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Hscnenpannus.
. Kpearundocdokunazara (CPK) oOMKHOBEHHO € IeKO MOBHILIEHS
HOpMaJlHa.
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. ODyYHKUMOHAMHOTO H3CJE/IBaHE HA [JUILAHETO € C JaHHH 33
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AJIFOpHTMH 3a JieueHHe Ha 3200/19BAHETO

[MauuenTure ¢ Oonect Ha Ha Pompe crieaBa aa ce JieKyBaT
MYJTUAUCUMILIMHAPEH €KUII OT MEAMLIMHCKU CHELMATIMCTH:
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OTHOLIEHHE HAa CTaOMIM3MpaHe Ha OuXaTesNHata (GyHKUMA M MYCKY
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Ha Bcexu 6 meceua ce u3pbpwiBaT HepojoruuHo ( Bkii. MMT, Goy
($u3MKanHO H3cneABaHe, KaKTo u:
Kpearuugocdokunaza (CPK)
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e EMI (enexTpomuorpadusra) OTKprBa MUOr€HHH MPOMEHH.
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AJITOPHTMH 32 peXaOHJIHTAlHS Ha 320019BaHETO

. KoHcyntatuBeH npernes OT JieKap CNEeUMaUCT 3a 3anoyBaHe Ha
nauueHT ¢ 6osiect Ha [Tomne
Ha3nauaBaHe Ha MHAMBHyanHa pexaOUIUTaLHOHHA NpOorpaMa
CneunduuHy TECTOBE 32 OLICHKA Ha ABHUIraTe/HaTa akTUBHOCT
II. 3ano3HaBaHe Ha MaLMEHTa CbC CBHLIHOCTTA HA peXaOUIMTaLlMOHHATA J]
HI. M360p Ha cpeacTBa, choOpa3eHy C TEXECTTA Ha 3a001IBaHETO

THJICH JIeT, CEEK, CTOSXK.
[MacHBHH M MacHBHO-aKTHMBHH YMNPAXXHEHUS 33 YBPEACHAT]
HEMO/BIKHU U XOeLlH NallUeHTH.

AKTHBHH YIPa)XXHEHHUA 3a 10-JIEKO YBpEeAeHATa MYCKY1aTypa.
AKTHBHH YIIPaXKHEHHUS C U3MOJI3BAHE U HAa Ypeau

VnpakHeHus 3a MoAoOpsABaHE Ha MOXOJKaTa, O0yYeHHe B XOAd
cpeicTea.

YnpaxxHeHHa 3a pa3TAraHe (CTPEUMHT) Ha CKbCceHaTa MyCKyaTypa.

pexabunurauus npu

porpama

lluxa’remm YTIPAXKHEHAA — CTATHYHU M JUHAMUYHM OT pasiHyHy URXOAHH MO3ULHYU —

MycKyjiaTypa MnpH

He ¢ U 0e3 NOMOIHHU




JleuebeH Macax — yacTH4eH, 1AL 32 32CETHATUTE MYCKYJIHHU 1
Xuapotepanus

Cnopr U esleMeHTH OT criopTa

IV. JiozupoBia U METOOWYHY YKa3aHHUS

cnopell GyHKLUHOHATHUTE Bb3MOXKHOCTH Ha MauUeHTa.

. TeMn — ynpaxHEeHHUATA C€ U3MBJIHABAT CbC CPEIHO A0 YMEPEHO T]
Bpoii nosropeHus — 8 -10 -126p.

Haroerapeane — cyOMakcumanto, 6e3 ymopa.

V. TectoBe 3a oOueHKa Ha JABMrarenHata (QPyHKUHS — Mpead 3arnoys
KOHTPOJIHO TECTYBAHE Ha BCEKH 6 Mecela.

. TecTope 3a OLIEKKA HAa cUaTa — MaHyaJHO-MYCKYJIHO TECTYBaH]

L

PyIu

ExenHeBHU 3aHHMAaHUS B KJIMHHYHA H AOMallHa O6CTaHOBNa, CTpOro Ao3upaHu

EMIIO.

HHEC Ha JICYCHHUETO U

£ WK MHOMETPHUA Ha

3acerHarara MPoKCMMallHa MYCKYJIaTypa, pbuHa JMHAMOMETpHS Ha JucaiHa MycKyaarTypa.

O6eM Ha IBUXEHUE — BIIIOMETPUS

CreuuduyuHy CTaHAAPTH3UPAHH TECTOBE

TecT 32 noxoznka - 10m.,

W3kaupaHe Ha 4eTUPH ChIANa,

HanpagssHe ot cenex,

Tect Ha Gowers

VI. OpTe3Hn cpeacTBa — JIHEBHHM W HOWIHM LIMHU MPH OrpaHUyaBaHe d
CTaBHUTE M 3a Npeana3BaHe OT NOABA HA KOHTPAKTypH.

OeMa Ha ABMKEHHE B

B T.4. HayuyHu ny6JMKAOHM OT MOC/JAEIHMTE IET roi
ouGanorpadexa cnpaBka
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Hpezmomelmﬂ 32 OPpraHu3alng Ha MCAHIHHCKOTO oﬁc.rlymnaﬂe HA NAlHEeHTHTE H 3a

duHaHCHpaHe Ha CBLOTBETHHTE AeHHOCTH, cbo0Opa3eHH c AelicTH
HOpPMATHBH2 ypenda

aijaTa B CTpAaHarTra

B bbarapus adarHoctukara ¥ pocnesiBaHETo Ha 6oHuTe ¢ 6OoMecT Ha
B PAMKHTE Ha KJIMHHYHa bTeKa 15.

[lomne ce u3BwppluBa




OnucaHMe HA OMUTA ¢ KOHKPETHH MAIIHEHTH CbC CHOTBETHOTO Psiiko 3a0o.siBaHe (2x0
HMA TAKbB)

Knunukara no Hepsuu Gonect, YMBAIJI ,Anexcanaposcxa” EAJI [yqacTBa aKTMBHO OT
anpun 2012 r. B CKpuHMHroBa nmporpamMa Ha Tema ,OnpeaeysHe uecToTaTa Ha
paznpocTpaHeHHe Ha Oonectra Ha [lomne B bbarapus upe3 CeneyTMBHO CKPHHUHIOBO
v3caeBaHe Ha rpyrna OT MAaUMEeHTH C HEM3ACHEHHW muonatuu”. 3a neppona 2012-2015 r. B
CTpaHaTa ca AMarHOCTULMPaHH MbPBUTE 5 MauMeHTa cbe 3a00NABAHETO{ M €MH aCUMIITOMEH
POJCTBEHHK Ha 3acerHat (06wo 6). [Ipu 1BaMa oT T2X AMarHosara e no¢rareHa B Knunukara
nio Hepsuu 6onect, YMBAJI ,,AnekcanapoBcka”.
Yerupuma ot Gonnute ¢ Ilomne ca Ha eH3MM-3aMeCTUTENHa Tepanys ¢ Myozyme u ce
NpOCNEAABAT HA BCEKK 6 MECELA OT MYJTHAUCIUIUIMHAPEH EKUIT OT CHEMAIUCTH- HEBPOJIOT,
Kapauosor, nyamonor, ¢uznorepanesT koM YMBAIJL AnexcadHapopcxa”™ 3a OLEHKA Ha
edexra U eBeHTYAIIHUTE HEXEaHH JeKapCTBEHH peakuuru oT nedenuetol [posexaar ce KK
u Ounoxummunu uscneasanus, EKI, exokapauorpadus, GyHKUMOHATHO HW3CAEIBAHE Ha
JMHIAHETO, KOWTO CE€ OpPraHu3uWpaT OT MEAMLMHCKUTE cecTpd B ekuna Ha Gasara Ha Tasm
OLiEHKa Ce W3JaBaT W NPOTOKOJIMTE 32 JieUeHUe Ha 3abonsBaHeTo ¢ Myogyme ot Komucus 3a
neyeHWe Ha peaxu 3abonsBanus kbM YMBAJL | Anexcannporcka”] EAJL. [Mauuenture
NpoBeX/1aT U aKTHBHA pexabuiauTalys, o0yuaBaHH OT €KUM OT pexabunyTaTopH.

