NHO®OPMAILINA 3A:

HaunMeHnoBanue Ha 3a00/11BaHETO

[TporpecuBna myckyiHa auctpodus Tun Emery-Dreifuss.

Onpenesienne Ha 3200J11BAHETO

Onpenenenue. [IpencraBisBa HacIeCTBEHA MUOIATHUS ChC crienUpUYeH (PEHOTHII U 1BA THIIA
Ha yHaclesBaHe: X-peleCuBEeH U aBTO30MHO-IOMUHATEH.

Etnonorus. IIpuunHsaBa ce OT MyTaluu B JBa pa3jM4YHU T'€HA: EMEPUHOB I'€H, HaMHUpal] ce
BbpXy X(28 XpoMO30Ma U JIJAaMUHOB T'€H, Hamupaill ce Bbpxy 1q21 xpomo3zoma. Myranuure B
€MEPUHOBUS T€H C€ yHAaclensBaT 1o X-peleCUBEH HAaYMH, a MyTallUUTE B JIAMUHOBUS T'€H —
10 aBTO30MHO-/JOMUHAHTEH HAYUH.

[Tatorenesa. I'eneTnunuTe neeKTH B EMEPUHOBHS T'€H BOJAT JI0 JIUIICA HA SAPEHUS OCNTHK
eMepuH, a 1e(heKTUTe B TaMUHOBHSI T'€H — JI0 JIUIICa Ha YT siapeH 6enTbk tamuH A/C. /IBata
salpeHu OenTbKa ca B OOI KOMIUJIEKC M HE3aBUCMMO OT TOBa KOW OT jBara OelThKa €
neUIUTEeH, KIMHUYHUAT (DEHOTHII € €IUH U ChIIL.

Knuanuna kaptuna. Haganoro Ha 3a00nsBaHeTo OOMHOBEHHO € B IeTcTBOTO. Habmromasa ce
Pa3BUTHUETO HA PAaHHU KOHTPAKTYPH Ha IJI€3€HUTE, JIAKTUTE U rphbOHAKa, MIPEe/IU /1a ce pa3Bue
3HaYMMa MYCKyJHa cjJabocT. YcCTaHOBSIBa C€ Iporpecupaia MycKyiaHa ciabdocT ¢
npeo0JiagaBalio 3acsiraHe Ha MycKyJaTypaTa Ha MUILIHUIIUTE U MEpOHEaNHaTa MycKyJarypa
Ha Kpakara - JIBYCTpaHHa U MPUOTU3UTETHO cUMeTpuyHa. [10-KbCHO BB3HHMKBa ciIabocT B
pamMeHHHs, Ta30BUS MMOsic U OeapeHaTa Myckyiarypa. JlumcBa mceBmoxumnepTpodusi Ha
nonoenpunuTe. 3a00s1BaHeTo € ¢ 0aBHa nporpecus. ChpaeuHU MPOBOAHN HAPYIICHUS W/WIH
JaHHM 32 KapAUOMHUONATHUs, ca Hajuie no4yTu BuHaru npeaun 30 Toa. BB3pacT.
WuTenextyannute QyHKIUN ca HOPMAJTHH.

Jlnarno3aTta ce OCHOBaBa Ha KJIMHUYHATA TPHAJa: pPaHHU KOHTPAKTypH, OaBHOMpOTpecuparia
XyMepoIlepoHealHa  MYCKyJHa ciabocT M pa3BUTHE HA  KapAuoMuomarus. 3a
BepU(PULUPAHETO U THUMHM3MPAHETO Ha 3a00JSIBAHETO € BA)XXKHO M3CIIEIBAHETO HAa MYCKYJIHA
OuoICus U MOJIEKYJISIPHO-TEHETUYHO U3CIIE/IBaHE.

