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NsBagox

Tay Sachs-oBaTa bostecT e peTKo HapylIyBatbe, FeHeTCKH HacyefleHo Off POJTeNn Ha fieTe. Toa e mpe-
JM3BUKAHO O] OTCYCTBO Ha €H3MM KOj IOMara Bo pasrpajiyBameTo Ha MacHuTe cyrcraHiy. OBie mac-
HY CYTICTAHIMHM, HAPEeUeHN TaHrMO3MIM, Ce U3JMITHYBAAT 710 TOKCMUHM HUBOA BO MO3OKOT Ha JIETETO
1 BIWjaaT Bp3 (GyHKIMjaTa Ha HepBHUTe KieTku. Co HarpenyBarme 601ecTa, eTeTo TyOu MyCKy/IHa
KoHTposa. Ha Kpajot, joBefiyBa [0 C/emusio, napanmsa u CMpT.

Hajuecto HOBOpOZIeHUETO [TOYHYBA Ja MOKaKYBa CMIITOMU Ha BO3PACT Off OKOJy 6 Mecer. SHaim
n cumnrom Ha Tay Sachs-oBata bonect MoskaT fja O1upar: rybetbe Ha MOTOPHH BEILITHHH, TYOerHe Ha
crocobHOCTa 3a [IPEBPTYBAIbe, Celiere Wik nojsere. [lotoa ciefar Hamagy, rydeme Ha CIyXoT U
HEMOKHOCT 3 JIBUJKEIbe, 3rOJIeMEeHN peakiy Kora 6e6eto ciyiia racHu 3ByIH, ryOere Ha BUjjHaTa
ocTpyHa, rojaa Ha ,Cherry-red“ amMKu Bo ounte, MyCKy/Ha Cl1abocT.
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Abstract

Tay Sachs's disease is a rare disorder, genetically inherited from parents of a child. It is caused
by the absence of an enzyme that helps dissolve the fatty substances. These fatty substances,
called gangliosides, rise to toxic levels in the child‘s brain and affect the function of nerve cells. By
progressing the disease, the child loses muscle control. Eventually, it leads to blindness, paralysis
and death.

Most often, the newhorn begins to show symptoms at the age of about 6 months. Signs and symptoms
of Tay Sachs' disease can be: loss of motor skills, loss of ability to overturn, sitting or crawling. Then
there are seizures, loss of hearing and inability to move, increased reactions when the baby hears
loud noises, loss of visual acuity, the appearance of ,Cherry-red” spots in the eyes, muscle weakness.




Bosep,

Tay-Sachs OosiecT e reHeTCKO HapyIIy-
Bame Koe pe3yJIThpa COo YHUIITYBamke Ha
HEpBHUTE KJIETKU BO MO30OKOT U ,pOeT-
HUOT MO30K. HajuecTuoT TuUIM, IO3HAT
Kako nmH(paHTWwiIHa 6osect Ha Tay-Sachs,
CcTaHyBa BUJJIMBA Ha BO3PacT of TPU A0
IIeCT Mecelid, Kora JIOeHUeTo ja ryou cro-
coOHOCTa 3a MPEeBPTYBame, Cellerhe WU
nasambe. IloToa ciemaT Hamagu, ryoeme
Ha CJIyYXOT U HEMO’KHOCT 3a JIBUKeHe.
CMpTTa OOMYHO HAcTaryBa Ba BO paHOTO
meTrcTBo. MHOTY peTKo, OojiecTa MosKe
Jla ce TI0jaBU BO TIO/IOIIHEKHO [I€TCTBO
WIW aJlyITHUOT nepuo. DopMuTe Kou ce
jaByBaaT IMTOKaCHO OOMYHO ce 1o0bJIaru 1o
rmpupoal.