[lpu neama ot Gonnute uHy3uuTe ¢ Myozyme, nmpuinaraHd Ha B¢EeKM 2 ceaMMuUH, Ce
MPOBEXAT B KJIIMHUKATA OT 00Y4EHH 3a LeATa MEAHLIMHCKH CECTPH.




BONIECT HA NMTOMIE — KOHCEHCYC 3A IUATHOCTUKA, NPOCNEAABAH
BEBbTAPUA

KOHCEHCYCBT E U3TOTBEH HA PABOTHA CPELLA HA TPYNATA CNELLMANNCTIA

U NEYEHMETO HA BONECTTA HA POMPE, NMPOBEAEHA HA 07.02.2013

PabotHa rpyna:

Yn. kop. npod. a-p UsaH Munanos, JMH
KnuHuka no Hesponorua, YCBANHN ,Ceetn Haym”
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KnuHuKa no percka Hesponorua, YCBAMHN ,Ceetn Haym”
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1. Kpatbk 0630p Ha 6onecrra Ha Pompe
Bonecmma Ha Pompe (2nukozeHo3a mun Il, degpuyum Ha Kucena m

jaamasa unn

depuyum Ha kucena angpa-2nioko3udasa /GAA/) e paaka daTanHa aBTO30MHO-
MeTaboNnTHa MUONATUA C HaTPYNBaHE Ha IMUKOTeH B NM3030MUTE Ha Pa3NnyH
MpubnnsntenHara obwa Yectorta e ot 1 : 40 000 go 1: 300 000 paskaaHus.

MNpuunHasa ce o1 Hag 120 myTauun B GAA reHa, N1OKann3mnpaH Bubp
25, 0bycnasAwm pasnuyHa creneH Ha aeduumnT Ha eH3uma Kucena anda-rnkKo
Xuaponusupa rukoreHa. bonecrra Ha Pompe e ¢ Hall-TeXKarTa KAMHUKA oT 12-
rAVKOreHO3K 1 Ce U3ABABA NPU HamansaBaHe Hag 25 % OT cpegHaTa HOpMaHa
Ha GAA . [lep1umMTbT Ha TO3U €H3UM BOAU A0 HAaTPynNsaHe Ha IMIMKOreH B pasnun
CNeunanHo B CbpAeYHaTa, QUXaTeNHaTa U CKeneTHaTa MyCKyNaTypa, KaTto npu4
XunepTpoduyHa KapAMOMMONATHA U NPOrpecnpPaLLa MyCcKyaHa cnabocr, BraKY
ONXaTenHaTa MyCcKynaTypa.

KNMHuYHaTa KapTUHA Ha 6onecTTa Ha Pompe MOXe 43 ce onuwe K
3abonsBaHe, KOWTO Bapvpa oT 6bp30 nporpecnpalta dopma ¢ npoasa B paHHa
(noasa Ha cumnTomuTe HA 6oaecTTa Ha Pompe TUNUYHO Npes MbPBaTa roauHa
KpaTKa OMaKBaHa NPOAB/MKUTENHOCT Ha ¥UBOT) Ao no-6aBHO nporpecupalla ¢

MHpaHTUAHATa Knacuuecka popma Ha BonectTa Ha Pompe ce np
[AeTCKa Bb3pacT. XapaKTepusnpa ce C MaCMBHO OTAAraHe Ha rNUKoreH B Copaey
MYCKYNaTypa, KOeTo BUHarv soam Ao 6bp30 nporpecupalla KapauomuonaTus,
MYCKyNHa cnabocT u xunoToHusa. Hanuue e 3abaBeHo ABUraTesIHO PassUTHE U H
cbC 3aryba Ha NOCTUrHaTUTE ABUraTeNHN ymeHKua. CmbpTTa HAacTbNBa Nopaay C
AvXaTeNHa HeaoCTaTbYHOCT Npeay AOCTUraHeTo Ha €HOrOAMILHA Bb3pacT. Np
NpPOoy4YBaHe Ha ecTecCTBeHOTO NPOTUHAHE NPWU NAUMEHTH C MHOAHTUNHA popmMa H
(n=168), cpeaHaTa Bb3PACT Ha NPOsABa Ha cumnTomuTe e 2,0 mecetta, a cpegHar,
HaCTbMBaHe Ha cMbpT € 9,0 meceua. Mpexxusaemoctta no Kaplan-Meier Ha Bb3
MeceLa e CbOTBETHO 26%, 9% 1 7%. AKTUBHOCTTa Ka anda-rnioko3uaasa e <1%
NUNCBa.

UHpaHTUNHATA He-Knacuvecka ¢opma 8 CpaBHEHMUE C KNacudecKa
ManKo NO-KbCHa Bb3pacT Ha U3ABA Ha cumnTomMUTe (OKONO 5-a mecel, cneg pa
Nporpecus, KOATO Ce XapaKTepu3npa ¢ No-nNeKka KapaMoM1onaTUA U KaTo cneac
NpeXnMBAEMOCT (cpeaHo 19 meceua). AKTUBHOCTTa Ha anda-rnwKo3uaasa e <2

KbcHata ¢opma Ha 6onectra Ha Pompe moxKe fa 3aMoYHe B A€eTC
WKW NpY BbIPACTHKU 1 e MHOTO No-6asHo Nporpecupalla or uidaHTUnHaTa dop
AKTUBHOCT Ha anda-rnioKo3naasa e mexay 2 1 6% npu SETCKO-IOHOWecKaTa ¢o
Npu Bb3PacTHUTE, Tasn aKTUBHOCT NPeOTBNATABA PA3BUTUETO HA KapAUOMUON
Habn04aBa Camo Npu OKONO 4% OT NALMEHTUTE C KbCHO NponAsaBalla ce 6one

NaumMeHTUTe C KbCHO NPOABABRALLA ce BonecT Ha Pompe TUNUYHO N
nporpecupainLa MuonaTus, NPESUMHO Ha NPOKCUMANHUTE MYCKYU B Ta30BUA 1
Pa3fMYHM CTEMEHWU Ha 3aCAraKe Ha AULIAHETO, KOETO NMPOrpecupa A0 TEXKKO Haf]
HY/Ja OT anapaTHa BeHTUNAUMA. BpemeTo 3a pa3suTue Ha HonectTa e U3KkNouM
MNpyn HAKOM NauuneHTH ce Habalogaea 6bP30 BAOWABAHE Ha GYHKUWATA HA CKenE
MyCKynaTypa, BoAewo A0 3aryba Ha cnoco6HOCT 3a ABUKEHME U AUXaTeNHa Hel
LApYrv npoTUYaHeTo e no-6asHo, a TpeTM moraT ga AeMOHCTPUPAT ANCOLMaUNA
3aCATaHETO Ha CKeNIeTHATa UMM AUXATeNHATa MyCKynaTypa.

2. Ennpemuonoruna

YecToTaTa Bapvpa B pasnuuHuTte nonynaumu ot 1 Ha 40,000 go 1 H
MOMEHTA 8 BbArapua ca AUarHoCTULMpPaHy YeTUPMMa NALMEHTH C KbCHa dopm
bamunum.

euecuBEa
OPraHu 1t CUCTEMM.

y xpomosoma 17q
naa3a, KoOUTo
U3BeCTHU

3UMHA aKTUBHOCT
HY TbK2H#H, NC-

HABA Pa3BUTMETO Ha
TENHO YBPaWAAHE Ha

TO CNEKTbP Ha

€TCKa Bb3pacT

T XMBOTA U MHOTO

pMma € KbCHa npoaBa.

ABABA B PaHHa

jaTa M CKeneTHata

HEepanu3npaHa
cTbnea 6bp3 perpec

pAeYHa n/mam
PeTPOCNEKTUBHOTO
6onectra Ha Pompe
Bb3pacT Ha

acr 12, 24 wm 36

M HGNBAHO

a e no-nexa, ¢
aHeTto) v no-6asHa
BME — [0 2bAra

(]

BOTO, IOHOLECTBOTO
a. EH3umhnaTa

ma 1 oT 7 po 40%
TUA, KOSATO Ce

Ha Pompe.