N3cnenBanus. BHOXMMHUYHOTO H3CIEABAHE OTKPUBA YMEPEHO IOBUILIEHA WM HOpMajHa
K®K. EMI' noka3Ba muorennu npomeHu. lIposexxmanero na EKI' u exokapmurpadus e
BaXHO C OIJIeJ OIEHKAaTa Ha CBhPJEYHUs CTaryc Ha OonHUTe. MIMyHOXHCTOXMMHUYHOTO
u3cleiBaHe YCTaHOBSBA JAePUIUT Ha MYCKYJIHUTE OenThlu emepuH win JamuH A/C.
['eHeanornyHUAT aHanMM3 NOKa3Ba X-pELECHMBEH WIM AaBTO30MHO-JIOMUHAHTEH THUII Ha
yHacnesBaHe. MoJeKyIsipHO-TeHETUYHUAT aHajiu3 OTKpHWBAa MYTallUd B JBa TE€HETUYHH
nokyca — Xq28 u 1g21.

Jleuenue u mnpodunaktuka. JledeHneTo € CHUMNTOMAaTHMYHO, HACOYEHO NPEIUMHO 3a
nojnoOpsiBaHe chbpAeyHUTEe (YHKIMM Ha nanueHtute. [lpu HAKOM OT TAX ce Hauara
MTOCTaBsSHETO Ha pacemaker.

Bb3MorkHa e npenaranna auarnoctuka ¢ JJHK ananus.

[Iporunozara He € 70Opa BHB Bph3Ka C pa3BUTHUETO Ha ChpJieuHa HemocTaThuHOoCT. Okoio 40 %
OT MALIMEHTUTE YMUPAT BHE3AMHO OT PUTbMHHU HAPYIICHHUS.

Yerupuuudpen koa Ha 3a00uasBaHeTo 10 MKB-10 (ako TakbB € HaJIH4eH)

G71.0

Kox Ha 3a60asBanero no Orpha code

ORPHA261

EnuieMnos10rnuHu 1aHHu 3a 3a00asBaHeTo B Peny0anka bwarapus

B Brarapus numncBat TOUHU €NMUIEMUAOIOTEYHH TaHHM 32 3a00JIIBaHETO.

B T.4. HaydyHum ny0JuMKalUM OT TNOCJEeJIHUTEe MeT TOAUHH M TPWIOKEHA
Oubauorpadcka cnpaBka




EnuaemMuosiorudnm JaHHu 3a 3a00/s1BaHeT0 B EBponeiickus ¢b1o3

HsMa TOYHM enmuIeMuOIOTUYHM JJaHHU 3a YecTorara Ha JBere GopMu Ha 3a00JSIBAHETO B
HeroBute nBe ¢opmu. Hax 70 paznmuunu myranum ca chobmenn B EMD rena u maxg 100 B
LMNA. KonaGopatuBHo wu3cnenBane B EBpoma ycranoBuxa myrtanud B LMNA mpu 18
cemerictBa u 39 cropaauuHu ciaydas. KomOuHMpanara OonecTHOCT Ha nBeTe (GOpMH Ce
onpexens Ha 1-2 na 100,000 goBexka.

B T.4. HayyHu nyO0JMKAlMH OT MOCJAeJHMTe MeT TOJUHH M NPHJI0KEeHA
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Ouenka Ha CbOTBETCTBHETO HAa 3200/IIBaHETO ¢ JAe(PUHUIUATA 32 PAAKO 3a00JiABaHe
cbry1acHo § 1, 1. 42 oT JONBJIHUTEJIHHUTE pa3nopeadn Ha 3aKoHA 32 31PaBeTo

3a00JsIBaHETO OTTOBapsl Ha KPUTEPUUTE 32 PsIKa O0JIECT.

Kputepun 3a imarsocTunupase Ha 3a00/1BaHeTO

HauanoTo € 0OMKHOBEHO B JACTCTBOTO

PaHHU KOHTpaKTypy Ha INIe3€HHUTE, JAKTUTE U TPhOHAKA, TIPS/ /1a Ce Pa3BHe 3HAUNMa
MYCKYJIHa ci1abocCT.

baBHO mporpecupamia MycKylHa ciabocT ¢ IpeodiadaBamlo  3acsraHe  Ha
MyCKyJlaTypaTa Ha MUIIHMLUTE W TEepOHeaJHaTa MYyCKylaTypa Ha KpakaTra -
JByCTpaHHa W MNPUOIU3UTENHO cuMeTpuyHa. [lo-KbCcHO — ciabocT Ha paMeHHHS,
Ta3oBUs Tosc M OeapeHara Myckyinarypa. JlumcBa mnceBnoxuneprpodus Ha
noabenpuiute. baBHa nporpecusi.

