¥ . e o

HHBOT

TIPE[;;, BRI %A!IEGEEIS
o SR Life ic a pazzle,
R collect it

¥usoTt co Npegussnum / Jeta me Sfida / Life With Challenges

BateHoBa 6onecTt

MKB E75.4 /| Batten disease

BATTEN DISEASE

BateHoBaTa 60s1eCT e peTKa, paTasiHa aBTOCOMHO PeLecMBHO HacieaHa 601eCT Ha HEPBHUOT CUCTEM

(HeBpoLereHepaTMBHO HapyLLyBak€e) KOja 3ano4YHyBa BO AETCTBOTO. MmMeTo ro 4o6uao no 6puTaHCKMOT
neanjatap, Ppenepuk bateH, Koj 3a NpB NaT ja onuwan jyBeHMAHaTa popma Ha HEBPaAsIHA LeponaHa
nnnogycumHosa Bo 1903 roanHa. [leHec, HEroBOoTO MMe ce KOpUCTUM 3a cute Tpu dopmu: MHdaHTUAHA,
pouHa nHoaHTMAHa n dopma Ha HUJ1 Koja ce jaByBa BO TUHEjLIEPCKN FOANHM.

CeKoja popma ja Mma 1cTaTa OCHOBHA NPUYMHA: MyTauMja Ha reH WTO NpeaM3BMKYBa HEAOCTATOK Ha
d

€H3MMOT OArOBOPEH 3a Uchpiarbe ,,0TNaL" 04, KNETKUTE HA LEHTPANHMOT HepBeH cucTem (0BOj ,0Tnaa’
€ HyC NpoM3BOA Ha HOPManeH KaeTouyeH metabonunsam).

be3 0BOj eH3MM, BO BHATPELIHOCTA HA HEBPOHUTE BO MO30OKOT, Ma/INTE KNETOYHM OPraHeIn HapeyeHu
IN3030MM CTAHYBAaT ,,3aTPYNaHM“ co TOKCUMYHUM maTepumn. Kako pesynTarT, geuarta co 3abonysare o,
baTeH cTpagaaTt og enuMAenTUYHM Hanaau, nocteneHo rybejkmn ja motopHaTta ¢yHKUM]ja, BUAOT U
MEHTA/IHNOT KanaumTeT, 33 KOHEYHO Aa CTaHaT LLe/IOCHO C/ienu, BP3aHW 3a KpeBeT U HecnocobHM 3a
KOMYHMKaLUuja.

MocTojaT 4 ocHOBHM TUNa Ha baTeHoBa 601ecT , BKAy4YyBajku 2 TUMa KOM 3aMoYyHyBaaT paHO BO AETCTBOTO
N UCKAYUYUTENHO PeaoK BMA LUTO ce jaByBa Kaj BO3pacHU. CUMNTOMUTE Ce UCTH, HO ce jaByBaaT BO
pasNiMyHM Nepuoam U HanpeaysaaT Co Pa3/IMYyHM CTanKu.



UHdaHTUNHA Popma

3anoy4HyBa nomery 6 meceum 1 2 roguHu 1 uma bp3sa nporpecuja. euarta co oBaa 60s1ecT He ycrnesaat
[a HanpeaysBaaT U MUMaaT UCTAaKHATM Mau rnasu (MuKkpouedannja). UctTo TaKa, TUMMYHM Ce KPaTKM,
MYCKY/IHU FpYeBM BO MYCKYIMTE. MUOKNOHUYHM rpyeBu. MpBUTe 3HaLM Ha oBaa 60necT BKAy4yBaaT:
3aCTOj HA MCMXOMOTOPEH Pa3BOj CO MPOrPECUBHO BJIOLIYBaAHE, APYrM MOTOPHU HapyLUyBakba UAK enu-
Hanaau. OBaa popma MMa Hajbp3a nporpecunja u 3aBpLlyBa CO CMPT 06UYHO nomery 8 n 12 roguHu.

®dopma Ha HeBpanHa uepongHa amnodycumHosa (HLJ1) Koja ce jaByBa BO TUHE]jIEPCKU FOAUHMU

3ano4HyBa o4 5 Ao 8 rogMHN. TUNWMYHKU 3HALUM Ce NPOrPECcUBHO rybere Ha BUAOT, enn-Hanaau, atakcuja.
OBOj TMN HanpeayBa NOMaJKy 6p30 M 3aBpLUYBa CO CMPT BO AOLHUTE TUHEjLIEPCKM UK paHuTe 20-Tu
roAMHU, MaKO MMANO0 CAyYaun Ha NaumeHTn Kou goxmeeane 30 roanHu.

Bo3spacHa ¢opma Ha HeBpoHanHa uepouaHa annodycumHosa (HLL)

0O6u1yHo 3ano4yHyBa npea 40-rogmiuHa BO3pacT U Npeau3BUKyBa nobaarn CUMNTOMM KOu Hanpeaysaat
no6aBHO U He NpeauM3BUKYBaaT cienuio. Mako BpeMeTo Ha CMpPTTa Bapupa oZ, C/lydaj 40 C/yyaj, 0BOj
BWUZ, CENAK ro HamasnyBa XXMBOTHUOT BEK.

