bOJIE3HDb ITIOMIIE

IloaroroBuia CTyaeHTKa
ne4eOHOoro (pakynpreTa

5 Kypca 46 rpymniIbl
Ypasrunpaeena [ 'y3enb




1932

UcTtopua conesHu lNomne

Jx. ITlomme
BIIEPBbIE
OnmuCaJl
3a00J1eBaHMeE

1953 1963 1979 1999 2011
7\ 77\ 7\ 77\
( ) ( ) ( ) ( ) O:
OTKpbITHE OTKpbITHE Hag e
KJIMHUYECKUX
JAN30COM MEePBUYHOIO N
HUCHBITAHUM
IT€eHEeTHYECKOI0 ®3T
nedexra

KapruposaH ren

GAA
Hauauo

JCYCHUA B
Poccun



bone3Hb NNomMne

Penkoe HaCIeACTBEHHOE IIPOrpecCUpyroiiee 3a00JeBaHNe
C ayTOCOMHO-PEIIECCUBHEIM THUIIOM HACJICIOBAHMS C
ayTOCOMHO-PEICCCUBHLIM THUIIOM HACJICAOBAHUS,
00yCJIOBIICHHOE HapYIICHUSIMU OOMEHA ITIMKOIeHa

CymmMmapHas yactora 3a0oneBanus 1:40000 xuBbIX
HOBOPOKICHHBIX

JInzocomHas o-D-rmroko3naasa yyacTByeT B THAPOIA3E
[JIMKOI€HA B MBIIIIAX U IICYCHHU.

I'en, kogupyroumm o-D-1rmroko3uiasy, KapTUpOBaH Ha
xpomocome 17925




[TaToreHe3s bl

Mytanust B rene GAA

Henocrarounocts (pepmenTa o-1,4-
[JIIOKO3U/1a35I

Hapyuienue ruiposin3a riMKoreHa B MbIIIIAaX
U MeYCeHHU

OTi10)KeHue HeruAPOJAM30BAHHOTO [VIMKOTeHA
B JIN30COMAaX MbIIII ( CEPACYHOH U
CKeJIETHBIX)

Kapruna nporpeccupyromeil MbIlie4HOU
aucrpodpuun



bone3Hb NoMne

= XapaKTEPEH BBIPAKECHHBIA KIMHUYECKUN HOJTUMOPDOU3IM
= BbIACISIOT ABE KIMHUYSCKUE (DOPMBI:

1.  Mnaaendeckas popma ( gacrora 1:38 000
HOBOPOXK/ICHHBIX )

[To3aussa ¢popma ( yactora 1:57000 HOBOPOKICHHBIX )

* JIOMOTHUTENBLHO ONMCAaHa «KapAauaabHas popmMay, B T€X
CIy4asx, KOorja BeAyIiMHA KIMHUYECKUMHU CUMIITOMaMH
ABJISICTCS HAPYIICHUE CO CTOPOHBI CEPATIA.




MnageH4yeckaa cpopma

CepaeuHbie HApyHIeHUS

[Iporpeccupyromias KapauoMeranns/KapaAuoOMAOIIaTHsI
[Iporpeccupyronias cepacyHas HEA0CTaTOYHOCTh
HepBHO-MBbINIEYHbIE HAPYILIEHUS

CUMIITOMOKOMILIIEKC «BSIJIOr0 PEOCHKa

JIbIXaTeJibHble HAPYIIEHUSA

YacTtbie HHQEKIMN BEPXHUX JbIXaTCIbHBIX IIYTEH M JIETKHUX
IIporpeccupyroiias apIxareiabHas HeI0CTaTOYHOCTh

AKenynouHo-KUIIEYHbIE PACCTPOMCTBA H —
Hapyienns BcKapMIMBaHHUA (decresed doving

3aziepKKa (PU3NYECKOro pa3BUTHS ; Uy
| emarocrieHOMeTanus | §‘) |

O —

& II\J 1’\.!\’1.