Xa3Bat

paMeHHUA NOAC, K
uieHune u/unu
TenHo sapuabunto.
ITHaTa U guxaTenHarta
LOCTaTbUHOCT, NpU
ripu nporpecupaxe

h 300,000. o
OT Pa3/iMuHN




3. AnarHo3a
Junario3ara ce 0CHOBABa HA KNUHUYHU, BUOXUMUYHY, enekTpodus
DYRKIMOHANHMW, XUCTONOTUYHA Y FEHETUYHM U3CNEABAHUA.

XbM amarHo3aTta 6onect Ha Pompe HacouBar:

1. KnHUYHKM JaHHM 3a:
[ ]

uHpaHTUNHATa dopma
MYCKYNaTypa, IMNCA Ha 3acAraHe Ha CbpLUETOo U HaYano cne
pa)KaaHeTo 40 3pANa 8b3PACT Npu GopMaTa C KbCHO Hadvan

2. NoBUWeEHN CTOMHOCTK HA KpeaTUHKUHa3a (KK) - 3HaunTenHo noe
uHdaHTUAHATa GOPMA, NEKO NOBULLEHN UK NO-PAAKO - HOPMAHY NPU KbCHAT

4. EMI aaHHu 33 MUOreHHa yBpena; Bb3MOMKHO e yCTaHOBABaHe H

membpaHHa 3b36yAMMOCT U MUOTOHMYHK NoTeHUMany. EMI moxe pa 6bae Hof

yBpeAa A3 ce yCTaHOBU Camo B NapacruHanHaTta myckynartypa.

5. luarHo3aTa ce NOTBbPMAABA C JOKA3BAHETO Ha AedvuUT Ha af]

TesKO CbpAeUHO 3acAraHe u reHepanu3upaHa MyCcKyaHa cf
U3ABa NPK PaXAAHETO UM NPe3 MbpBUTE MeCeuu cnea pay

Mperpecupauwa c1abocT Ha CKENETHATA, BKMOUNTENHO AKX

HOROTVUHY,

aboCT U XMNOTOHUA C
kOaHeTo ripu

pTenHata
[ NbOBaTa FO4KWHA OT
D

jLeHn npu
b bopMma;

b noBuLLeHa
ManHa ¥ MMOTEHHKA

da-rnioxo3nnasa (s

CYXa KanKa KpbB, NeBKOLWUTH, KyNTUBUPaHN ¢ubpobnactu) unu myckynsa 6ugncun u ce

Bepmbuuupa ype3l reHeTUYHO UicneansaHe,

Konu4yecTseHOTO onpeaensHe Ha GAA eH3MMHATa aKTUBHOCT 8 CY
OCHOBEH AnarHocTuyer u 6bp3 MeToq, KOWTO Ce U3BBPLBA U Y HAC 8 HauuoHa/

nabopatopusn, C LOKa3BaHe Ha KOAMYECTBEHa peayKunA:
¢ <1% npu Knacnyecka uHdaHTUNHa Popma;
® < 2% Npu He-KnacudeckaTta uHdaHTUunHa dopma;
® 2-6% nNpwu AeTCKa U I0BERWUIHA dopmu;
¢ 7-40% npu dopmnTe y Bb3PacTHAK;
YCTaHOBABAHETO Ha HAMANEHa aKTMBHOCT B CyXa Kamnka Kpba TpAf
fIOTBBPACHO C APYT METOZR 33 KONIMYECTBEHO ONpeaenfiHe Ha eH3MMHaTa akTUBH
UAK KYATUBU D3HU KOXKHK PubpobnacTi) unm 3a npegnoumnTaHe ¢ reHeTUYHO U3g
MOoreXyNapHUAT aHanu3 NoTBbPKAABA MyTauuu B GAA reHa.
MyckynHaTa 6MoncKa e 4oNbABaLL METOA. XUCTONOTUYHOTO U3CH]

ka K3MKa Kpbs e
HaTa reHeTuuHa

Ba fa 6boe
0CT —{8 NeBKOUUTU
neaBaHe.

eBaHe NOKa3Ba

orparuyeHa gereHepauma Ha MUOLKUTUTE C NO-TEXKKO 3aCAraHe Ha | TMN MYCRYAR M BAi2KHA, KaKTO U

FAUKOrEHHO HaTpynBaHe no dopmarta Ha PAS-NO3UTUBHM BaKyoiu. ENEKTPOHHO
u3cnefBaHe yCTaHOBABA [IMKOMEH B LMTONAA3MaTa U aBTOParuyHv Bakyonm.

Ta(’i/llll.{(l I OCHDBHO KAUHUYHA XAPAKIMEPUCIMUKQ HA KAqcusecrama UH()D()H'?

CCHOBHA KNMHMYHA XapaKTEPUCTUKA HA KNACKMYECKaTa MHPAHTHMAHA GOopMa HA

MUKPOCKONCKOTO

NiAHG opma

Gonecrra Ha Pompe

Bogewwy ca Te)KO ChbPAeyHO 3acATaHe U u3paseHa MyCKy/Ha cnabod
Havano olue Npn pasKaaHeTo nau npes mbpBuTe Meceuy cnea,

IT i XUNOTOHKA
ykgaHeTo

3acerHatun
opraHu/pyHxLMK

Cumntomu




Copaeura PyHKuma

XunepTpodnyHa KapanoM1MonaTys

CbC Mnu He3 06CTPYKUMA HA NIXOAALMA JPAKT Ha NABa

Kamepa

MposoaHU U PUTLMHU HapyLwervh
JunatatvBHa KapaMoOMMoNaTnA g

cTaguu

KbCHUTE

Mporpecvpalla CbpaeyHa HeaoCcaTbuHOCT

[OsuratenHa ¢pyHKUUK

Bbp30 NporpecupatLia MyCKyIHa
leHepanuaupaHa XunoToHus - “
HesaabpKaHe Ha rnasara

EnabocT
Floppy infant”

HeosnagasaHe Ha ABUraTe/Iku YIheHns

Apednekcus

Tabauya 2 Ooros iy KAUAWMHU CUMITIIIOMU 1pU KoCHUIMA opma
OCHOBHM KIMHUUHW CUMMTOMM NPU KbCHaTa dopma Ha 6onect Ha Pompe

fiporpecupawia cnabocT Ha cKeneTHaTa, BKAUUTENHO U auxatenhara
MYCKYRaTypa, NPy IMNCa Ha 3acAraHe Ha CbpueTto
Hauano - cnep nbpsBata rogvHa oT PaXKaaHeTo A0 3pAna Bb3pact

3acerHaru opraHu
[emcremu

Cvmntomu

Oeuratenda QyHKUUA

NpeavMmMHO NPOKCUMaNHa MyCcKyIHa cnaf

OCT, NOBEeYe B

Ta30BUA NOAC U AO/IHUTE KpaﬁHMLl,M; 3aCqraxe Ha

napacn

MHANHATa MyCKynaTypa

3aTpyaHEHO M3npaBaHe, U3Kaus
KomneHcaTopHu ABuKeHus — G
HapyweHa noxoaxa, 4ecty naga

He Ha CTbAbu
ers’ sign
na

Xunepnopao3a, CKoNMo3a, purngeH rppbHak,

KPUNOBUOHM AONATKM
KoHTpaxTypu, aedopmauyu, oct
3abaBeHO ABUraTeNHO pas3BUTUE
B leTCKa Bb3pacT)

bonoposa
(npw Hauano

OduxatenHa dyxkuus

Mporpecupaisa cnaboct Ha agnadparmaTy u

MHTepKOCTaNHaTa MyCKynartypa

3a4yx, ymopa npy Gusnuecku HalicBapeaHus

OpronHen

CbHHa anHes, HOLLHA XMNCBEHTaLMS

YecTu auxatenHun nkderunn, cnd
Mporpecupawa aMxaTenHa Heao
HeoHX04MMOCT OT HeMPeKbCHAT3
WU/IK HEMHBA3UBHA BEHTUAUUA

