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KOHEYHOCTHO-NOACHAA MbILLEYHAA ANUCTPOPUA — knma,

limb-girdle muscular dystrophy — LGMD — reHeTu4eckm reTeporeHHas rpynna
HacneACTBEHHbIX 3a60/1€BaHMIM MbILLIL, CO CXOAHbIM PEHOTMMOM: C/TaDOCTb BO3HUKAET 13-
33 reHepaIM30BaHHOIO MOPAXKEHMA MPOKCUMAbHBIX MbILLLL KOHEYHOCTEN, MJIEYEBOTO U

TAd30BOIO NMNOACa C measieHHO rnporpeCCMpvroLlwmnm pa3BUTHUEM.
Differential Patterns of Initial Muscle

Weakness in MDD
Limb Girdle MD FSHD oPMD

Duchenne MD Em.ry Dreifuss Congenital MD
Oculopharyng.al
Scapulo—

Hurmera/

AyTOCOMHO-AOMMWHAHTHbIE AyTOCOMHO-peLnccuBHble
KMNOA 1A-H KMNA 2A-Q

8 Ho30n0rn4Yecknx popm 17 Ho30n10rM4YecKux popm




MNAEMWONTOTNMNA

YactoTta Bcex KOHEYHOCTHO-MOACHbIX MbILEYHbIX ANCTPODUIA
konebnetca ot 5 oo 70 6onbHbLIX HA 1 MUNMMOH HaAceneHus.

Bce nporpeccupytolime MmbilleYyHble AUCTPODPUM — FeHETUYECKN 0bycnoBeHHble 3abo1eBaHUA!
YcTaHoBANEHa CBA3b AUCTPOdUIN C onpeaeneHHbIMU AeDEKTHbIMU FEHAMU, C OTCYTCTBUEM UNIN
nedbnumTom 6e1KOoB, KOTOpPble ABAAKOTCA NPOAYKTaMU 3TUX reHOB.

Cxema capKomepa € MeYeHbIMU MOJIEKYIAPHBIMU KOMNOHEHTAMU, KOTOpble Bbi3biBatoT KIMMA. MyTaummn reHoB akTuHa, HebynnHa moryT 6biTb
NPUYNHON MMONATUK, @ MyTALUUN MMUO3MHA —MPUYNHON CEMENHOU rMNepTPodUYECKON KapaAMOMUONATUMN.




AyTOoCOMHO-A0OMUHAHTHble KIMM 1A-H =10%

KNUHUYECKAA BO3PACT CUMNTOMBbI NPOABJIEHUA nosagHUE CUMNTOMDI
®OPMA OEBIOTA

MwuoTnnnHonaTtma 18-40 net MNpoKkcnmanbHaA mblledyHaa YNJOTHEHUE axman0Ba CyXOXKnUamna AncTtanbHaA mblevyHas
KMNM/ 1A tvna cnabocTb Au3apTpua, pedyb C HOCOBbIM cnaboctb

oTTeHKom rosoca (50 %) Aucdarua,

[bixaTenbHaA HeAOCTaTOYHOCTb

KMNMA4 1B tnna OT HOBOPOXAEHHbIX  [poKcumanbHaa cnaboctb - Herpybbie KOHTPaKTypbl
0 B3pocabix; ~1/2 HUMHUX KOHEYHOCTEW KOJ1eHHbIX CYCTaBOB
cnyyaes c gebrotom Aputmua v apyrue
B A,€TCKOM BO3pacTe cepaeyHble OCNOXHEeHUA

(25—45 net) BHe3anHasA
CMepTb
KaBeonnHonatua ~5 net YmepeHHaa npokcMmanbHaa [MnepTpodPursa MKPOHOMKHbBIX MbILLL, -
KNMA 1C tnna MblleYyHas cnabocTb,

MbllWweYyHas pUrMaHocTb,
MbiweyHasa 6onb,
MHAYUMPOBaHHasA
dU3NYeCcKMmu
ynpaxHeHnAMU