Makpornoccus

Huszkun Tonyc
JIULIEBBIX MBIIIIII

[IIupOKO OTKPBITHIE
rJ1a3a

IHoBBIIIIEHHOE
CIIFOHOOTAEJICHHUE




[To3gHAA dbopmMa

HepBHO-MBbINIeYHbIE HAPYILIEHUS B N2
IIporpeccupyroiias MblllieuyHas cl1a00CTh,

[IPEUMYIIIECTBEHHO MTPOKCUMAJIbHBIX OTIAEI0B
KOHEYHOCTEH

YMEPEHHOE BBIMISTYUBAHUE JIOTIATOK
HapyreHnus nmoxoaku

bonu B MbImmax

TpyaHocTH nogbeMa 1o JIECTHULIE
Yacteie majgeHus

JlbIXaTeJabHbIC HAPYUICHUS

YacTeie THOEKIIMN BEPXHUX JbIXaTCIIbHBIX ITYTEH 1
JIETKUX

[Iporpeccupyroias apIxareabHas He0CTaTOYHOCTh
ATITHOY/INUCITHOD BO CHE



cal status

Clin

Pa3nnyHaa octatoyHass akTUBHOCTb
depmeHTa

Progressive Muscular Degeneration

—— Late-onset (Characterised by relentlessly progressive disease course, often fatal)




OunddepeHunanbHaa guarHocTuka
MHaHTUNbHON (POpPMbI

Jlnarnos KianHu4veckne CHMIITOMBI ITaToreHeTnyeckue
0COOEHHOCTH

3Han/ITeHBHa}I C(OCKT KHCHOP’I aJlbda-

Bonesus [ToMmie Hed pa-
KapIAOMHUOIIATHS, TITFOKO3M1A361, IIPHUBOISIIHIA K
MﬂKpOFﬂOCCI/I}I, TUIIOTOHUA BHYTpI/IJII/I3OCOMaJIBHOMy

HAKOILJICHUIO IJINKOTE€HA B
MBIIIICYHON TKAaHU

K
Boresup I[aHOHa apauoMuonarus, muomnarus, JIuzocomanapHas 60JI€3HI)U
BapuabenbHas 3aJIepiKKa HAKOILJICHUSI C HOpMAJIbHOM
MICUXUYECKOTO Pa3BUTHUS aKTUBHOCTBIO KUCJIOH abda-
TJIFOKO3HM/ 1351
MuoToHus y Marepu
Bomnesus OTOHMS y Marep HecrabunbHas
¥ HaCJICJICTBEHHAsI MyTallusl FTeHa
I_HTGI/IH6€pFa POTEHHKHUHA3bI
MHUOTOHUYECKON TUCTPOPUU
(MUOTOHUYECKAS LT

MBbIIIICYHAsA



JAunaruno3s

MwuacTeHud

BpoxneHHas
MHOTIaTUS

BpoxneHHas
CEHCOMOTOpPHAas
HEBPOIATUA

CeMmenHag
BereTaTuBHAas
JINCTOHUA

OCHOBHbBIC OTJIMYUTECJIbHBIC
0COOCHHOCTH

DeTalbHBIN IUCTPECC,
MMO3UTHUBHBIN TECT C
ITpocTurMmuHOM

Mmuorosoaue

Aptporpunos

JIpIxarenbpHble HapyIIeHHS,
pOOJIEMbI MTUTAHUS

IIaToreHernueckue
0COOCHHOCTH

AyTOoMMMYHHOE 3a00JI€BaH1E
HEBPHO-MBIIIIEYHBIX
COCIMHEHUM WJIU, B PEAKUX
Cly4Yasx, HapyIIEHUS
APXUTEKTOHUKH HEBPHO-
MBIIIEYHBIX COEAUHEHUN

MyTaliysi TeHOB MBIIICYHBIX
OEJIKOB

Hapymenue nepBHOU
IPOBOAUMOCTH UJIA
aMIUTUTYAbl MOTOPHOTO U
CEHCOPHOI'0 OTBETa

BpoxaenHoe 3aboseBanue,
CBSI3AHHOE C HEJIOPA3BUTHEM
HEMPOHOB, BbI3IBAIOIIM
BET€TATUBHBIC U CEHCOPHBIE

TUChHYHKINHU



JAunaruno3s

OCHOBHBIC OTJIMYHUTECIbHBIC
0COOECHHOCTH

IIaTorenernueckue
0COOCHHOCTH

BpoxaeHHbie
MBIIIICYHBIE
AUCTpOopUU

bone3nu
JIbIXaTeJILHOU
e

bose3Hb
BepHura-
['opmana

[ITvpoknit KPyT KIMHUYECKUX MACOK
13-3a MYJIBTUCUCTEMHOTO TTIOPAXKEHUS,
BKJIFOYAs JbIX. HEOCTATOYHOCTb,
KapAUOMUOIIATHIO, TEMATOMETAIMIO,
CyIOPOTH, TIIyXOThI U T.]I.