6a kawnunua
ETaThuHOCT A0
MHB23WBHA

XpaHeHe

DOucdarua, HapyleHo xpaHeHe
Penyxuus Ha Terno




5. AudepeHymnanHa AuarHosa

1. IndepeHumanHa AMarHo3a Ha nHdanTunHata popma Ha Gonectra Ha Pompe:

® o o o

MuoxapauT

Bonect Ha [laHOH
Jpyria FAMKOreHeosu

CrnnKanHa myckyaHa atpodusa tun |
BpoaeHU MyCKYAHU AUCTPodUM N muonaTtum
BpoaeH xunoTupeouamsbm

NaKonaTMyHa xvnepTpoduyHa KaparoMUonaTun
MWUTOXOHAPVANHA LMTONATUN

2. IndeperLmanHa anarH03a Ha KecHata popma Ha bonectra Ha Pompe:

Taba. 3 Audepenyliaina [AarHo3a Ha K'bCHaTa popMa

Ipynu 3a6onaBaHuA

Npeacrasurtenu

MyckynHu auctpoduu

MoAc-KPaRHUK MYCKYNHA gucTpodua

daumnockanynoxymepanHa MyCcrynHa gudrpodus
AvctpodnHonatun - Liower/ Bekep mykkynnHa

anctpodus

MuodubpunapHa muonatua
MMOTGHUYHA anCTPOPUA TR 2
CranynonepoHeantHn CUHAPOMU
bonect Ha aHOH

X-CBbp3aHa MUONATUA C eKCLeCUBHA aBT (barvm

Bb3nanutensm muonatnu

Noanmuosnt
Mno3uT ¢ BKAOUBaHUA

Bpoaenn munonatnm

HemannHosBa mnonaTtus

Central core u multiminicore muonatumn
LieHTpoHyKneapHa muonatnsa
MuonaTiAa C XuaMHOBY Tenua
Muonatua ¢ purnaeH rpbbHak

Lpyrv BpoaeHM mmuonaTtum

MeTabonAUTHYU mnonaTum

FnukoreHosa Tun lli

FnukoreHosa tmn IV

rnukorenosa Tun V (Bonect Ha McArdle)
MuToxoHgpnanHa MMonaTna
Muonatvm NpY HapyLLEeHNA Ha IUNNAHN

h meTabonnsbm

Boneciun Ha gsuratenHva
HEBPOH

CNnHaNHN MYCKYNHU aTpodum
bonecr Ha Kenean
AmunoTpoduuHa natepanHa ckneposa




bonecty Ha HeBpo-
MYCKYTHUA CUHANC

¢ MwuacteHua rpasuc
BpoaeHu MUACTEHHU CUHAPOMU

Cunapom Ha Lambert-Eaton

6. lIpersiex 1 u3caeABaHuA
33 OUEHKa Ha TeXXeCTTa U TUNa Ha 3acAraHe Ha ABUratenHata, guxaj

enHaTa u

CtpAeYHaTa $yHKUMA 1 06LIJ,0T0 CbCTOAHWUE Ha NALMEHTUTE, KAKTO M 33 OLLEHKA HA NPOrpecuaTa u

OTrOBOpPA Ha Neyerne ce NpoBexaar CneaHnTe U3cneaBaHnA U KOHCYyATaLunu.

Hupanmuana popma na 6osecmma wa Pompe

ComaTnueH CTaTyC — BKA. PBCT, Terno, o6MKONKa Ha rnasa
HeBpoNOr1yeH CTaTyC, BKA.OLEHKa Ha TOHYCa U MYCKYNHATa cun
ExoKkapauorpadus - xunepTpoduyHa KapaMommuonatus

EKT - BrcoKosonTa)kHU QRS Komnnekcu n cKkbceH PR uHTepean;
PenTtreHorpadua Ha 6an 4pob u copue — MacUBHA KapaAuoMeraJ]
NonucomHorpadusa Uau oKCUMeTpus (NPY Bb3IMOXKHOCT);
NabopaTtopHu nokasatenu — nosuwenn KK, ACAT, ANIAT, 10X
CRIM (cross-reactive immunologic material} craTyc — npu Hauan
6-MeceyHa 8b3PacT. YCTaHOBABA HAaMYMETO UK INMCATa HA CTEeCTBEHUA EH3N
rnioxo3vgasa. CRIM HeratuseH CTaryc NOKa3Ba Mb/1HA /IMNCa Ha EH3MMa K Ce CB]
HeBnaronpuATeH X04 Ha NPOTUYAHE U Pa3BUTUE HA NO-BMCOK TUTHP Ha aHTUTEN]
Npocnepasarke u Neyerne Ha CbpaeYHUTE HapPYLLEHUA OT AETCK

® & O & & o

Kwcua hopua na Gonecnmma ua Pompe
¢ AHamHesa, BKAIOYMTENHO ONAAKBAHUA O T 33a4yX U yMopa npu ¢
HaTOBapBaHe, LHEBHA CbHAWBOCT, CyTpewHo rnasobonmne
o  COMaTMUeH CTaTyC, BKNIOYUUTENHO Ha AuxaTesnHa YecToTa v abnf
Ha AORBLAHNTEHA AUXaTeNHa MyCKyNaTypa, Haiuume Ha uMaHo3a, ePpeKTUBHOC
HapyLLeHKA Ha NPErNbaHeTo
e HeBpONOTUUEH CTATyC, BKAICUUTENHO AETANHA OLEHKE H2 MYCH
cuctema
e MaHyanHo MyCKy/iHO TecTyBaHe — 4ype3 npunaraHe Ha MRC (Mef
Council} ckanata 3a oUeHKa Ha OCHOBHUTE MYCKY/HU rpynu. TecTsbT moxe aa 6y
3a MycKynHa cnabocrt.
¢  ODYHKUMOHANHO U3CNIeABAHE HA AUILAHETO
s dopcupaH ekcnupaTtoped obem 3a 1 cek (FEV1) — cephi
nONOXEHKE, % HaMaNRBaHe B ErHano NONoXKeHUe
s dopcupaH BUTaneH kanauureT (FVC) —ceaHano u nerHaj
HamaNsBaHe B 1erHano NoNoxeHune
o
npenBUaeHns
e MaKCMManHO EKCNNPATOPHO HanaraHe
e MaKCMMaNHO MHCNUPATOPHO HanArake

h Ha HonecTTa npeau
M anda-

bp3Ba ¢ no-

npu NeyeHuneTo.

h kKapanonor

H3INHECKOD

jounHa, U3NON3BaHe
I H2 OTKaLWNAHETO,

M NHO-CKeNneTHaTa
lical Research

ne paHeH UHAUKATOP
10 ¥ RerHano

o ncnoxexue, %

Bcekn cnupomeTpudeH NoKasaTe/l B CeAHAN0 NONOKEHRE B % cRpamo




PaHHOTO 3acaraHe Ha auadparmanHara MyCKynaTypa ce yCTaHOBABP Upe3 CHUXKaBaHe Ha
FVC B nerHano cnpamo cesHano nonoxenue. [uadpparmanHa cnaboct ce hoposwpa npu 210%
CHUXeHue Ha FVC B nerHanc nonoxeHue CNpamo cegHano nonoxenue; npy 330% noHumeHueto e
NOKa3aTeNHo 3a TeKa ¢nabocT. HapyweHue Ha AMWAHETO NO BPeME Ha CbH|e TBLPAE BL3MOMKHO
npu cnagaHe Ha FVC noa 30-50% oT oyakBaHaTa CTOMHOCT.