CppaedHu NpoBOJHH HapyILIEHHUs /UM JaHHU 3a KapAMOMHONATHs, IOYTH BUHATHU ca
Hanuue npenu 30 roa. Be3pact.

Hopmanuu nHTenekTyanHu QyHKINH.
YMmepeno nosumieHa wim HopmaiHa KOK.

MIMyHOXUCTOXMMUYHOTO H3CJEBAHE YCTAHOBSBA JEPHUIUT HA MYCKYJIHUTE OEITHIU
emepuH win JamuH A/C.

X-pCLICCI/IBCH HJIM aBTO30MHO-AOMHUHAHTCH THUII HA YHACJICAsIBAHC.

MonekyaspHO-TeHeTUYHUAT aHAJIU3 OTKpPUBAa MYyTallUd B JBa T€HETUYHH JIOKyca —
Xq28 (emepun) u 1q21 (;tamun A/C).




B T.4. HayyHu nyO0JMKAMH OT MOCJAeJIHMTE MeT TOAMHH M NPHJI0KEeHA
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AJITOPUTMHU 32 IMATHOCTHLMPaHe Ha 3200JI9BAHETO

e Hauanoro € 0OMKHOBEHO B IETCTBOTO

e PaHHU KOHTPaKTYypHU Ha TJIE3CHHUTE, JIAKTUTE U TphOHAKA, PEIU Ja Ce Pa3BHE 3HAYMMA
MYCKYJIHA CJ1Ia00CT.

e baBHO mporpecupama MycKyiHa ciabocT ¢ mpeoOiajgaBamlo 3acsraHe Ha
MyCKyJnaTypaTa Ha MHUIIHMLUTE W IIepOHeallHaTa MYCKylaTypa Ha KpakaTra -
IByCTpaHHa ¥ MNPUOIU3UTENHO cuMeTpuuHa. [lo-kbCcHO — cnabocT Ha pameHHuS,
Ta3oBUs mosAc U OeapeHara Myckynarypa. JlumcBa nceBroxuneptpodus Ha
nondeapunute. baBHa nporpecus.

e (CbpaeyHM NPOBOJHU HapyUIEHUs W/WIM JAHHU 33 KapAMOMUONATHUS, IOYTH BUHATHU Ca
Hanuue npeau 30 roa. Be3pacT.

e HopmanHu uHTENEeKTyaHU GYHKLUH.

e VYwmepeHo noBuileHa win HopMasiHa KOK.

e VIMyHOXMCTOXMMHMYHOTO M3CJI€IBAHE YCTAHOBsIBA A€(DULUT HAa MYCKYJIHHUTE OCNTHIM
emepuH nin JamuH A/C.

e X-penecuBeH WM aBTO30MHO-JIOMUHAHTEH TUII Ha yYHACJIEesIBaHE.

e MonekynsipHO-TEHETUYHHUAT aHAIW3 OTKPHBA MYTAallMM B J[Ba TEHETHYHHU JIOKyca —
Xq28 (emepun) u 1q21 (mamun A/C).
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AJITOPUTMH 32 JieyeHHe Ha 3200/19BaHETO

