NHO®OPMAILINA 3A:

HaunMeHnoBanue Ha 3a00/11BaHETO

danuno-cKanyao-xymMepaiaHa MyCKyJIHa TUCTPOus

Onpenesienne Ha 3200J11BAHETO

danumo-ckamyno-xymepannata MyckynHa auctpodpus (FSHD) e ennmaor Haii-uectute
MYCKYJIHH JHUCTpOUU C Haydajo B JeTcka BB3pacT ¢ OomecHoct 1:15,000-1:20,000.
OCHOBHHUTE KIMHUYHH IPOSBU Ha 3a00JIIBAaHETO BKJIIOYBAT aCHMMETPUYHA JECLEHAMpAIIa
ciabocT, 3amoyBalia OT JIMLIETO, PaMEHHUS MOSC W TOPHUTE KpaWHUIM, CleBaHa OT
JMCTAITHUATE OTAEH Ha JOJTHUTE KPaWHUIM U TAa30BH 1osic. 3a00sBaHETO ce pa3ziess Ha Ba
tuna- Tun 1 u 2 Ha Oa3ara Ha reHeTHYHUTE AedekTH, Kouto ro odycnasar. Oxono 95% ot
OonmHUTE ca ¢ ycTaHoBeHH Mmytanuu B D4Z4 peruona BBpxy 4q35.3, yHacneneHa 1o
aBTazaMHa-IoMUHaHTeH bT. [Ipu 5% TakuBa MyTaliu He C€ YCTaHOBSIBAT.

Yerupuuugpen koa Ha 3a60asBaHeTo 10 MKbB-10 (ako TakbB € HAJINYEH)

G71.0

Kox Ha 3a6oasBanero no Orpha code

ORPHA269

EnuieMunos10rnuHu JaHHU 3a 3a00sBaHeTo B Penny0imka bwarapus

BonecnoctHoctTa ce omensisa Ha 1:15,000-1:20,000. B bwarapus ca mokazanm okoio 70
[MALMEHTH ChC 3a00JISIBAHETO.

B T.4. HaydyHum ny0JuMKanmUM OT TMOCJEIHUTE TMeT TOAUHU U TPHJIOKEeHA
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Onenka Ha CbOTBETCTBHETO Ha 3200/1BaHeTO ¢ JeUHULIMATA 32 PAAKO 3200/151BaHe
cbryaacHo § 1, 1. 42 ot fonbJAHUTEIHHTE pa3nopeadn Ha 3aK0HA 32 3APaBETO

3a0oJs1BaHETO OTrOBapsl Ha KpUTEPUHTE 32 psaaKa 0oJecT




Kpurepumn 3a nuarHocTuuupasne Ha 3a00/1IBAaHETO

1. Hagarno na 3a6omsiBanero (ot 0 1o 50 roj., Haif-uecTo BBB 2-pO U 3-TO JACCETUIICTHE) B
MYCKYJIUTE Ha JHMIETO WM pPAMEHHHUS II0sIC; ChbXpaHEHHWE Ha BBHIIHUTE OYHH,
(dapuHreaTHUTE, IMHTBATHUTE MYCKYITH.

JlunieBa cnaboct ce oTkpuBa mmpu okoiio 50% oT 3acerHaTUTe MHANBUIH.

3. ACHUMETPHYHO 3acsiTaHe Ha MYCKYJIMTE Ha PAMEHHUS MOSC € MPaBUII0, OOMKHOBEHO Ce
3acsra mBPBO JscHaTa crpaHa. [lo-KbCHO ce 3acsAraT €KCTEH30pUTE Ha CThIIayara,
Ta30BUs TMOSC, OeApeHaTa MYCKylarypa, I[0-4eCTO CHMETPHYHO, KOpEeMHA
MYCKyJIaTypa U €KCTEH30pUTE Ha I'bpOa, EKCTEH30PUTE HA KUTKUTE.

4, Jpyru acouuupaHu KIWHUYHH TpPU3HAIM MOTaT Ja OBJaT: TIyXOTa, MEHTalHa

peTapaanusi, ICUX031, ChJAOBH MPOMEHHU B PETUHATA, ChPJCYHH HAPYIICHHUS.

[Tporpecusita Ha 3200JISIBAHETO € CHITHO BapuaOMITHA

K@K e neko noBuiieHa, 10 5 mbTH, WJIK HOpMaJIHA

EMI" nanHu 3a MUOIIATHU TPOMEHU

ABTO30MHO-JJOMUHAHTEH THII HA YHACJIE/IIBAHE.

MoJteKyIsIpHO-TEHETHYHUAT aHATU3 YCTAHOBSBA HAW-4eCTO TEHETHUYCH Je(PeKT B

4q35, reHeTUYHA XETEPOr€HHOCT

N
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AJITOPUTMH 32 THATHOCTHIHMPAHE HA 3200JIIBAHETO

Knuunyau kintepun 3a quartosa
e Jlunesa cnaboct
e (CiabocT B paMEHHUS MOSIC U AOP3UQPIIEKCOPUTE HA XOTUIOTO
e Jlunca Ha c1abocT Ha €KCTPaOKyJapHUTE MYCKYIH U OynbapHa cinaboct
EMI" naHHM 3a MMOT€HHH TPOMEHU
MPT Ha myckynu:
e Panno 3acsrane Ha m.trapezius, m. pectoralis, pamennus mosic, m. gastrocnemius, m.
tibialis anterior
I'enernyHo nM3cnenBane
ITpu 95% e nanwie nenenus Ha D4Z4 pppxy 4035.
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AJIFOpI/ITMI/I 3a JjeueHHe HA 3a00JIABAHETO

Ha To3u eran numncsat OI[06peHI/I MCAUKAMCHTHU 34 JICUCHUEC Ha 3a00JISIBaHETO. HO,Z[XOI[’LT €
CBBbp3aH C NpOoC/ICAAIBAaHC HA CbCTOAHHUCTO HA OOJIHATE U CUMIITOMATUYHO JICUYEHHE.