* OueHKa Ha AMLIAHETO NO BPEMe Ha CbH - YTBbPAEH METo ] 3a OLfeHKa Ha AUXaTenHara
o6CTpYKUMA MO BPEME Ha CbH e noancomHorpaduata. Mpunarat ce U HOWHO MOHUTOPUpaHe C
NyNCcoBa OKCMMETPUA 33 YCTAHOBABAHE Ha HOLHA XMNOKCEMMUA U/Unu KanHorpabua 3a yCTaHOBABaHe
H3 HGLUHA XMNOBEHTUNALMA.

e JNlabopaTtopHu nscnegsanua, skn. KK, ACAT, ANAT, NgX

e PeHTreHorpadua Ha rpbaeH Kouw

o EKTI, exokapguorpadua — npu Hyaa

7. Neyernue
NeyeHveTo Ha 60necTTa Ha Pompe e KOMNAEKCHO U BKKOYBA NATGTEHETUYHO ledeHne ¢
eH3nM-3amecTBalLa Tepanua (E3T) U CMMNTOMATMUYHO Neuerne Ha MyCKYNHP-CKeneTHuTe,
CbPASUHNTE U ANXATENHUTE HAPYLWIEHMUS, Ha HapYLUEHUATA B XpaHeHEeTOo; oLy COLMANHK K
NCUXONOTUHHIN TPUMKI; TEHETUYHA KOHCYITAuuMA, NPeHaTanHo n3cneasaxe.

A. NlaToreHeTn4HO neyeHne

Lienta Ha E3T e Aa Bb3CTaHOBY €H3MMHATA aKTMBHOCT, 43 Hamanu HaTpynaHua
fAVKOTEH, 43 NPeAoTBPATU MO-HATaTLILHOTO My HaTpynBaHe u Aa crabuausupa k noaobpu
dYHKUMATA Ha CbPAEYHATa U CKEeNEeTHaTa (BKIIOYUTENHO AuxaTenHaTa) myckynarypa.

MNoHactoswem E3T ¢ anrnioko3ugasa anda (Myozyme) e eguHCTBEHOTO cneunduyHo
neveHue 3a bonectta Ha Pompe npu 8b3pacTHU U Aeua.

Anrmoko3naasa anda npeacraBnaBa peKoMBUHAHTHA YOBEWKa Kudena o-raoKo3naasa
1 e Noka3aHa 3a barocpoydHa E3T npu Bb3pacTHU W Aeua ¢ NoTBbpAEHa AnarHdza 6onect Ha Pompe.

NeyeHneTo TpabBa Aa Ce NPOBEXAA OT IEKApP C OMNUT B N@YEHUETO Ha NAUNEeHTN ¢
6onecTra Ha Pompe Uy Apyry HacneaCTBEHU MeTaboAUTHU AN HEeBPO-MYCKY U 3abonaBaHus.

Anrnioxo3uaa3a anda ce Npuaara Kato MHTPaBeHo3Ha UHdy3ua 8 ap3a 20 mg/kg Terno,
NPUNOMKEHM BEAHDK Ha BCeKn 2 ceammum. UHy3usaTa Ce npunara ¢ nocteneHHP yBENNHABAHE Ha
ckopoctTa. MbpBoHayanHata ckopoct e 1 mg/kg/h, nocrenenHo ce yseauuasa ¢ no 2 mg/kg/h Ha
Bceku 30 MUHYTH, KaTO NPU SIMNCA Ha CBBP3aHY € UHY3NATA PEAKLMK Ce AOCTHIA MaKCUManHa
ckopoct ot 7 mg/kg/h.

Anrnioko3naasa anda e npoTUBONOKA3aHa NpK 1BoTo3acTpawasduwia
CBPBXHYBCTBUTENHOCT (aHAPUNAKTUYHA PEAKLMA) KbM aKTUBHOTO BELLLECTBO MY KbM HRKOE 0T
NOMOLLHIKTE BewlecTsa.

HexenaHu nekapcTBEHU peaxuun
Hair-uectn ca nHOY3MOHHUTE peakumm - TUPEKCHUA, PasapasHUTENHOCT, CTYAeHE TPBNKY,
anckomeopT B ropauTe, nepudepeH oToK, I0KaneH 0TOK, yMOPa, ycellaHe 3a rppeuimHa. foseyeto
OT TAX HE Ca CEPMO3HN, NO UHTEH3UTET Ca IEKU A0 YMEPEHU U NPpemMUHaBaT cnoyTakHo.Morar ga ce
NPORBAT NO BCAKO Bpeme Ha MHPY3UATa MK A0 [Ba Yaca CAef, HeR U Ca No-BePqaTHU Npyi NO-BUCOKK
CKOPOCTH Ha MHY3nA. MPK NeKN PeaKLMKU CKOPOCTTa Ha MHY3NUA Ce HamanAga hniu HdysuaTa
BPEMEHHO Ce NPeKbCBa. MoXe Aa Ce NPUAOKAT Nepopantn aHTUXUCTamuHn/kdpTukocTepona u/unm
aHTUNMpeTULM. NP TEXKA PeaKLUs Ha CBPBbXYYBCTBUTENHOCT UHY3UATa Ce NpeyCcTaHoBABA U ce
3ano4Ba CbOTBETHO CNEWHOo neverune. TeKN aHadUNaKTUUHU peakuum ca Habpoaasann <1% npu
KNVHUYHUTE M3NUTBAHWA ¥ B NPAKTUKaTa. PUCKBT OT Pa3sBuTME HA MHOY3ZUOHHU PeaKLiymn e No-BUCOK
npu nauneHTuTe ¢ HPaHTUAHA GOPMa, C BUCOKM TUTPU Ha IgG aHTUTeNa U NPK NaLUeHTH C 0CTpA
3a6onasanmna. NMauMeHTUTe Ha eH3UMHO 3aMeCTBaLLO NedeHne Tpabea Aa 6baa] MOHUTOPUDaHY 32




aHTUTENa Ha 3-2 MeceL, OT IeYEHMETO U NO NPEeLeHKa Ha NEeKyBaLlMA NeKap npu
CepHrO3HU HeXxenaHu peaxkuuu.

Bb3HUKBAHE Ha

1. Kpurepuu 3a 3an0OMBaHE Ha eH3IMM-3aMECTBalLO /ieueHue
Ha neuexune C eH3UM-3aMECTBALLA TEPANUA NOANEXKAT NALUEHTHN C
UK ¢ 06EKTHBHU AAHHU 33 HAMANEHA MYCKY/IHa CUNa UM guxaTenHa GyHKUmA.
HamaneHa eH3MMHa aKTMBHOCT, HO 6e3 CyBeKTMBHU ORNaKBAHMA UAN AAHHU 33 K
MYCKyNHaTa CUNa MAKU AUXaTenHaTa GYHKLMA, He Ca NOKA3aHK 33 NeUeHHE, HO T
npocneanBaHy.
OCHOBHaTa Llen Ha eH3um-3amecTBallaTa Tepanus npu 6onectra Hg Pompe e
nofobpasaHe Ha ChCTOAHMETO, cTabunnanpare unu 3abassHe Ha BonectHata ngorpecvs.

M3ABEHU CUMNTOMM
NauneHTUTE C
amaneHa

a68a Aa 6vaat

Mrbunmunna Gopmu (KAGCUYECKD 4 HEHAGCUYeCKa)

NoxasaHu 3a eHeHUEe Ca BCUYKM NALUMEHTHU, ANarHOCTULMPaHK B NY
chef PaxaaHeTo, C U3KMHOUEHUE Ha NPeLLeHEHUTE KaTo MHOTO TEXKHM, 33 A3 UM
fled4eHneTo /Hanp. Beve Ha MHBAa3NBHA BeHTunauma/. MauneHTy, NOCTaBeHN Ha ¢
nopaau CbpAedyHa HeaoCTaTb4HOCT He TPRBBa Aa 6baaT n3kousaHu. MNpeasua,
nporpecus npu MHdaHTMNHaTa popma, TepanuaTta TpABBa Aa 3aN0YHE Bb3MOKH
f0/lyyaBaHe Ha PE3yNTaTMTe 338 HAMANEHA EH3MMHA aKTMBHOCT.

pBUTE AB€ rogvHv
T edeKT o1

FI2LWHa BEHTUAAUMS
TexecTTa u 6vp3arta
b Hali-paHo cnen

AKO AvarHo3ata e nocTaBeHa npeay 6-meceyHa Bb3pacT U NAUMEHTUTE Ca C NPAKTUYECKU
AUNCBALLA eH3uMHa akTuBHOCT (CRIM- HeraTMBHM) Ce npunara v UMyHOCyrnpecyBHa Tepanua no
NPOTOKOAN.