A-dopmbl MMI: KnnHUYECKana xapakTepuctmka E.Pegorano, E.P. Hoffman, 2012



AyTOCOMHO-A0MUHAHTHbIe KIMTM 1A-H = 10%

KNUHUYECKAA
®OPMA

BO3PACT
OEGIOTA

CUMNTOMBbI

NMPOABJIEHUA

Nno3gHUE CUMNTOMDI

KMNMMA 1D tnna

KMNMA 1E tuna

KMNMA 1F tmna

KNMZ 1G Tuna

KNMZ 1H Tuna

<25 net

18-40 net

1-58 net

30-47 net

16-50 nert
(nnk B
Bo3pacTte 39
ner)

HapyweHuna cepaeyHom
NPOBOAMMOCTU, MPOKCUMAbHAA
MblleYyHasa cnabocTb

MporpeccupytoLan
NPOKCMMaNbHan UNK ANCTaNbHaA
MblLLEYHaA c1aboCcTb HUKHUX
KOHEYHOCTEM C NOCTENEHHbIM
BOB/IEYEHMEM HEMOPaXKEHHbIX
oTAEenos

MbiweyHan cnaboctb
NMPOKCMMaJIbHbIX OTAEN0B HUKHUX
N BEPXHUX KOHEeYHOCTeM

MblweyHaa chabocTb
MPOKCUMANbHbIX OTAE/I0B HUKHUX
KOHeYyHocTen

MblweyHaa chabocTb
MPOKCUMANbHbIX OTAE/I0B HUKHUX
KOHEeYyHocTen

Herpybas KOHTpaKTypa
roNeHOCTOMNHOro CyCcTaBa OnMcaHa y
1 naymeHTa

CbiBopoTo4Haa KOK (ot Hopmbl Ao
20-KpaTHOro NoBbiWeHUA)

Mporpeccupytollee orpaHUYEHNE
crmbaHmnA nanbLEeB KNCTEN U CTON

MnoTpodus MblLLL, TA30BOroO MoAca
C runepTpodmen MKPOHOMKHbIX
MbILLL,

A-dopmbl MMI: KnnHUYECKana xapakTepuctmka E.Pegorano, E.P. Hoffman, 2012

Bce nHgmesnayymol
HabntopatoTcs
ambynaTopHoO

HeobxoamumocTb B
MHBAIMAHOWN KONACKE
BO3HWKAeET B BO3pacTe 45—
62 net

ucTtanbHaa MbllleYyHas
cnabocTtb

MbiweyHana cnabocTb
NMPOKCMMaAJIbHbIX OTAENOB
BEPXHUX KOHEeYHOCTeM




XPOMOCOMHbIN NOKYC:

KIIM/ 1A (MMOTHIMHONATHS ) MYOT 5q31.2 5031.2

S - XpomMmocoma
d — ANTMHHOE NNneyo

KITM/I 1C (kaBeomuHomaTwsi) CAV3 3p25.3 31.2 —obnacrb 3, nonoca 1,
noganana3soH 1

KIIMI 1B (naMmuHonarus) LMNA 1g22

KIIMO 1D DES 2q35
KIIMIO 1E DNAIJB6 7q36.3 3p25.3
3 — XpomMmocoma
KIIMI 1F Hewu3secreH 7q32.1-q32.2 D — KOPOTKOE MNeYo
25.3 — obnacTtb 2, nonoca 5,
KIIMI 1G Hewu3ssecreH 4q21 NOAOMANa30H 3
KIIMI IH HewuasecreH 3p25.1-p23

MonekynapHada reHeTuka Al-dopm KMMA, E.Pegorano, E.P. Hoffman, 2012



AyTOocoMHO-peueccuBHble KINMMI 2A-P

KTUMHUYECKAA POPMA

BCPEYAEMOCTb | PACMTPOCTPAHEHHOCTb

KM/ 2A
KAJTbMAMHONATUA

KM/, 2B
LINCHEPIMHOMNATUA

KM/ 2C-2F
CAPKOT/IMKAHOMATUM

39-59%
2-40 net
15 gq15.1-g21.1

3-19%
10-30 net
2p13.3-p13.1

3-25%

Camasn yactasa popma KIMNMJ — BcTtpeyaeTtca B
EBpone. OtBeTcTBeHeH reH CAPN3

KanbnauH 3 — cneundunyeckmnii sH3MM MblLLLLbI,
KasbUMMN-3aBUCUMAA NPOTeasa, peryampyer
anddepeHUNPOBKY MbILLEYHbIX KNETOK

MyTtauum B reHe DYSF. NpoayKT reHa — 6enok
anchepanH, OH B3aMMOJENCTBYET C A4ePHOM
MeMbpaHOM N capKonia3maTUYECKUM
PETUKY/TYMOM.