Baseline screening for retinal involvement with dilated ophthalmological exam in all patients;
then yearly in patients with the largest D4Z4 deletions (1-3 residual repeats)e

Baseline pulmonary function testing in patients with advanced disease, early pelvic girdle
weakness, or significant kyphoscoliosis, then yearly follow upe

Hearing test for all infantile onset FSHD+

Yearly evaluation for need for orthotic devices for ambulation
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AJITOPUTMH 32 NpocjelsiBaHe Ha 3200/1BAHETO

[Tpu auarHocTunMpane Ha ¢aiuo-cKamyno-xymepaaHaTa MyCKyiIHa AucTpodust ciensa fa ce
OIICHH OCBEH TEKECTTa Ha MYCKYJTHOTO 3acsATaHe ¥ HEBPOO(PTAIMOJIIOTHYHATA CHUMITTOMATHKA,
KOTHUTUBHOTO (JYHKIIMOHUPAHE, CIyXa U ChPJICYHHS CTaTyC M BEHTUJIATOPHUTE MOKa3aTeIu
(ocobeno npu (hopMuUTE CIIO-paHHO HAYATIO).

Te3u mokazarenu, KaKTO M TEKECTTa HA CKONMO3aTa Cce MpenophuBa Ja ce MpociensBa
€XKETrOJTHO.




B T.4. HayyHu nyO0JMKalMH OT TMOCJeJHHTe NeT TOAUHM H TPHJI0KEeHA
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AJITOPUTMH 32 pexaduauTainus Ha 3a00/19IBaAaHETO

en na pexaOMIMTAIIMOHHUTE MEPOIPHUATUSA- Ja C€ MaKCUMaIM3upa (yHKIMOHATHHSIT
KallaluTeT, /1a Ce YABDKU WM NOAbpKa HE3aBUCUMO (DYHKIIMOHUpPAHE U MTOJIBUKHOCT, Jla ce
MPEeIOTBPATH WM IOJATUCHE PA3BUTUETO Ha Je(POPMUTETH U CHPIECYHO-0es10ApOoOHU
HapyLEHHs U Jja C€ OCUTYPHU JOCTHII 32 I'bJIHO HHTEIPUPAHE B OOILIECTBOTO € JOOPO KayeCTBO
Ha XUBOT. JledeHuero e Haii-100pe Ja ce M3BbpIIBA OT €KUI OT JieKapH, (pU3HOTEpaIeBTH,
paOOTHU TEpaneBTH, JOTONEAU, COLMAIHU PAOOTHHULM, NMCUXOJO3M M Jpyru. JledeHuero e
LIEJICHACOYEHO ¥ MHOT'OCTPaHHO.
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HeoOxonumu fgeiiHocTH 32 mnpo@uIaKTHKa Ha 3a200/s1BaHETO (AKO TaKMBa ca
NPUJIOKHMMH)
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2.
3.
4.

MouteKkyIIpHO-T€HETUYHO U3CIICABAHE.

Menuko-reHeTUYHO KOHCYJITUPAHE Ha 3aCETHATOTO CEMEMCTBO.

[TpenaTanHa quarHocTHKa Ha OPEMEHHOCTUTE B 3aCETHATUTE CEMENCTRa.

[TpoBexaaHe Ha CEJIEKTUBEH CKPUHUHT 3a OINpeAe/IeH! HEBPO-MYCKYIHH 3200 IsIBaHUs
BBbB BUCOKO-PUCKOBH I'PYIIH.
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IIpensyioxkennsi 3a OpraHu3anusi HA MEIUIHHCKOTO 00CHY:KBaHE HA MALMEHTHTE W 3a
(¢uHaHCUpaHe HA CHOTBETHHTE [eHHOCTH, CHOOpa3eHH C JeiicTBAIIAaTA B CTpPaHAaTa
HOpPMATHBHA ypenoda

Ha to3m eram JAUArHoCTuKara M IHpOCICAABAHCTO Ha OOJHHTE C€ HU3BbpHIBA 10 KJIIMHUYHA
II'bTCKA.

OnucaHue HA ONMUTA ¢ KOHKPETHH NMAIMEHTH CbC CHOTBETHOTO PSIIKO 3a00ssiBaHe (aKo
HMA TAKbB)

Bxiaunukara mo HepBHm Oonectn Ha YMBAJI ,,AnekcaHnpoBcKa™ MalMEeHTUTE ca
JUArHOCTULIMPAT, IPOCIIEASIBAT, 1aBaT CE HACOKH 3a TEHETUYHO KOHCYJITUPAHE.
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