Kocna popaa
i. AcumnmomamuuHu nayueHsmu 6e3 obekmusHu npusHayu. E31
32 NALUMEHTU, KOUTO HAMAT CyEGEeKTUBHU ONNAKBAHUK AW OBEKTMBHU NpUsHaLy
Pompe (cnabocT Ha NPOKCMManHaTa MyCKynaTypa, HamaneH Gopcupan sutaned Kanauutet (FVC) B
CefHano nK NerHano nonoxenve). Mpu ycTaHoBeH eH3UMEH aednunT upes CHOUHUHIOBU
U3cNeaBaHuA Ce NPenopbysa NpocieABaHe Ha BCEKMU 6 MeceLa 3a MyCKynHa cina v 6enogpobHa
dyHKuUymA. E3T ¢ anrnoko3uaasa anda ce 3anoysa Npu Haik-paHHaTa NpoABa Ha MMNTOMY UK
0beKTKBHN NpK3Haum Ha bonectra Ha Pompe.
i, AcummmomamuyHu nayueHmu ¢ o6exmusHuU npusHayu Ha 6ofiecmma. E3T ce

He ce Npenopb4Ra
a 6onectTa Ha

3aMno4Ba Npu naumMeHTy 6e3 oNNaKeBaHus, NPU KOUTO Ypes MaHyaiHO MYCKYNHO
YCTAHOBABA NPOKCUMANHA MYCKyNHA €nabocT u/unn GyHKLMOHANHOTO u3cneas
NoKa3sa HamaneH FVC B ceaHano nav nerHano NONOXeHue.

iii. CumnmowmamuyHu nayuesmuy. E3T ce npunara npu NauueHTy,

CUMNTOMM MAY NPOABK Ha 6onecTTa Ha Pompe, ¢ U3paseHa MyCKyaHa cnabocr 1

HavoBapBaHe nnu CHUxeH FVC.

iv.
Pompe, Npu KOUTO Ce Hanara u3NoN3BaHe Ha MHBANNAHA KOMKYKE U AEHOHOLWH
BerTUnaums, E3T ce npunara Halk-manko 1 roguHa, cnep, KOeTo ce npeueHasa e

neveHuneTo. JlederneTo TpAabaa Aa NPOALMAKM NPU cTabunnsnpare unn 3abasax

2. DpOABLARUTENHOCT Ha TEpanuaTa.

Mayuenmu ¢ mexxu cumnmomu. Npu NaUNEHTYU C TEXKU GopN

lacTyBaKe ce
jHe Ha AULLIAHETO

KOUTO UMaT
pu dr3u4ecKo

1 Ha bonecTTa Ha
h MKHBasWBHA
pexkTbT OT

e Ha nporpecuaTa.

E3T e gbnrocpoyHa. fleueHuero TpabBa Aa NpoAbMKu noHe 1 roagHa, 3a Aa MOXe Ja ce

ouenn ePeKTbLT OT eHeHNeTo.

OueHkara Ha edeKTa OT IeYEHUETO Ce NPOoBeXJa C HEBPONOTrUYeH
Ha MaHyaNnHO MYCKY/IHO TecTyBaHe, GyHKUMOHAMHO n3CneaBaHe Ha guiaHeTo,
AKTUBHOCTUTE OT eXefHEeBHUA KUBOT.

cTatyc, u3cnensaHe
bueHKa Ha




Tatauya 4 Mpenopuku 3a npogex0OaHe Ha eH3UM-3aMecmaaiya mepanusi ¢

mexecmma Ha 6onecmma Ha Pompe

}noped cmadus u

fpenopbky 3a NpoBexaaxe Ha eHsMm-3amecTtsauia Tepanus (E3T) cnopen ctaaus u
TexecTTa nNpu kbCHaTa hopma Ha Bonectra Ha Pompe.
CbecTosHUE Mpenopbku
AcvmnToMaTUYHY ¢ [MauwneHTnTe Ce npocnensaBsar Ha Bcekn 6 mefeua ¢ oueHka Ha
nauveHTu Ges myckynHata cuna m 6enogpobHata dyHKUMS.
QGEKT“BH“ o E3T 1patsa na 3anouHe rnpu Han-paHHaTa NHsiea Ha CUMNTOMY
HapylieHus uny 0bexkTuBHM NpusHayu Ha BonecTTa.
ACHMNTOMATUYHN o E3T 1psbsa pa 3anoyxe HesabasHo npu:
naumexTu ¢ o OBEKTUBHU [aHHK 3 MyCKynHa cnabocT, Aongeexn upes
oGeKTuBHM MaHyarnHo MyCKynHO TeCTyRaHe wunu
HapyuieHus
o MNpomsiHa BbB hYHKUMOHAMNHUTE NoKazaTeny Hh AMWLZHETO -
HamaneH FVC B cegHano unm nerHano nonoXxeHve
CumnTOMaTUYH) o E3T tpsbea pa 3anouxe HesabasHo.
nauneHTv
+ [lpu naumeHT B UHBANUAHA KONUYKa W Ha ARHOHGCUIHA
MauneHTV ¢ Texkn | HBa3MBHA BEHTUNALMA!
CUMITOMM o E3T ce nposexaa 3a 1 roanHa, nocneasaHo of oueHka Ha
0Trosopa Ha NeYeHneTo
o Tepanusta NpogbMXKaga, ako KNMHUYHATa npofpecus ce 3abasu
WK CbCTOSIHWETO ce cTabunuanpa
np%*ﬂé?rﬂ)l(MTEHHOCT ¢ JledeHWeTo e ABLMTrOCPOUHO.
Ha .
» OueHka Ha edekTa OT fleueHneTo ce npasu haw-pado Ha 1-Ta
roamHa
o [laumeHTuTe Ce NpocneaAsar Ha BCEKV 6 mepela, BKINIOYUTENHO
Mpocneassane HEBPOMNArMYEH CTaTyC, MaHyanHo MyCKyNHO TeCTyBaHe, §pYHKUMOHANHO
uscneaBaHe Ha AMLLIAHETO, OLEHKA HA aKTUBHOCTUTE OT EXEAHEBHNUS XUBOT

B. CuMmnToMaTU4YHO JiedeHue

O61lumMTe NPUHLKNK HA ledeHne u pexabuautauua Npyu NauUeHTUT
Pompe C KbCHO Ha4ano BKAKYBAT CbXpaHaBaHe unv nogobpasaHe Ha asurarten
OrpaHUYaBaHe Ha BTOPUUYHWUTE YCACKHEHUA, ONTUMU3MPaHe Ha noisuTe oT E3T,
06ui0T0 34PaBOCNOBHO CHCTORHUE U KAYECTBOTO HA KUBOT.

HNevenue Ha ANXATENHNTE HAPYILIEHAR,

[vixaTenHata HeLOCTaTbYHOCT € OCHOBHAaTa NPUYMHA 33 CMBP
6onectra Ha Pompe ¢ KbCHO Hayano. JuxatenHute Hapylwerus npu 6onecrTa H
¢ nporpecvpawarta cnaboct Ha Avadpparmata M AMxaTenHata MYCKynatyp
peunamBupalu enu3oaM Ha pecnupatopHy MHEKUMK. Yectn ca HapyiieHi
BDEME Ha CbH, BKAOYUTENHO OOCTPYKTMBHA anHeA M HOWwHa XuNosg
XMMOBEHTUAAUMA NPEAXoWAa WNM CbMbTCTBA Pa3BUTMETO Ha AuMxaTend
HapyweHue Ha AWWAHEeTO MO BPemMe Ha CbH HAacTbhBa Mpu cnagadHe Ha
OYaKBaHaTa CTOMHOCT.