Tay-Sach-oBara OoecT e nmpeau3BUKaHa
o reHercka mytainuja Bo HEXA renu-
Te Ha xpoMo3omoT 15. Toj ce HacnegyBa
O]l poIuTesIuTe Ha aBTOCOMHO pelecH-
BeH HauuH. MyTauujata pesyaTupa co
HacTaHyBame Ha ITPo6IeMU Kaj eH3UMOT
HapeueH OeTa-XeKCO3aMHMHMA3a a, ILITO
pe3yaThpa Cco HaTpymnmyBalkbe Ha MOJIeKY-
nata ['M2 raHrimosuji Bo KJIETKUTE, IITO
IoBedyBa [0 TOKcuyHOCT'. [ujarHosara
ce TIOCTaByBa CO Mepeme Ha HUBOTO Ha
XeKco3aMuHU1ia3a A BO KPBTa UJIU TeHeT-
CKOTO TecTupame?. Toa e efeH of TpuU-
Te ['M2 raHrmo3uzo3u 1 e efleH BUJ Ha
chuHTOIUMINI03a’.

3a60/1yBamkeTO PETKO Ce PEerucTpupa BO
onutara rnomnysaiuja. Kaj AnikeHne3u EB-
peute, @paHilyckuTe KaHaliaHu O]f jyro-
ncroueH KBebek u KajyHcu 3aegHUIIMTE
on jy>kHa Jly3ujaHa 3a00/TyBameTo ce pe-
ructpupa rodecto. [IpubmmkHo Kaj 1 Ha
3600 AmkeHe3u EBpeu 1mpu parameTo ce
rorojieHu' 2.

3ab0/1yBamkeTo UMETO I'o Io61Ba 1o Waren
Tay, koj Bo 1881 r. 3a mpBmHaT omnuiryBa
CUMIITOMATCKa IIpBeHa TOUKa Ha MpEeK-
HUIIaTa Ha OKoTo; u Bernard Sachs, Koj Bo
1887 r. ru onuiilyBa KJI€TOUHUTE TPOMEHU
1 perucTpupa 3rojieMeHa cTarka Ha 0oJie-
CTH Kaj AllIKeHa3uckuTe EBpen’.

Mpukas Ha cnyyJaj

[TariieHTOT e MallIKO JieTe Ha BO3PacCT o[
15 mecen. Ha J3Y YV Knunuka 3a OuHu
oonectu-CKoIrje e MCIIpaTeHO MallKo
IleTe 3a IMperJjie[] HA OUHOTO JIHO O]I CTPa-
Ha Ha JIeTCKU HeBpoJior ofi KnuHukara 3a
[lenujaTpuja.

Bo pasroBop co poauTesure mnpu 3e-
MameTo Ha daMuwiIdjapHaTa aHaMHesa
THe M3jaByBaaT JeKa JeTeTO e POIEeHO CO
THe CHMIITOMM U JeKa HHUKOj BO ITOOJIHC-
Karta hamusivja HemaJsl TaKBU WJIA CJIMYHU
CUMIITOMU.

3a rnocTraByBale Ha JiMjarHo3aTta KOpHUC-
TeBMe MaKpPOCKOIICKU Tiperyie]], (hoKaTHO
OCBeTJTyBamke U UHIUPEKTHa odTaamoc-
Komuja.

[Tpy MaKpOCKOTICKMOT ITperyies] Ha JIeTOTO
3a 3a0eJie;KyBaaT HEBOJIHU JIBMKeHha Ha
ounTte. OKoJIMHATa Ha OKOTO, TIOMOIIHMU-
OT U COJI3HUOT artapaT ce CO ypeieH Hao .
KomwyKTuBaTa e cjajHa 1 BiakHa. Po;KHU-
11aTa e Ma3Ha, cjajHa u npoBugHa. I[lpen-
HaTa KOMOpa e Co HopMaJTiHa JjlabouyrHa
u 6e3 cTpaHa conpskuHa. lllapeHuriaTa e
CO HOpMaJieH IIPTeK, pesbep U Kojopu-
teT. [lynniara e 1leHTpaIHO MOCTaBeHa,
KpY;KHa 1 CO odyBaHa peakiija Ha CBET-
710. JlekaTa e Ha CBoe MeCTO U ITPOBUIHA.

HamnpaBeHa e uHAMpeKTHa o Ta/IMOCKO-
M1ja co cKJepasjiHa MHAeHTalja Ha JiBe-
Te OUM ITPU MaKcUMajiHa MUJMpUja3a U e
IoOueH cjIeJHUOT HaOI:

dyHIyC mpersen Ha JBETe OUM: OYHUOT
HepB (PNO) e co mobGnema Komopaliuja,
BaCKy/lapHaTa Mpeska e 6e3 0cobeHOCTH,
BO IIpejle/IOT Ha TOUKaTa 3a jaceH BUJI
(m.lutea) ce rnemaat mernosutu Ha Oesu-
yecTa MaTepuja co MUrMeHTrupaHa poBea.

