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JIPABET CUHIPOM

Dravet syndrome - MKB G 40.4

Dravet Syndrom MKb G40.4

pef YRR O E ru

bunejku e perka 6omect (3a6onenu 1:20.000) moroseMuoT A€ 011 IeKapuTe HEMaje MOKHOCT
Jla ce CPETHAT CO OBOj CHHAPOM BO MEIHMIIMHCKATA MPAKCa, ¥ 3aT0a HE Ce 3aIl03HACHHU CO
cnenuduKuTe Ha UcTUOT. OBOj CHHIPOM MPETCTAaBYBa TEIlIKa MUOKJIOHUYHA ETUJIETICHja BO
JIETCTBOTO ONHINIAHA OJT CTpaHa Ha PpaHIlyCKUOT JIeKap, HeBpo-nienujaTap, Lllapmor Dravet Bo
1978 roauna mo mro ro 1o0KMBa U UMETO. J[paBeT CHHAPOMOT € MHOTY peTKa U Telka (hopma Ha
eMMJIETICHja KOja 3allo4HyBa BO PAHOTO JIETCTBO, HAJUYECTO BO MpBaTa roJiHA OJ1 Y)KUBOTOT.
[ToueTHuTe Hamaau ce BO hopMa Ha TOHUYHO-KJIOHUYHH TPUEBU, OOMYHO CO IPOAOTIKEHO
Tpaeme, KOM BOTJIABHO CE jaByBaaT IPH MTOKaueHa TeMIIepaTypa U BO IOYETOKOT MOTCETYBa Ha
(beOpunHN KOHBYII3UU. HamamuTe Temko ce KOHTpoiupaaT u 0apaaT moce0eH MEeTUITUMHCKU
TPETMaH. Bo Texot Ha BTOpaTa roguHa O[] ’)KUBOTOT C€ jaBYBaaT W Jpyru BUJAOBU HA HaAIlaJau:
myoclonia, oTcycTBa (3aryiefyBame), mapiiyjaaHi Hamaiu. ..

Hajomachnara cocToj6a Bo K0ja € 3arpo3eH >KUBOTOT Ha JIETETO ce HapekyBa epilepticus. Toa e
JOJITOTPAEH HamaJ UITO MOKE J1a ce 3allpe caMo BO OOJIHUIIA CO aHTHEIeMaTo3Ha Teparnuja.
PanuoT eTcku pa3Boj Kaj OBUE MAI[MEHTH € YPE/IeH, HO KaKo LITO 3a4eCTyBaaT HalaJuTe BO
BTOpaTa TOAMHA O] )KHBOTOT, IOYHYBA J1a 3a0€JIe’)KyBa OTCTAaNlyBakbe Ha Pa3BOjoOT U APYTH
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HEBPOJIOILKH HEJOCTATOLHU M TEIIKOTHH KOM MCTO Taka MOpa Jia ce TpeTupaaT Ouaejku
IIpeIN3BUKYBAaT:

- OJIJIOKEH MICUXOMOTOPEH Pa3Boj

- HapylIyBama BO OJJHECYBAETO (BKIYyUyBajKH TICUX03a)
- T&)KWHATA HA JIBUKCHE U PAMHOTEXKA

- OJIJIOXKEH Pa3BOj HA TOBOPOT

- peTapaanuja Ha pacToT

- TEIIKOTHH CO CITHCHETO

- CEH30pHA MHTETpaIlfja pacTpPojCTBO

- HapyIllyBamka Ha TEPMOpeEryJanyjara

- IPYTH HApyIIyBamba Ha aBTOHOMHHOT HEPBCH CHCTEM ,I[IOKAYEHa TJIECHA TeMIIepaTypa, oTeHhE,
0o0JIKa .

