKoLepebpo3nabl NOriouaTcs

MakpodparamMmm 1 pacLIenIsioTCst Ha T1I0KO3Y U LiepamMmug

[*] Mpn HeaoCTaTOYHOCTU B-r1oKoLepebpo3nga3bl He

NPOMCXOANT NOJSIHOIO PAaCLLEN/IEHUSA HA 2 cocTaB/IAOLWME YacTu

[*] Llepebpo3nabl Hakan/nBalTCa B Makpodarax v
No/Ty4yaloTCsa Tak Ha3bIBaeMble KeTKM olle — Harpy>XeHHble,

beHKLI,I/IOHafIbHO HEe CNOCOOHbIE K/TIETKU

[l Llepebpo3nabl HakanmBasacb B Makpodiarax MHOIMmx
OpraHoB, BK/1l04asA cesie3eHKy, nevyeHb, NOYKU, fierkue,

HEPBHYHO CNCTEMY U KOCTHbIN MO3r, BbI3bIlBalOT HapyweHnAa nX

PYHKUNN



KINETKW I'OLUE




TUTINbl BOJIE3SHW
[ OLLUE

OnucaHbl 3 TMNa bl, KOTOpble oTNM4YarTCcAa ApYyr OT Apyra

rnaBHbIM 06pa30M CTENEHLIO NOPaXKEHUA LEHTPaIbHO

HEePBHOW CUCTEMbI:
| TN — HEeEHenpoHOoNaTnyeckasa popma
Il TN — ocTpasa HenpoHonaTunyeckas goopma

111 TN — XpoHn4yeckasa HempoHonaTnyeckasa popma



KITMHNHECKAA
KAPTVHA

[ enaTtomMmerasing.

HakonsieHne KneToK [MoLle MOXXeT TakXKe MPuUBOANTbL K
LIMpPOo3y, 06pasoBaHno PyoLIOB B NEYEHN N PA3BUTUIO
NeYyeHOYHOW ANCHYHKLNN

CnneHomMmerasusd

Pa3BrBaeTCsA rmnepakTMBHOCTb OpraHa

Pa3smepbl cefie3eHKN MOryT yBeIMUYNTbLCA B 25 pas
Pa3BuBaloTCA: aHEMUSA, TPOMOOLMTOMNEHUSA, NNENKOMNEHUSA



[f[eMopparmyecknii CUHAPOM (Hocosble

KpOBOTEUYEHUS, reMopparmnyeckas Cbirnb)

KOCTHblIe 6011 (OCTEOMOPO3, OCTEOCK/1EPO3,

acenTUYECKNIN HEKPO3)

3aepXxka on3nyeckoro 1 nosioBoro
PasBUTUA

MnepnmrMmeHTaumsa KoOXXHbIX NOKPOBOB

JopaXeHne HepBHOWM CUCTEeMbI

py NporpeccupoBaHn 60sSIE3HUN MOXET
Pa3BUTbLCA NOPTa/ibHAS TUMEPTEH3MS,
acUUT, LMPPO3 NeYeHU

[TopakeHne gpyrmnx opraHoB: NErknx,
noyek



KNETKW HAKATTJTMUBAKOTCA

NPEMMYLWECTBEHHO B CEJIESEHKE,
NEYEHU N KOCTHOM MOS3I'E

CONOBHOW MO3r
KneTkun Mmukporanm

MoHOUUTHI
Cene3eHka
— |
KoCTHbIW
vo3s Makpodarv prve—

//
/ \ Makpodaru
ﬂe%Hb@ v Nérkve
q

KyndoepoBckue
KNeTKU

OcTeoKknacTtb AnbBeonspHbIE
Makpodoaru




Tabnuua 2. ®enotuns: 6onesnu MNwe

MopaxkaeMble opraHbl

Tun 1 Tun 2 Tun 3
MNaumeHTs B3pOC/ble, NeTH MNaneHubl AeTH, NOAPOCTKH
BoapacT Hauana Pa3NHUYHbIA, Pa3NUUYHbIA, Yalle
4-5 mecaues
3abonepaHua HOHOLIECKHWH AOWKONBHLIA
cene3eHka, MO3r, Cene3eHKa, | MO3r, cene3eHka,