JleyeHuemo Ha duxamenHume HapyweHus TpAbsa pa ce nHAU
CbCTOAHMETO Ha NaumeHTa. Tpabsa Aa 6bae BKNIOYEH NYAMOOT C ONUT B NeYq

f ¢ 60necTTa Ha
Hata dyHKumA,
nonofpasaHe Ha

f Npu naumeHtTuTe C
2 Pompe ca CBbp3aHn
. PaHHW NposBY ca
iT2 Ha avWaHeTo no
HTUnaums. HouwHaTa
hTa HeAOCTaTbyHOCT.
FVC noa 30-50% ot

Buayann3upa cnopeg
HWETO Ha NaALMUEHTH C




HEBPO-MYCKYAHKU HapylweHua. MNpu aaHHM 33 CbNBLTCTBAWO CbpAeYHO 3acs
KOKCYNTaUMA C KapANOoAor.

Bcuukn naumeHTn TpabBa Aa Noayd4ar pPeaoBHUTE BaKCUHaLMu,
MHEBMOKOKOBY MHBEKUMM U rpun. fledeHneTo Ha BUPYCHU M BakTepuaniv |
6bae paHHO 1 arpecusHo. Mpu HapyLLEHO OTKaWANAHE Ha CEKPETU MOraT Aa Ce B
6poHxoanNaTaTopy, KOMTO 43 Ce KOMOWUHUPAT C TEXHWUKK 33 U34MCTBAHE Ha [
NOXB8aTH 33 aCUCTUPAHA KaWAUUA.

MNpy AnxaTenHn HapyweHus, CBbp3aHn CbC CbHA, C2 NpUAara HeuH
Mpu OBCTPYKTUBHA CbHHA anHea MOXe f[a Ce BKAYM HEeNnpeKbCHaTo no
anxatennute nbtuwa (CPAP); npyM NauMEHTH C HOWHA XMNOBEHTUNAUMUA Ce
HOWHA BEHTWNAUMA C fABYCTPaHHO NO3MTUBHO HansraHe (BiPAP).  BiPA#
NapuyManHoTO apTePUaNHO HanAraHe Ha BBLINEPOAHUA AnoKcua e 245 mm H
nonomeHne e <50% OT ouakBaHaTa CTOMHOCT, HeraTMBHaTa CMNa Ha BAMLIBAH
KMCROPOAHOTO HacuwWwaHe cnaaHe Ao <88% 8 5 nocneaosaTteiHn MMHYTU No Bpg

AKO upe3 Te3u MeToaM He Ce KOPUTUpa Hamb/lHO XMNOK(
AONMBAHUTENHO NOAABaHE Ha KMCNOPOa C BHUMATE/NHO onpeaenAaHe Ha CKopo
KMCNOPO4 ¥ MOHUTOPUPaHE HWUBATa Ha apTepuanHUA BbINEPOAEH AUOKCKHE, 3
KMCNOPOAHO MHAYLYpaHa XUMepKanHua.

MpW nNauMeHT C TEXKU OUXaTeNnHu HapyWeHWA, KOUTO He M|
CNOHTAHHO AULUAHE, Ce NpuAara TpaxeocToMuA U MHBa3UBHA BEHTUNALMA.

Tasauya 5 [penopbku 3a nogedeHue npu duxamenHu HapylweHus

aHe e Heobxoauma

BKJIIOYMTENHO Cpelly
Hekuun Tpabsa na
KNHOYAT UHXANATOPHM
pXaTeNHUTe NMbTUW,

ba31BHA BEHTUNAUMA.
BUTUBHO HansaraHe B
bunara HeuHBsasuBHa
ce obCbaa, ako
g, FVC B v3npaseHo
b e <60 cm H,0, unu
pMe Ha CbH.

MATa, Ce u3Non3Ba
FTTa Ha NoaaBaHe Ha
h na ce npepoTspaTu

brat 43 noaabpHart

Mpencpbku 3a noBeaeHUe NpU AUXaTenHu HapyWeHnnA

3aGonsBanns

KOHcyﬂTauMﬂ C Nynmosnor C ONuT B NE4EHNe Ha NAUNEHTN C He
PepnoBHW BakCHHALMKN, BKAKOYMTESHO 38 NHEBMOKOKOBW VlHCbeKU
L]

PaHHO U arpecuBHO NeYeHre Ha BakTepuanHu U BUPYCHU UHd

MouncTBaHe Ha AMXaTENHUTE MbTULLA OT CeKpeTy (Harpumep
OTKALINAHE, aCNUPaLINS)

O6yueHne Ha CEMENCTBOTO W NaUMeHTa 33 U3NON3BaHe Ha acu
U MHCMMPATOPHY MYCKYITHIN TEXHUKMN

NeyeHne Ha guxaTenHuTe HapyLlLeHUs o BPeMe Ha CbH - Hen
NO3UTUBHO AnxaTenHo HansaraHe (CPAP) unu HolHa HEeUMHBA3UBHa BEHTUNaUN
(BiPAP). BiPAP BeHTUnayma e nokasaHa npu aptepuanto PCO2 e 245 mm

BUTAlIEH KanaumTeT B nerHano nonoxexve e <50% ot nporyosupanus, oTpuua
BouiuBeare e <60 cm H20 wnu kucnopodHoTo HacuiaHe <88% B 5 nocrnenosal
BpeMe Ha CbH

Jlevenne Ha KOMOp6VIAHVI CbCTOAHNA KaTO acTMa unu Kapavom

EH3MHO 32MEeCTBaLLO NeYeHune

o

hronaTns

BpO-MYCKYHU
K W rpyn
KUin

pen 3a acuncrtuparo

LTUPAaHOo oTKawnaHe

pekbCcHATO

Ha fiBe HuBa

9. hopcupan
€nHa cuna Ha
€MHU MUHYTH NO

CHENSTHO-MYCRYIHU HAPYLLEHMUS.
BTOPUUYHKUTE CKENETHO-MYCKYJ/IHM YCNOMHEHNA BKAKOUBAT KOHTRAKT]
KpaitHuuute n rpbBHauHua cTbn6 M ocTeoneHusa/ocTeonoposa. CroAMO
NpubAN3NTENHO NONOBMHATA NAUMEHTY ¢ 6onecTTa Ha Pompe € KbCHO Ha4aso.
Hama cneumduyHU yKasaHva npu nauueHtn ¢ Gonectra Ha Por
Mpunarat cv obLyTe NPMHUWNK 33 TOBEAEHUE U IeYEHNE NPY APYTW HEBPO-MY

ypu, pedopmuTeTv Ha
J2 ce OTKpMBa npu

hpe ¢ KbCHO Hayano.
CKkynHKU 3260n18BaHUA.




Mma OaHHU, Ye npunaraHetro Ha cybmakcumanHu aepobHu yn
noAo6pY KNUPBHCE HA HAaTPYNaHUA MUKOTeH U A3 YBeAUUM MYCKYTHATa CHAa ¢ 4
MpenopbuBa ce ynpaHeHUATa Aa 3anoysat 6asHO, ¢ nepnoan Hi
OT NOCTENEHHO YBE/INYABAHE HA KHTEH3UTETa OT IeK KbM YMEPEeH U A0CTUraHe
oKono 60-70% OT MaKCUMManHUTe, Npu YectoTa 3-5 aHu B cegmuuarta.
Mpyu NayMeHTUTE C PUCK OT OCTEONEHNA UIM OCTEONOPO3a € NOKa3y
KOCTHa NABTHOCT ¢ DEXA. MaumeHTUTe ¢ HamaneHa KOCTHa nAbTHocT TpabBea Aa
KOHCY/ITUPaHK OT eHAOKPUHOAOr. Mpenopbysar ce BuTamuH D v kanuuesn 0063
Ha 6udocdoHaTH e No npeueHKa Ha eHZOKPUHOOT.

Tub1uya 6 [penopbku 3a NEYEHUE Ha CKeNemHO-MyCKynHume HapyueHus

DaXKHEHWUA MOMe 13
byHKUMA.