2C — TyHUC

2D — Espona, CLUA, bpasunnauna

2E u 2F — bpa3unua

OTBETCTBEHEH FeH CapKOI/IMKaH 3a 6enoK,




KAK SAMNOLO3PUTb KOHEHHOCTHO-
[TOACHWNYHYIO MbILLEYHYIO ANCTPOD®UHO?

[Mo KNnuHMYeckum npmnaHakam pasnuydHblie Tunbl KIMNMI kpanHe TpyaHo anddepeHunpoBaTe Mexay cobon.
KINML — npumep Toro, 4To MyTaunm pasHbiX reHOB, NOKanM3oBaHHbIX B Pa3HbIX XPOMOCOMaXx M KOAUPYOLWNX pasHbie
6enkun, NpuBOAAT K pa3BUTULO

CXOOHbIX KIMHNYECKUX OEHOTUINOB!
m Xoabba «Ha ublno4vkax» (nanbuax cTon)
m [lepeBanuearoLllasaca «yTMHaa» noxogka
m «OcunHaa» tanus
m «KpblnoBmagHbie» nonaTku
m [ Mnepnopao3 B NOSACHUYHOM OoTaene
m CumnTom «apsabnbIxX HAONMIEYnn»
m CyxoxunbHas runopednekcus
m MbilleyHada rmnoToHnsa U rmnoTpodus
m [1pnembl [oBepca




KAJTbINMANHOINATUNA — KINMMAO 2A
no 59% cny4aen

- AEBKOT B BO3PACTE 4-15 nert
- MOCTENEHHOE PASBUTUE
- YEPE3 11-28 JIET OT HAYHAJIA BOJIE3HU

NAUMEHT MOMXET NEPEMELUATBECA TO/TIbKO B
MHBANTNOHOM KPEC/IE
OTtBeTcTBeHeH reH CAPN3 KanbnauH 3 —
cneundumnyeckmnim sH3IUM MblLLbl, KaAbLUKN-
3aBMCUMaAsA NpoTeasa, perynmpyer
AnddepeHUMPOBKY MbILLEYHbIX KNETOK

KnnHnyeckmm cnyvan KMM/O2A - KanbnanHonatmm




[ Mnepnopao3 B NOACHNYHOM OTAENE —
XapaKTEPHbIN paHHUN NMPpU3HaK borne3Hu!

Jloppo3 ycuneH us-3a cnaboctu
MbILLILL }KMBOTaA N 6ONbLUUNX
AroANYHbIX MbilL,. Ta3 cmewlaeTcs
Knepeaun v BHM3. HapyuwlaeTcA
PAaBHOBECUE — LLEHTP TAXKECTU
cmellaeTca K3aaun. ledpopmaums
rPyAHOUN KNETKM MOEeT NpmnBOAUTDb K
AbIXaTeNbHbIM PACCTPONCTBAM.

Kannnuecknm cnyyvam KMMA2A - KanbnanHonatus




Xoabba «Ha ublnovkax» (nanbLuax cTon)

. KomneHcaumna. bonbHOW
CTOUT HA HOCKaX, LUMPOKO
PAacCcTaBUB HOTU —
KOHTPAaKTypa MbllLLL, 3a4HEN
rpynnbl roneHen, 3aaHeu
rpynnbl 6eaep n oTBOAALLNX
MbILLLL 6enep.

KnnHnyeckmun cnyyam KMMA2A - KanbnanHonaTum




MblLeYHas TMNOTOHUA U TMNOTPOUS

KT mbiwu, cpegHen TpeTtn beapa.