CnuKaTa Ha OYHOTO JHO He HaBejle [a
MPeTIIOCTaBUMe JieKa ce pPaboTu 3a IMo-
peMeTyBaibe BO MeTab0IM3MOT Ha C(hUH-
TOJIMIIUANUTE, BO Ipusor Ha Lysosomal
Storage Disease (Tay SachsDisease). Ou-
HMOT Hao]l TIOMOTHa Ha Ile[ujaTpUTe Ha
KnuHukaTa 3a geTcku 601ecTu Bo Haco-
yyBameTO U II0CTaByBamheTo Ha (PuHAaj-
HaTa aujarHo3a uHdaTWIHA LiepebpasiHa
rapaausa.

Ouckycuja

Kaj maumeHTH CO KJIMHUYKU COMHEX 3a
Tay-Sachs 6onect, Ha 6MI0 Koja BO3pacrT,
Ha IIOYETOK Ce BK/Iy4yBa €H3MMCKU TeCT
3a Mepeme Ha aKTMBHOCTa Ha XeKco3a-
MHUHHJIa3a BO CepyMoT, (pudbpobiacTure
WIN JIeYKOLIMTUTe. BKymmHaTa aKTUBHOCT
Ha XeKCo3aMUHHIa3a eH3UMUTe e HaMma-
yeHa Kaj nuiata co Tay-Sachs, Kako 1o
e U TIPOILIeHTOT Ha XeKco3aMuHHa3a A.
[To moTBpayBamkeTo Ha HamajieHaTa eH-
3MMCKa aKTUBHOCT Kaj Mal[ieHTOT, MOKe
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Ila ce W3BPIIM MOTBP/la CO MOJIEKy/IapHa
a”Haju3a5. Cure malMeHTH co MH(aHTU-
sieH roueTok Ha Tay-Sachs 6osect umaaTt
Jipenia ipBeHa Touka” (Cherry RED spot)
BO MaKyJjlaTa BO MpesKHUIIaTa, Koja IeCHO
MOKe fia ce 3abejie;ku off cTpaHa Ha od-
TaJIMOJIOT KOPUCTEjKU O(TaIMOCKOII®”.
OBaa LIpBeHa TOUKa e peTuHasiHa obJacT
KOja e LipBeHa Mopau raHIIMO3UAUTE BO
OKOJIHUTE PeTUHAIHU TaHTJIMCKU KJIeTKU.
XopoujiajiHaTa ILWpPKYy/Ialija ce MaHU-
dectupa ,1pBeHO" BO (hboBeasHaTa pe-
ruja, Kajie IITO CUTe KJIeTKU Ha PeTUHasI-
HUTE FaHIJIMM Cce TypKaaT HacTpaHa 3a Jia
ce 3rojieMy BH3yejHaTa ocTpuHa. Taka,
oBaa I[pellla-Ii[pBeHa TOYKa € eJIMHCTBe-
HUOT HOPMAaJIeH e/l Ha MpeKHULaTa; Toa
ce I0jaByBa BO KOHTPACT CO OCTATOKOT
on peruHata. MHMKpOCKOIICKaTa aHasIu-
3a Ha peTUHAJHUTE HEeBPOHU IOKaKyBa
IeKa ce ojilajieyeHu OJf BUIIOKOT Ha raH-
rmo3use. 3a pasyimKa oji Ipyrure 3abo-
JlyBama Ha JIM3030MaITHOTO CKJIafupare
(Gaucher-oBara 6osnect, Niemann-Pick-
oBaTta Oostect u Sandhof-oBara 6osect),
XeraTocIUIeHOMerajijjata (3rojieMyBambe
Ha LIPHUOT P00 U cjie3rHaTa) He ce peru-
crpupa Kaj Tay-Sachs 3abonyBame®.