NOYMBKA, CeaBaHun
Ha aepobHKU HMBa OT

HO n3cnepnsaHe 33
6boaT
EKK. N2non3BaHeTo

Mpenopbku 3a NEYEHUE Ha CKeNEeTHO-MYCKYIHUTE HapyLiekus npu 6onect Ha Pompe.

MNpepocrassHe Ha NauMeHTa Ha MHOPMaUUA 3a cnefHUTe

M3TOYHWLIN

Acouuaums 3a myckynHa auctpoms (Muscular Dystrophy Ass
Acouuauus 3a gedmumT Ha kucena manTtasa (Acid Maltase Deficiency Associat
BonumnTe ¢ Bonectta Ha Pompe (Pompe Registry), Acounauus 3a 3a6onasaHus

(International Pompe Association), Bbsirapcka acounauns no HEBPO-MYCKYITHK

rnukoreH (Association for Glycogen Storage Disease), MexayHapoara Pompe gcoumnalms

ciation),
on), PerucTep Ha
C HaTpyneaxe Ha

abonasaHus

Duankaned nperneg s npocnegsisave

ynpaxHeHus

OueHKa OT Kapavonor v NynMonor Apeau aa 3ano4saHe Ha dmpudecku

Mp# NaLKeHTH C PUCK OT OCTEOROPO3a, € NOoKa3aHo U3cnensaH
eHeprumka pextreHorpadceka abecopbunometpus (DEXA);

k' C ABOWHO-

KoHcynTauus ¢ eHAOKpUHONOT NpU NatMeHTUTe C HamaneHa Ko

CTHA NABTHOCT

OueHka Ha pucKa OT NagaHe, oueHKa Ha paBHOBECUeTo U o6yq
noxoaka nNpu NayneHTuTe ¢ 0CTEONOoPOo3a U NOBULWEH PUCK OT NaaaHe,

bHne 3a BesonacHa

OT nagaHe

Monkpensaly CpeacTBa kaTo GacTyH Wil NPOXoANNKa 3a HaMpNsiBaHe Ha pUcKa

dusnotepanus

dusnoTepanesT M3roTBS NPorpaMa ¢ ynpakHeHus 3a ykpensad
MyCKynaTypaTa npy Cria3saHe Ha ykasaHuaTa 3a ApyruTe AereHepaTuBHN MycK
fporpamaTta MOXe fia BK/IOUBa XoAeHe, GAraHe Ha nbTeyka, kapaHe Ha Benocy
cyBMakcumantu aepobHU ynpaxHeHus unv Apyru, kato ce u3bsirsa npeTosape
EKCLEHTPWUHH KOHTPAKLUK.

e Ha

pHE 1

nHK 3aboNABaRKA,
nep, nnysawe,

3a npeaoTeparsBane unv 3abasaHe Pa3BUTUETO Ha KOHTPAKTY|
pedopmuTETM paHo Tpsibea 4a ce 3ano4He ¢ NPOodUNaKTUIHN CTPEUUHT YNpax

bu vnu

SHUA.

MoBenerne Npu KOHTPaKTypu

pu KOHTPaKTYPW C& U3NON3BAT NPOTE3N, NOAXOASLILA NOINLINS
VHBaNWAHaTa KOMM4Ka, KakTo N NodabpXKally CPEeACcTBA 38 UINPABEHO NOMoXKe

Ha cAaHe 8
une

XunpyprauHa uHTepseHumus ce ofcexaa npu ckonunosa, korato 1
mexay 30° v 40°

b

mnbT Ha Cobb e

OunetnyeH pexum

Mpenopbysat ce ButamuH D, kanuuin n 6ucgocdoHaTi, Coing
npwv gpyrvTe HEBPO-MYCKynHU 3abonsaBaHns

CHO ykasaHusata

HapyuieHua Ha XPaHeHeTo.
NauweHTUTE C 6onectTa Ha Pompe ¢ KbCHO Ha4Yaio UMaT 3aTpyaHe
KOWTO BOAAT A0 HEAAEKBaTeH NPUeM Ha NPOTENHU U L0 eHaoreHHo BenTbyHO

H
D

NA C NPernblaHero,
asrpaxaaHe.




MNpenopbysa ce KoMBUHALMA OT BUCOKO BENTBLYHA M HUCKO BbraexidapaTHa xpaHa. Npu
BUCOK PUCK OT acnmpaLus XPaHEHeTo npes ycTata TpabBea Aa ce NpeKpaTh U Aa de REemUHe KbM

XpaHeHe Ypes3 CoOHAa.

Tub.auua 7 MNpenopbku 3a N08edeHUE NPpU HapyweHus 8 xpaHeHemo

Ha Pompe

Mpenopbku 3a noBeAAcHWE NPU HAPYLIEHUS B XPAaHEHETO Npu fjauneHT ¢ Gonecr

» [penopbuBa ce KOHCYNTaUWA C gueTonor

« [pocnenssaHe Ha Terno u pacTex npy geua

» OueHKa 3a HapyLLIEHUst Ha NPEerNbLIAHETO 1 racTpo-e3odareangH pecdnykc 3a
onpenensHe Ha Bb3MOXHOCTTa 3a XpaHeHe Npes ycraTa win upes coxaa

« [luera C BUCOKC CbabpxaHue Ha 6entbunHn ( 20-25%), BuTampHv 1 MUHepanu

8.Mpoceaapane

MUHUMAAHUAT CTAaHOAPT BKIOUYBA HEBPONOrUYEH CTATyC, MaHYaNHG MYCKYNHO
TecTysaHe, QyHKLMOHANHO N3CEABAHE Ha AMUILAHETO U OLEHKA Ha aKTUBHOCTUTE OT eXXeAHEeBHUA

RNBOT.

Tat.auya 8 Monumopupdie Ha nggueirmu ¢ uHonmuana popsa

MoHUTODUpaHe Ha nauneHTn ¢ uHpaHTMNHa popma Ha Gonect Ha Pompe

Max | Im. | 2m. | 3M. | M. | 9m. | 12m. Crea
12m.

AHamHesa, comaTtuyeH cratyc | X X X X Ha 6 m.

Pwer X X X X Ha 6 m.

Terno X X X X Ha 6 m.

Ob6uKONKa Ha rnaBa X X X Ha 6 m.

HesponoruueH cTatyc X Ha 6 m.

MyncokcumeTpus X X X X Ha 6 m.

KoHcynrauus ¢ AzeTCKM X X X X X X X Ha 6 .
Kapauonor

Exokapauorpadua X X X X X X Ha 6 m.

EKT X X X X X X X Ha 6 m.

Pautrerorpaduia b6an apob X X H\S]:(:a

5(“ KOQM;QT;%ZCTT#;;};E X X X | X ||Haem.

2 BK/IOYMTENHO OUEHKA Ha GYHKLMOHANEH Knac no NYHA




Tabauya 9 Monumopupune i nAQUUERINU C KoUHA (hopma
ot

MOHMTOpUpaHe Ha NaLMEHTH € KbCHa popmMa Ha 6onect Ha Pompe (aeua, IOHGLN M Bb3PacTHK)

U3xoaHo

6 meceua

12 meceua

18 mecgua

24 meceua

AHamHesa,
comaTu4eH craTtyc,
BK/. PbCT, TR0

HeBsponorudveH
crartyc

MaHnyanu«o
MYCKYNHO
TecTysaHe

PYHKUMOHaNHA
oueHKa Ha
ABUraTenHa
aKTUBHOCT -
3/6 MUH. TeCTC
XOOE2He WY TeCT Ha
Gowers’ (Hap, 5r.)

DyHKUNOHANHO
u3cnegsaHe Ha
BuwaHeTo (Hag 4r.
8b3pacT)

KK, ACAT, AJIAT,
nax,

Exoxapguorpadus

npu Hy®aa

EKI

npY HY*a2

MNyncokcumeTpua

NP1 HYAa

OueHKa Ha CbHAa

npwu HyXaa

KayecTeo Ha wuBoT
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