adlllKeHa3Hu

neyeHb, CKener neyeHb neyeHb, CKenet
TAXENble
MHOXECTBEHHbIe
MHOKNOHYC,
NPUNaAKH,
NPUNAAKH,
Heeponoruyeckue rMNepToHYC,
CHMMTOMbI iz Al (o BbIpayKeHHana B!
P OKYNIOMOTOPHaA
3aflepKKa
anpaKkcua
YMCTBEHHOI O
Pa3BUTHA, aNHO3
XapakTep BpecbMa GeicTpOe, YMEPEeHHO
NpOrpeccMpoBaH1a pPa3NUyHoe CTepeoTUnHoe pa3NMyHoe
B 100 pa3 yauwe
STHHUeCKan cpenupeapeeu;- OTCYTCTBYET OTCYTCTBYET
npeapacnoNoOXeHHOCTb




BOJIESHb N'OLUE 1 TUI

Camblil pacnpoCTpaHeHHbIN

CpeaHnin Bo3pacT 60/1bHbIX B MOMEHT AnarHocTuku 30
no 40 net

CneKTp KINHUYECKUX MPOSBIEHNIN - OUYEHb LLIMPOKUMNA:
«OECCMMNTOMHbIE> MaLMEHTD

00/IbHblEe C YMEPEHHbIM YBE/TMUYEHNEM CENE3EHKN U MOYTU
HOPMaJ/IbHbIM COCTAaBOM KPOBU

60/IbHble C TAXKE/bIM TeYEHNEM, C PA3BUTUEM THKENbIX,
YXM3HEHHO OMNacHbIX OC/I0XHEHNWN (KPOBOTEUYEHNS,
MHMAPKTbI CeNne3eHKU, paspyLLeHne KoCcTen).



BOJIESHb N'OLUE 1 TUII
THXEJIOE TEHEHNE

<] HayasibHble NpPoABEeHNSA -
yBesInyeHune nevyeH v
cenes3eéHkn (nocrne
CNJ/IEH3KTOMUN BPIOLLHYIO
NMOJ/1I0CTb 3anoJ/JiHWU/1a NeYyeHb)

=] BoBsieyueHmne KOCTeu:
CMbIYKOBbIE NCKPUBIEHUSA HOT

[=] CHMXeHne remornoomHa um
TPOMOOLMNTOB




NMOPAXXEHUE
KOCTEW

f[eMopparnyeckui
NHPaPKT

Hekpos

OcTeocknepos

Taxenbsin
OCTEeonopos

[ToBpexaeHue
HaAKOCTHULbI




BOJIESHb IN'OLUE 2 TUI

Ha paHHUX cTaguax: MbllLleYyHas

rTMNOTOHUA, 3aaepXKa un perpecc INMP

[10 mepe nporpeccunpoBaHnA:
CNacCTUYHOCTb - peTpakumnen

LLen,CrmbaHMemM KOHEYHOCTEN CXoAALleecs

KOCorna3ume, JiapunHrocriasm m anca

Dal A

B No30HUX CTaANAX: CYAOPOXHbIE

NPUCTYNbI, By/NIb6apHbIe HapyLLeHUS



BOJIESHDb I OLLE 2
TUIT

Bucuepomeranns

HeBponornyeckas cmmntomaTtmka (MbllledHas
rMNOTOHUA, 3alepXXKa 1N perpecc
NMCUXOMOTOPHOrO pPa3BUTUA, peTpakuma LLew,
crmdbaHve KOHEeYHOCTEN,
rnaszoaBuraTtesibHble HapyLLIeHNs C
pa3BMTMEM cxXoAdAallerocsa Kkocornasus,
nlapurHocnasm u gucgoarus)