Wl TAXKenoe BoB/leYeHME — 3aMmelleHne
g *KMPOBOW TKaHbIO:

1. Boablwon NpUBOAALLEN MblILLLLbI,
2. JnnHHOM NnpmnBOAALLEN MbILLLbI
3. NonynepenoHYaTomn MbiLLLbl

Bonun B mblwiLax roneHen n 6éaep.

KanHnyeckmnm cnyyvam KMMA2A - KaabnanHonaTtus



KPbINTOBWOHDBIE JIOMNATKK

BonbHOU HE MOXXeT OTBEeCTU
PYKM 00 rOPU30OHTANIbHOTIO
VPOBHSA.

CnabocTtb mbiliL,,
OUKCUPYIOLWUX NONATKN —
KOHTPAKTypa ABYr/1aBbIX MblLLL
nneuv.

KnnHnyeckmun cnyyam KMMA2A - KanbnanHonaTum




KOHTPAKTYPA CITMBATEJIEN

BonbHOW HE MOXET Pa3orHyTb

nasibLbl — KOHTPAKTYpa
crmbatenem oCHOBHbIX U

cpeaHuX dpanaHr.

KnnHnyeckmun cnyyam KMMA2A - KanbnanHonaTum



TPYAOM.
CHa4vana Ha Ko/sleHu, OonnpaeTCcA

PSIEl H3 PYKM, OTTaNKMBaETCA OT
R SMM roneHeit, KoNeHHbIX CyCTaBOB U
B¢ AN 6cnep

A (WE 75,010 NOAHMMATBLCA MO
| nectHuLe.

Kannnuecknm cnyvam KMMA2A - KanbnanHonatum




OCUHAA TAJINA

Y NauneHTKM noparKeHne mblLuLl
KOHEYHOCTEN N Ta30BOro nosca.
CKOMO3 rpyaonoOACHNUYHOTO OTAENA
NO3BOHOYHWKA, TMNOTPODUA MbILLLY

¥ Ta30BOro nosica c NOAYEPKHYTON TaNnEWN,
runoTpodua molwl, begep (pukcupyet
cebs B NONOXKEHUM CTOA, ONUPAACH Ha
KyweTKy). 3anopbl n3-3a cnaboctu MNBC.

Kanuunuecknin cnyyam KMMA1A — mmotnanHonatmna, nenbBnodpemopanbHaa dopma SlenaeHa-Mebuyca



KAKME BPAYUN OBHAPYXRAT KINM/ ?

FacTposHTeponor Hesponor

Kapgnonor / /_’_,_.nep‘"a'rp

"CHXOTepa"GBT""" RIMMA —Feretux
Optoneg— _ z

ueronor

fMvnb oHonor




ONATHOCTUKA KINMA;:

1. PeHoTUNMNYECKME OCODEHHOCTH

2. YpoBeHb KOK — nepBoe AnMarHOCTUYECKOe NpeanosioXKeHue.
MapKep HeKpo3a MmbllleyHoM TKaHn. Hopma: XK < 167 Ea/n, M <
190 Ea/n. Mpwu AP nosbiweHue B 5-80 pas. Mpu A He 6onee 1000
En/n

3. dneKkTpoHenpommnorpadma — BblIIBASET MUSMEHEHUA, CNOHTAHHYIO
aKTUBHOCTb, KOpPpPEenauuto nporpeccnpoBaHmna ANCTpopuu.

4. MPT — aTpodua mbliwiL, pa3pacTaHUe XKUPOBOU TKAHMN.

5. broncua mblweYHbIX BONOKOH — aTpoPusa, HEKPO3, 3aMeLlleHmne
coeMHUTENbHOWU TKAHbIO.

6. MoneKkynapHo-reHeTUYeCKoe nccnegoBaHne — noaTeepKaaeT
ANArHO3, YTOYHAEeT TMn 3abonesaHuA.
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BECMJIATHbIA AHAJIU3 HA 82 NOACHO-
KOHEYHOCTHbIE MUOIMNATUW®
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C 2018 roaa 3aro npocro u 6ecnaarHo.?

Ormnpassre 06pa3ey KPOBU HO AMArHOCTUHECKYIO NAHeAL.?