OCHOBHHUTE TepaneBTHYHH MEPOIIPOsTHs pH nanueHtute ¢ Emery-Dreifuss

e Omnepauuu 3a KOHTPAKTYPUTE HA aXUIIECOBUTE CYXOXKHIIUS U CKOJIMO3aTa

e Opre3u, UHBAIUHU KOJIUYKH 3a IPHIBUKBAHE

e AHTHAapUTMHUYHU MEJUKAMEHTH, NeicMelkbp, aepubOpunarop, cbpledyHa TpaHCIUIAH-
Tanus

e AcHUCTHpaHU TEXHUKHU 32 OTXpauBaHE, MEXaHUYHA BEHTUJIAIIMS
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Bécane HM, Bonne G, Varnous S, Muchir A, Ortega V, Hammouda EH, Urtizberea JA,
Lavergne T, Fardeau M, Eymard B, Weber S, Schwartz K, Duboc D. High incidence of
sudden death with conduction system and myocardial disease due to lamins A and C
gene mutation. Pacing Clin Electrophysiol. 2000;23:1661-6.

Bonne G, Yaou RB, Beroud C, Boriani G, Brown S, de Visser M, Duboc D, Ellis J,
Hausmanowa-Petrusewicz |, Lattanzi G, Merlini L, Morris G, Muntoni F, Opolski G,
Pinto YM, Sangiuolo F, Toniolo D, Trembath R, van Berlo JH, van der Kooi AJ,
Wehnert M. 108th ENMC International Workshop, 3rd Workshop of the MYO-
CLUSTER project: EUROMEN, 7th International Emery-Dreifuss Muscular Dystrophy
(EDMD) Workshop, 13-15 September 2002, Naarden, The Netherlands. Neuromuscul
Disord. 2003;13:508-15.

3. Boriani G, Gallina M, Merlini L, Bonne G, Toniolo D, Amati S, Biffi M, Martignani
C, Frabetti L, Bonvicini M, Rapezzi C, Branzi A. Clinical relevance of atrial
fibrillation/flutter, stroke, pacemaker implant, and heart failure in Emery-Dreifuss
muscular dystrophy: a long-term longitudinal study. Stroke. 2003;34:901-8.

AJITOpHTMHU 32 mpocJieisiBaHe HA 3200J15IBaHETO

Hpenop%qBa CC CIKCTOAHO NIPOCIICAABAHE HA!

Kapauonoruunus craryc Ha 6onaute upes: EKI, xonrep EKI', ExoKI', anruorpagusi,
MPT Ha cbple U OlleHKa HEOOXOAMMOCTTa OT MOCTaBsSIHE Ha MEWCMENKbP, JIEUEHUE C
AHTUAPUTMUYHU MEAVKAMEHTH U aHTUKOAr'yJIaHTH, ChbpA€YHA TPAHCILIAHTALIUS
BenTunaropaure nokasarenu

buoxumuunu uscnensanus (Kp. 3axap, MHCYJIUH, TPUTTULEPUIN)

[IpocnensBane Ha CBCTOSHUETO 3a OLEHKAa Ha HEOOXOAMMOCTTa OT oOmeparus 3a
KOHTPAKTYPUTE HA aXUJIECOBUTE CYXOKUIIUS
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AJITOPUTMH 32 pexaduauTainus Ha 3a00/1IBaAaHETO

Ien Ha pexaOWIMTAIIMOHHUTE MEPOIPHUATUSA- Ja C€ MaKCHUMalM3upa (YHKIHOHATHUSAT
KallaluTeT, /1a Ce YABDKU WIN NOJAbpKa HE3aBUCUMO (DYHKIIMOHUpPAHE U MTOJBUKHOCT, J]a ce
NpeJOTBPaTH WIM TMOJATHUCHE pPa3BUTHETO Ha JePOPMHUTETH M ChpIACYHO-0en0ApOoOHH
HapyLEeHMs U Jia C€ OCUTYPHU AOCTBHII 32 IIbJIHO HHTEIPUPAHE B OOILECTBOTO € J0OPO KauecTBO
Ha XKMBOT. JleueHuero e Haif-moOpe Ja ce U3BBPIIBA OT CKUI OT JeKapH, (PU3UOTEPAIICBTH,
paOOTHU TEpaneBTH, JOTONEAU, COLUAIHU PAOOTHHULM, NMCUXOJO3M U Jpyru. JleyeHuero e
LIEJICHACOYEHO ¥ MHOT'OCTPaHHO.
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HeoOxonumu feiiHocT 32 mnpoduiIakTHKa Ha 3a00/1BaHeTO (aKO0 TaKuBa ca
NPHJI0KHMH)