BOJIESHb IN'OLUE 3 TUI

N3MEHEHUSA BHYTPEHHNX OPraHoB 3HAYNTE/IbHO onepexaroT Mo
CpokamM HeBposioruvyeckue nposienenms (6-15ner)

MWOKJ/IOHMW, CYyJOPOrv 1 Napes3 B3opa npu B3rnsa4e B CTOPOHY
aKCTpanupaMmuaHasi pUurngHocTb

MO3)XEUYKOBbI€ HapyLLUEHNST KOOPANHALNN ABVKEHWA

TPU3M, NnUEBbIE FPMMachbl, gncdarns, napmHrocnasm
CHKEHUE MHTE/IIEKTA,

noeegeH4yeckmne MmsmeHeHunA



BOJIESHb I OLWUE 3
TUIT

[<] N'enato — 1 cnneHomeranuna
(] AHemus, TPOMOOLUNTOMNEHUS
(] 3agep)xka pocTta un Beca

(] emopparnyeckuii CUHAPOM

=] OkynomaTtopHasa anpakcus



Puc. 3. MNaywentka C. 4 ropa 10 mecaues, 6onesks fowe 3-# Tun




BOJIESHb I OLUE:
JIABOPATOPHAA
AVNAT HOCTUKA

OCHOBHasa AgnarHoOCTuKa

e onpepnesieHne akTMBHOCTU 3 -
rnroKouepebposnaassbl

* MOJ1IEKY/IAPHO-TEHETMYECKNI aHa/IN3

e onpeaeneHne akTMBHOCTU XUTOTpUa3napbi3bl
v’ TapTpaT-pe3ncTteHTHas kucnas docdarasa
v aHIMOTEH3NHKOHBEPTUPYIOWMIA DEPMEHT




JIEHEHWE BOJIESHW
[ OLLUE

» PepmMmeHTOo3amecTuTeNnbHaa Tepanus



B HacToswee BpemMS
«30/10TbIM CTaHOAPTHOM>
neyeHmna 6one3Hn lolle
AB1AETCA PEPMEHTO-
3aMecTuTeIbHaa Tepanus
npenapartomMm nmMmuraouepasa
(Llepe3nm®, «hxeH3anm», CLLA)



PEPMEHTOSAMECTV
TEJIbHAA TEPAITNA

Cerezyme®

imurnrouepasa
[MpoayKT pEKOMOBUHAHTHOM
NHK-TexHonormm

dopmbl Bbinycka: doiakoHbl no 200 EA n
400 E




SAMECTUTEJIbHAA
TEPATTNA

@ L st Sl 2]

Elelyso™
(taliglucerase alfa)
e b tion
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A L LLE
Yo e,

[MaumeHTbl C peKUM reHeTU4YeCKm
3abosieBaHneM - 60/1e3HbIO ['oLe, cMOryT HadaTtb
neyeHne HOBbIM npenaparom 3nenunco /
Tanurnouepasa anbda (Elelyso 7/ taliglucerase
alfa) nponssoacTtea Pfizer

JlekapcTBeHHOE cpeacTBO ObI/1I0 0400PEHO
FDA B KayecTBe 3aMeCcTUTe/IbHOM Tepannu
6one3Hun FoLlue



CYBCTPATPEAYLUNPY
FOLLWAA TEPATTNA

CyocTpaTtpeayumpytowias Tepanusa npenapaTtom
murnycrtat (Zaveska, N-
butyldeoxynojirimycin, OGT 918)

Y neten He NPOBOANTCHA, MOCKOJIbKY AAaHHbLIN
npenapar He NMLeH3npoBaH A1
NPUMEHEHNA B IeTCKOM BO3pacTe

B nccnegosaHusx in vitro u in vivo nokasaHo, 4To cnocobeH
CHMXaTb CUHTE3 I/II0KOo3uuepammaa, KOTopbli SIB/ISSETCA OCHOBOM
rMMKOCOMHIoNMnNMaoB



CIMHACVBO 3A BHNMAHWE