- XpOHUYHH HUH(EKINH Ha PECIUPATOPHUOT TPAKT

HrHopupame Ha CUMIITOMUTE Ha O0JecTa 01 CTpaHa Ha JIEKapuTe T0OBEAYBa A0 AOIHO
JIMjarHOCTUIIMPAmkEe, a T0a MOXKe J1a OuaaT KaTacTpo(aaHo 3a JETETO MOpaJad HECOOIBETHATA
Tepanuja. Hekou o mponuiaHuTe aHTUEMWICNITUYHH JIEKOBU KOM C€ KOPHUCTAT 3a JICKYBambe Ha
enuiiernicuja Kaj ena co JpaBer CHHIPOM, ce IIET0CHO 3a0paHeT, OUIejKu THE MPEeIU3BUKYBaaT
3rojieMyBamk-€ Ha Op0jOT Ha HANAJUTE U BIOIIYBAE.

JlpaBeT CHHAPOM € eHa O/ HajIIO3HATUTE OTHOPHH EMUICNTHYHU CHHIPOMHU HA JOCTAITHUTE
(dhapmakomnomku Tepanun. [lenata co paBeT CHHAPOM HE MOKAT J1a TO HAMUHAT OBOJ
cunapoMm. busejku kako mocrojana coctoj0a BiHjae Ha KBAIMTETOT HA HUBHUTE KUBOTH, HUB UM
Tpeba mocTojaHa rpruxa u HaJl30p KOj € EMOTUBHO M (PU3UYKU MHOTY UCIPITYBAUKH 32 CUTE
YJICHOBU Ha CEMEjCTBOTO. PaHaTa MUjarHOCTHKA € KIIyYHA BO JICKYBAHETO Ha OBUE MAIIMEHTH.

JlMjarHOCTHYKa aHaJIM3a ce COCTOU OJI;

- KT u MPU

- MeTa0OJIMUKI aHAJIN3a
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- TymMOaJIHa ITyHKIIHja
- 71a00paTOPHUCKH UCTTUTYBambA
- OWorcHja HA KOXKaTa ¥ MYCKYJIUTE
- EET

Kaj nena co JlpaBeT cHHIPOM, CHTE aHAIM3HU CE BO TPAHUIIM HA HOpMasa U YPEIHH, CO HCKITYIOK
Ha EEI'. Kaj nmoBekero nena (70%) co [Ipaset cunapom mnotBpaeHu ce myTanuu Ha SCN1A
reHoT. Heogamua ce OTKpHEHH yITe 'eHU KOM Ce TIOBP3aHM CO KJIIMHUYKA CIIMKA KOja ja J1aBa
OBOj CUHIPOM.

Henanejua neouexkyBana cMprt oj enuJjiencuja (SUDEP)

SUDEP ce ognecyBa Ha HeHaziejHa, IpepaHa CMPT Ha MALMEHT CO eMIJICTICH]ja, a TPUYNHATA 32
CMpTTa OCTaHyBa HeNo3HaTa. J{emara co Joiry Hamaay U naueHTuTe co JlapBer CHHAPOM
MMaaT IMOoroJIeM PU3HK OJ] HeHaJIejHa CMPT OTKOJIKY npyrute (opMu Ha emwierncuja. [lonexorarmn
€ TEILIKO Jla Ce pa3roBapa 3a OBaa TeMa, HO MHOT'Y POJHUTENIN CMETaaT JieKa € Io00po J1a T
uMaar cuTe HHPOPMALKK 1 Ja OMIaT CBECHH 32 TOA LITO MOXKAT JIa HalmpaBarT 3a Jja MOKaT
HUBHHUTE JIella J1a UMaat 0e30e/IeH U CPEKeH JKUBOT.

Excnieptute BepyBaar Aeka Hajnobap HauMH Ja ce CIpeyd HeHa/lejHa CMPT U eMHJICITHYCH
cTaryc e 1a ce o0MaaT Aa ' KOHTPOJIUpaaT HamaJIuTe MTO € MOKHO rmoBeke. Hajmobap HaunH 1a
rO HaIpaBHUTE OBa € Jja copaboTyBaTe CO MEAUIIMHCKUOT THUM 3a J1a c€ O0uAeTe Aa HajaeTe
HajeuKaceH TpeTMaH 3a 1o0pa KOHTPOJIa Ha HANAJA0T: UK JIEKOBU, UCXPAaHA UK aITePHATUBHU
TPETMaHHU.
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