Hacnepysamwe

Heuata co HespanHa uepouaHa amnodycumHosa (HUJ/1) ce co aBTO30MHU peLLEeCMBHM HApyLUYyBaHba,
LUITO 3HAYM AEKa TUE ce C/TydyBaaT CaMo Kora AeTeTo Ke Hacneam 2 Konum Ha gedeKTeH reH, No eAeH o4
ceKkoj poauTen. Kora 1 majkaTta M TaTKOTO MMaaT No eAeH aedeKTeH reH, cekoe o HMBHUTE geua nma 1
00 4 waHcK 3a pas3soj Ha HUJ1. A BO UCTo Bpeme, NOCTOM MOXKHOCT 1 A0 2 AeuaTta ga Hacneaat camo no
efHa Konuja og, aedeKTHNOT reH. TakBUTe ML Ce HOCUTE/IN, TaKa LWITO TUE He ja pa3BuBaaT 6osecTa,
TYKY MOXaT camo Aa ro npeHecar Toj reH Ha cBoOuUTe geLa.

DOujarHocTuka

Bupgejkn rybereTo Ha BUAOT € paH nokasatesn, bateHoBaTa 60/1ecT MOXKe Aa ce BUAM yLITe Npu nNperies
Ha oumTe. Cneumnjannct 3a o4M MoxKe fa 3abenerku BAoLWyBare Ha ONTUYKMOT HEPB LITO Ce jaByBa BO 3
negmjatpuckm ¢opmm Ha HUJ1. MerfyToa, buaejkm TakBaTa AeTOXepeHLMja ce jaByBa Kaj ApYrv OYHU
3abonyBarba, 0Ba He MOXKe A3 buae AedMHUTUBEH NOKA3aTeN, HO MOXKe A3 NOCAYXKM 3a ynaTyBarbe Ha
AeTeTo Kaj HeBpoJsior 3a nperseg,. MoTpebHu ce pas3MYHM TECTOBM 3a cnelMdUYHO NOTBPAYBatbe Ha
AMnjarHosara.

JunjarHocTUYKKM TecToBM 3a 60s1ecT Ha baTeH BK/Ily4yBaaT TECTOBM Ha KPB U YPUHA, 3eMakbe NPUMepPOLM
0O/, KOXa nnn Tkmeo, EEl, nperneg Ha ounTe , CHUMare U TeCTOBM HA MO30KOT, Kako wTo ce KT nam MP.
Of4 HeogamMHa NOCTOM EH3MMCKO TECTUPaHE Ha KPB, LUTO € MOXHO 3a MHGAHTUAHA U AOLHA
nHdaHTUAHa dopma, CO Len Aa ce NpoHajae cneumduyeH eH3Mm Koj HeocTacyBa Kaj oBue
Hapywysakba.

Ha 27 anpun 2017 roanHa AmepuKaHCcKaTa agMUHUCTPaLMja 3a XpaHa U IeKoBU ja 0406pu BpuHypa
(cerliponase alfa) kako TpeTmaH 3a cneundmryHa dpopma Ha 3abonyBatbe og baTteH. BpuHypa e npsuoT
op06peH og ®L1A , TpeTMaH co Koj ce 3abaByBa rybereTo Ha cnocobHOCTa 3a oferbe (ambunaumja) Kaj



CMMNTOMATCKM NeAnjaTPMUCKM NaLMeHTU Ha BO3pacT 04, 3 roAnHM M NocTapm Co AouHa MHbaHTUAHA
HeBpasiHa uepongHo annodycumHosa tmn 2 . JlekoT bpuHypa ce B6pM3ryBa AMPEKTHO BO MO3OKOT,
NpeKy KaTeTap NOCTaBeH eAHa ceamMmMLa NPeTX0AHO,BO CTEPU/IHM YC/IOBM 33 4@ CE HAMAIN PUSUKOT O,

nHbekumm.

JlekoT mopa fa ce TpaHCMopTMpa BO CyB Mpa3 (jarneposieH AMOKCUA, BO LBPCTA arperaTHa coctojba Ha
Temnepatypa oa -79 creneHun Lensnycosn.

J1eKoT rv Ha4oMONHYBA EH3UMMTE KOM MY He4oCTUraaT Ha OPraHM3mMOoT, NoPaAM LWTO He ce pasrpadyBaat
oApeaeHn CyncTaHLM, U Toa HajMHOTY Ha MO30OKOT, a NoC/eAMLa € OWTeTyBakbe Ha KNETKUTE BO
MO30KOT. lMoTpebHOo e 0BOj 1eK Aa NPOA0/KM [a ce anavumpa Len XUBoT.
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