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bonesHu Tlomne (HeaOCTATOUHOCTL KUCNOU a-
rnNkOKO3UAQ3bI)

Mytaupa e reHe GAA

¢« 0% -30% HopmarsHoM GKTUBHOCTU CpepMeHTa

TTporpecaspytolLiee MynbTUOPraHHOE HAKOTeHUe FIMKOreHa

! Jnsocoma,
' HopmartbHos 3arosHeHHas
- Jm3ocoMa rIUKOreHOM



FeHoTUN 6onesHu TTomne

* OnucaHo okono 360 mytauuu
B reHe GAA

* CamMblIe JYacTbIe:

IVS1-13T>6 (c.-32-13T>6) Esponeouasr
Asp6456Glu (c.1935C>A) TarBaHb
Arg854X (c.2560C>T) Appo-Kapubckuii pervoH
del525T (¢.525 delT) FonnaHaua

del exon 18 FronnaHams




TTporpeccuposaHue 6onesHu

HepoctatouHoCcTe GAA NpUBOAUT K HGKONMEHUHO rNUKOoreHa B
NU30COMax NPaKTUYeCKu BceX TkaHeu, ocobeHHO - B
KApAUOMUOLIUTAX, CKeneTHOU U AbIXATeNbHOU MYCKynatype

TTporpeccuposaHue 6onesHu TTomne

* Ha parHux craauax * C nporpeccues * Paspywerme TTpakTudecku Becb r/IMKOreH 8
pasBuTg 60s1E3HU KIIETKMU 6osn1e3Hn rrmKoreH JIN30COMASIbHBIX ymToname
conepxar HeborsibLme, Hakarn/msaercs, MeMOPaH, BbIXOA . Obuwmproe
3ar10sIHeHHbIE rIMKOreHoM JIN30COMbI r/IMKoreHa 8
JIN30COMbI, KOTOpbIE CO yBESINYNBArOTCS uuronnamy YTeTPACTPYRTYPHOE
et p rOpaxeHme MbILeYHOU TKaHU
BpemeHem ysesInInBaroTCea | . Bosmoxra TTospexneHue mpiwwi T,
B pasmepe QUCOYHKLNS MBILUL AqXesiasqa mMUuoriartus,
Krimeck Py Taxersias mmuonatus paspyleHue pubpusi,
MHIHeCKe « [Jlerxas/ymeperHas HapyweHun QyHKLUMU MbILWL
rposBrIeHUs MoryT MUONATHS

oTCcyTCcrBoBarsb
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HaxonneHue rnukoreHa seper K AeCTpyKUUU TKaHeu

HakonneHue
rfIMKOreHa B
cepAeyvHOU MebIWLe

&

e
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HakonneHue
rAUKoreHa 8
cKeneTHOU MbIwUe

N T

CKonneHus rNUKoreHa B Nepeyro
ouvepeAb MOPAXAHOT MBLIWEYHYHO TKaHb

OCHOBHbIE rpynnbl MBIWL, ROpaxaemble NpU
6onesHn Tlomne

- CeppeyHas mbrwua (y mnaaeHues)

- TTpokcumanbHbIe CkefleTHbIe MBILLIBI
(ocobeHHO MbIWLLI TYIOBULIG U
HUXKHUX KOHEYHOCTel)

- [HeixatenbHas myckynatypa



KnuHuueckaa knaccugukauma sabonesaHus

Knaccudyeckaa UH@PAHTUNbHAS (PpOpMa:

BeicTpo nporpeccupyrowmii U 4acTo NpUBOAALLMU K CMepTU Ha 1 roay XusHu

Hauyano 3a6onesaHusa MOXHO OTHecCTU Kk NepuoAy HOBOPOXAEHHOCTU UNU
MIafeHYeCKOMy BO3pacTy

CUMNTOMBI Brnepeble NOABNAFOTCA B paHHEM MiiafeH4YeCKOMm BO3pacTe
OueHb HU3Kas/He onpepaensemas aKTUBHOCTb epmeHTa (<1%)

TTosaHaa (B3pocnas) qpopma
* MeaneHHO nporpeccupyloWwMii, NPUBOAALLMIA K NpexaespemMeHHOU CMepTu

* Hauano 3a6onesaHUs MOXHO OTHECTU K AeTCKOMY, NOAPOCTKOBOMY UJSIU B3POCJIOMY
BO3pacTy

* CUMMNTOMBI MOTYT NOABNATLCA B NHO6OM BO3pacTe
* Huskasa/ymepeHHasa akTtueHOCTb GAA (1-30%)

PasHbIe kKnuHUYeckue BAPUAHTLL - OAUH NAToreHeTUYeCKUM MexXaHU3Mm




bonesHb TTomne y mnageHues

CkeneTHbIe MbIWLbI

brictpo nporpeccupytoulas

MbIlWeyHaa cnabocTtb - Cepaue ST
e MbIweyHas rMNOTOHUA - BbIpaxeHHas :
kapavomeranua/KMTT - TpyAaHocTu npu

e 3anpokuabisaHUe rosoBLI

- PG3BMTM€ Cepnequﬁ KOpMneHMM/OTCTClBaHMe B
3HauuTenbHO NOBLIWEHHAs HeAOCTAaTOUHOCTU passutumn
CbIBOPOTOYHAA - OpraHomeranus
KpeaTUHUH@POCPOokuHasa (KEK) [IXaTenbHAs CUCTEMA (renatomeranua/makpornoccus)
TloetTwenHbIe anaHuHoeas 1 - YacThIe pecnupaTopHLIe UHPEKLUm
acnaparuHoeas TPAHCAMUHASBL  _ Pq3pyTUe AbIXATenbHOU HeAOCTATOMHOCTU
cersopotku (AT u ACT) - PaHHa8 cmepTb M3-3a AbIXATESIbHOM

3ameaneHHoe opmupoeaHue ~ W/UNU  cepaeuHOU HeAOCTATOYHOCTU
ABUrGTENbHLIX HABLIKOB - HapyweHus abixaHusa 8o cHe






KoHeuyHOCTHO-noscHOU naTtTepH

TTporpeccupytowas merweyHaa cnabocrtb
TTneyeeoi/Ta3oBLIA Nosc
TTpuémer "oBepca npu BcTasaHUMU

UsmeHeHUe noxoaxu («yTuHas»,
Bnepesanky, TpeHTeneHbypra)

3aTpyaHeHa paboTta ¢ NOAHATHIMU
pyKamm

CNOXHOCTU NpU NOBOPOTAX B KPOBATM,
BCTABAHUU U3 NOMOXeHUus néxa 6es
nomowum pyk (axkcuanbHaa cnabocTb)

CNOXHO NOAHATL roONoBy OT MNOAYLIKU
(cnaboctb mbrwy crmbarteneu weu)







NMuue-nonaTtoyHo - NNevYesou




JIvwue-

m.orbicularis oculi

ris oris



-JlonatouHo -




-TTneyesou




AucTtanbHbIU NATTepH

TTporpeccupytowas cnabocTtb U
NOXyAGHUE AUCTASNbHBIX MbILILY
PYK U Hor:

« 3aTpyAHeHUWe MesnKkou
MOTOpPUKU (3aBa3bIBaHUE
WHYpKOB, 3aCTErMBaHue
nyrosui)

 BcTtasaHue Ha NAaTkU/HOCKU

* WN3meHeHUe noxoaku
(ctennax)

* CnycK U noabem no
nectHuue (3aTpyaHeHue
cnycka no nectHuue)



AucTtanbHeIU NaTTepH