[IpokcumanbHas aMuOTPOQusI

['pynmna 3aboneBaHui,
CBSI3aHHBIX C TCHHBIMU
nedexramu 9-i ( 601€3HB
Dykysimbl) 1 6-H(aepuuT
MEpPO3MHA) XPOMOCOM

CBsi3aHbI C IEPBUYHBIM
MOPaXEHUEM
MuTOXOHApHaibHOU JIHK

Myrauus B reae SMN.
Jlerenepanus IBUraTesIbHbIX
AEP B HUXKHEW YacTU CTBOJIA
MO3Ta U JIBUTaTEIIbHbBIX
HEUPOHOB B IIEPEAHUX POTax
CIIMHHOT'O MO3Ta.



OnddepeHumnanbHana AnarHoCTUKa
no3gHoaeoroTUpPYyroWmnx coopm

Tumn 3a001eBaHuA JInarno3nl

Mmwuo JIHCTpO(l)I/II/I KoHneuHocTHO-nI0sICHBIE MUOAUCTpOdUH. JucTpoduHonarun
(dromena u bexkepa). MuohuOpuLIsIpHbIE MUOIIATHU.

Muotonuueckas guctpodus 2-ro tuna. JlomarouHo-mepoHeaibHbIC
cuHipoMbl. bosnie3ns JlanoHa.X-cdemnnenHas MUOIaTHs ¢
NoBbIIICHHON ayTodaruei. [LneuenonarouHo-1uIeBas
MUOIUCTPOPus

BOCH&HHTCHBHBI@ HCHTpaJIBHO-CTep)KHCBaH N MHOTOCTCPIKHCBAsI MHUOIIATHH.
HGHTpaJIBHO-HI[CpHaH MuonaTtusa. Muonarus ¢ THaAIUHOBBIMU

MHUOIIATHUHU TEJIbIIAMU.

I[pyrﬂe Heduuut pepmenTa, mpeaoTBpaIIatonIero BETBICHUE NIMKOTeHa (
rinukoreno3s III). {edbunut BeTBsiiero pepMeHTa rNimkoreHa (

META0OINYECKHUE  mmkorenos IV). Bone3us Mak Apjia ( ¢ mO3gHUM Je0I0TOM).
MUOTIATII MuToxoHApraabLHas Muonarus. MuonarTus ¢ HapIIyeHUsIMH
JUMUIHOTO OOMEHa.

T,



Tumn 3a001eBaHuA JInaruo3nl

CnuHanbHas MbllieuHast arpodust, tumnsl [ u 111
bone3np Kennenu. bokoBoit aMuoTpoduyeckuii
CKJIEPO3.

bos1€3HM MOTOPHBIX HEMPOHOB

Mmuacrtenus. BpoxxaeHHbIe MUACTEHUUYECKUE

bone3nu HCPBHO-MBbIIIICYHbIX
cunapombl. Cunapom Jlambepra-Utona

COEJIMHEHUU



JlTabopaTopHble MeToAbI
ANAarHOCTUKH

OnpeaeneHne «KOCBEHHBIX» MapKEPOB OO0JIC3HU
Ilomme

OnpeneneHue akTUBHOCTHA (DEPMEHT asib(a-
TJIFOKO311a35bI

JIHK-gnarsocruka




KocBeHHble MapKepbl 00rne3Hu
[ToMne

IToBeimienue aktTuBHOCTU KOK

= HaOmromaercs y OOJNBIIMHCTBA ITALIMCHTOB

= Penxo npesbimaer 2000 Ea/Mn

= Onpenensercs NPaKTUYSCKU BO BCEX 1a00OpaTOpUsIX

[ToBeimenue aktuBHOCTH AJIT, ACT, JIII'
= Kpaline Hecrienu(UUHbBIE MaKpPEPHI

= Onpeaensercs BO BCeX J1a00OpaTOpHUsIX
IloBBIlIIEHKE TIIFOKO30-TETpacaxapuaia B MO4€e




PepMeHTHbIN TECT C
MCMNOJib30BaHUEM CYyXOro nATHa
KpOoBMU




leH GAA

= Onucano 6oxee 200 pa3TuYHbBIX
MYTaIAMN.
= Mytanus [VSI-13T-G — ogna u3

Han0o0JIee YaCThIX IIPH B3POCION U
IOHOIIIECKOU (popmMe 00JI€3HH




NeyeHue 0one3Hu Nomne

m DepMeHT3aMEeCTUTEIbHAA
Tepanus( mpemapar
Myozyme). [Tokazano =
BHYTPHBEHHOE BBEJICHHUE
npenapara B 03¢ 20
MI'/KT KaXKIbIE€ IBE HEJICITHU

Myozyme

m CuMIToMaTHdecKoe
jJIedyeHue



Punom «KpanHue mepbi»

/' BRENDAN HARRISON
FRASER FORD

DONT HOPE FOR A MIRACLE,
MAKE ONE




Cnacnb6o 3a BHUmMmaHue!