1. UzscHsBaHe HAa TEHETUYHHS 1€PEKT, OTTOBOPEH 3a 3a00JIIBAHETO.
2. Menuko-TeHeTUYHO KOHCYITHPaHE Ha 3aCerHATOTO CEMENCTBRO.
3. TlpenartayiHa qMarHOCTHKA Ha OPEMEHHOCTHUTE B 3aCETHATUTE CEMEHCTRA.
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IIpennoxkennss 3a opraHu3auusi HA MeJIMUMHCKOTO 00CJHYy’KBaHe HAa NMAllUEHTHTe W 3a
(puHaHCcUpaHe HA CBHOTBETHHUTE [EHOCTH, CHLOOpa3eHW ¢ JeiicTBallaTa B CTPaHaTa
HOpPMaTHBHA ypenda

I[I/IaFHOCTI/IKaTa, C U3KJI. Ha I'CHCTUYHATA, JICUCHUCTO U IMPOCICAABAHCTO HA TC3U OoJIHH ce
IIPOBECK A IO KIIMHWYHA ITbTCKA.

OnucaHue HA ONMUTA ¢ KOHKPETHH MAIMEHTH ChC CHOTBETHOTO PSIIKO 3a00/1sBaHe (aKo
HMa TAKbB)

E>xerogHo maIlMEeHTUTEe C MPOTPEeCHBHH MYCKYJIHH JUCTPOPHH C€ XOCIUTAIU3UPAT B
Kinunankara mo nHepBuu 6onectr, YMBAIJI ,,AnekcanipoBcka’ 3a KOHTPOJHH U3CIHIBAHUS H
OLIEHKA Ha HEOOXOAUMOCTTa OT CHMITOMATHYHO JICYCHHUE.

. Onenka Ha MyckyinHoto 3acsrane: Medical Research Council (MRC) ckama 3a
MaHyaJIHO MYCKYJIHO TECTYBaHE C€ M3I10J13Ba Hal-1KUpoKo. TecThT 3a 6 MUHYTHO XOJeHE (6-
minute walk test) u TectbT 3a 10-mMeTpoBo xoaeHe (10 meter walk test) ce n3mona3par MHUPOKO
IIpe3 MOCIEIHUTE TOAUHH.

. ITKK, OMOXMMUYHH U3CIIEABAHUSA

. Enexrpokapnuorpapuute (EKI'), xonrep EKI' m Exoxapauorpadpuure (ExoKI') ca
BaXEH E€JIEMEHT OT IPOCIESBaHETO Ha MAIMEHTH C JUCTPO(UHOMATUU C BH3MOXKHOCT 3a
IocJieBallla CUMITOMAaTUYHA Teparusl.

. OYHKIMOHATHO HW3CleABaHe Ha AumaHeTo. [Ipu mamumeHTHTE ce H3cieaBar
®opcupan Buranen Kananurter (PBK) u ®opcupan Excniuparopen Obem (OEO1). Tesu
MOKa3zaTeldr HE ca YYBCTBUTEIHM B HayallHUTE CTaJAUM Ha 3a00NsBaHETO, THH Karo
penyKiusITa UM ce HaOrogaBa ciiell HaMalsiBaHE Ha MYyCKyJiHara cuija ¢ mosede oT 50%.
Buranausat kamauuter (BK) e BakeH mnpeaukTop 3a JHEBHA W HOIIHA XUIIEPKAITHUS.
Onpenenst ce KHUCIOpOJHATa caTypaluuss M NapUUaIHUTE HaJIAraHus Ha KHUCIOpoAa U
BBIJIEPOJHUS TUOKCU B KpbBTA B OYAHOCT U MO BpeMe Ha ChH, YUUTO MPOMEHH ca B TICHA
KOpeJalus ¢ MPOMEHUTE Ha (YHKIIMOHATHUTE TOKA3aTeNH.