KaXAbiY NALMUEHT
MMeeT NPAaBo 3HATb
CBOW UCTUHHDbIN AUATHO3

leneTnyeckoe
NOATBEDXASHME
ANGrHo3Q

MNpoxCMMOaABHOS
MbilUeYHas
caabocTts

AAN NOAYHEHAR DAQHKOE NOIBOHUTE
NO 1EASDOMY IORSNER AMMAK

8(800)100-24-94




3 PO HET KIMHUYCKMX PEKOMEHOALN
10 NEYEHMIO KM A

LGMD.RU — 6n0r 0 KOHEYHOCTHO-
NOACHOW MbILLEYHOU ANCTPOPUMN:

(LOGMD.RU
bBaor o koweurocmuo-noscrod mol

weutold ducmpopuu

- UICTOPUU NOAEN
- CCbI/TIKHN HA 3apy6e>1<HbIe CaunTbl Bror ¥ OKTMA ~ KIMA2A ~  KIME 2L Nesewse  [lonegune caimor
- Mosie3Hble CCbIJZIKU ANA DO/IbHbIX



JIEHEHWE KMNA?

CUMIMNTOMATNYECKOE JIEMEHWE = coxpaHeHne dyHKLMN NOopaXKEeHHbIX MbILLL,, CHUXKEHNE TENMOB
NporpeccnpoBaHunst, yBeENUYEHUE NMPOOOIMKNUTENBHOCTU XKN3HN!

NMpodunakTnka cKoNmnosa, KOHTPaAKTYPbl KPYMNHbIX ArpeccuBHOE UCNO/Ib30OBaHUE MNACCUBHOIO PACTAXKEHUA,

CyCTaBOB dusnorepanuma, NCNONAb30BaHUE TPOCTU, XOAYHKOB,
opToneau4YecKkux cteneK, UBaanaHbIX KONACOK

KoHTponb Beca CobntogeHune gmetbl, NPOPUNAKTUKA OXKUPEHUA

MpodunnakTMKa n KOpPpPeKLUMA cepAcUHbIX OCOXKHEHUN [Mpu cepbe3HbIX HAapPYLWEHUAX PUTMA — UMNIAHTaLUA
Kap4AUOCTUMYIATOPA

[bixaTenbHana HeAOCTaTOYHOCTb (anHO3 cHa) Ncnonb3oBaTth ApixaTenbHoe obopyaosaHue BiPAP-
Tepanua u/mnmn CPAP-Tepanus

dncnaHcepHoe HabatoaeHme 1 pa3 B rog y Kapanoaora, nyJibMOHO/0ra

Xupypruyeckoe BmeLlaTeNbCTBO MoeT NOHaA0bUnTbCA ANA NeYeHMsa NPOrPeCcCMpPYOLLErO
CKO/IM03a

CaHaTOPHO-KYPOPTHOE NleyeHue 2 pasa B rof JIOK, neyebHbI maccax, annapatHaa pusnoTepanus,
- rps3eBble annanKauum .



MYO-101 - KINMMA2E

MAPT 2019 roaa () SAREPTA
V) THERAPEUTICS

KomMmnaHuna Sarepta 3assuna o npenapare
reHHOW Tepanuu.

OH BOCCTaHaBnMBAaET YPOBEHL beTa-
capKorrnmkaHa B CKENETHbIN MblllLAax, MblLLLIAX
cepaua n gnaparmol, NyTeM OOCTaBKU reHa,
coaepKallero MHCTPYKUNK Ans rMOCTPOEHUS
npaBuUIibHOro benka.

ichonb3yeTca ageHo-accounmMpoBaHHbIV
BUPYCHbIV BEKTOP.
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1. KOHEeYHOCTHO-NOACHAA MblweYyHaa auctpodua Tmna 2A — KanbnanHonaTtma. OnucaHme cayyan. B.M.
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nenbBnodpemopanoHasa popma JlenaeHa-Méeébuyca. H.A. LLHanaep, T.A. Hukonaesa u gp. HepsHoO-
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Pecypcbl UHTepHeT:

Lgmd.ru