3a pgujarHoctunypame Ha Tay-Sachs-oBa-
Ta 00JIeCT MOTPeOHO e J1a ce HalpaBU KPB-
Ha CJIMKa ITOTOYHO JIa Ce HAITpaBU TECT CO
KOj Ke ce MpoBepu HUBOTO Ha €H3UMOT
XeKco3aMMHMa3a BO KpPBTa Ha JIETETO,
ma ce oxapenat pubpobIACTUTE U JIEYKO-
uutuTe. HuBoara ce HUCKU WIM IIOTIIOJ-
HO oTcyTHU Kaj Tay-Sachs-oBara Goecr.
Moske fa ce OMjarHOCTULIMpPA W TMPEKY
rpersjie]l Ha OYHOTO JHO Ha JIeTeTO Kajie
mro Ke ce Bugar “Cherry-red“ maMkure
BO OUMUTE.

Teparnuja He 1ocTou 3a Tay-Sachs-oBaTta
OosecT, HO HEKOM TpeTMaHU MOKaT [a
IIOMOTHAT BO MEHAIIMpPalkheTo Ha CHUMII-
TomuTte. CYMOPTUBHUTE (CUMIITOMATCKM)
TpeTMaHHu BKayudyBaar!:

+ JlekoBM 3a pecrnupaTopHa 3allITUTA,
Ioeniata Koj mmaaTt Tay-Sachs-oBata
OoecT ce co BUCOK PU3UMK O] Oesio-
IPOOHM MH(MpEKIIUN KOU MpeIu3BUKY-
BaaT IIPOOJIEMHU CO IUIIEHETO U UeCTO
aKyMyJ/IMpaaT Cjy3 BO HUBHUTe Oenu
IpoOOBU.

+ Tybu 3a jageme. [leTeTo MoKe J1a MMa
Mpo06JIeMU CO TOJITalkheTo WIN Aa pas-
BUE pecIriupaTopHU MPoOIeMU CO BIIU-
IIyBare Ha XpaHa WIN TeYHOCT BO Oe-
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iuTe IpoOOBU oJIeKa jajie.

+ dusukajHa Tepanuja, Kako IITO 00-
jlecTa HallpeJlyBa, JeTeTOo MOKe [a
“Ma KOpHUCT of (u3MKaIHATa Tepa-
M1ja Koja Ke [IOMOTHe BO OJIpP;KyBatbe-
TO Ha (QIeKCUOMIHOCTa T.e Hamay-
Bame Ha BKOUAHETOCT Ha 3r7I000BUTE
1 Ja OJP>KyBa KOJIKY LITO € MO’KHO
rorojieMa CIHOCOOHOCT 3a [OBIKEHE
(oricer Ha OBUKEHe).

+ [IloTeHiujaniHyu UOHU TpeTMaHU, KOu
ce Bo (ba3a Ha UCTIUTYBalbe, TeHETCKa-
Ta Tepamnuja U eH3UMcKaTa CYIICTUTY-
[IMOHA Teparuja Koja Ha KpPajoT MOKe
Jla loBefie [0 JIeKyBawe UiIn TpeTMaH
3a J1a ce 3abaBu nmporpecujata Ha Tay-
Sachs-oBara 6oriecT.

Tpu rmaBHU mpuUcCTalM ce KOPUCTAT 3a
cripeuyBaibe WM HaMajlyBaihe Ha UHIU-
nmenuarta Ha Tay-Sachs-oBaTa Oojtect:

[IpenatanmHa paujardHo3a. AKO [iBajiiaTa
ponuTenu ce UeHTU(MUKYBaaT KaKo HO-
CUTEeJIW, ITpeHaTa/IHOTO TeHeTCKO Tec-
TUpame MOKe /ia YTBP/U Aanu (eTycoT
Hacieaun JedeKTeH TeHCKU ITPUMEPOK
on nBara poxnutenu''. Hajuecta ¢popma Ha
IpeHaTasIHa JiMjarHo3a e 3eMambeTo Mpu-
MepOK Ha XOPUOHCKUTe pPecudKH, Koja ce
cripoBenyBa nomMery 10 u 14 Hepmena Ha
opemMeHOCT. AMHHUOLIEHTe3aTa 0OUUHO ce
n3BenyBa Ha 15-18 Hepenma. OBue mpolie-
IIypu UMaaT PU3UK OJf CIIOHTaH abopTyc
on 1% unu nomanky? 1,

['eHeTCKa [UjarHOCTHUKA ITpeguMIIIaH-
tauja. Ce TecTupa eMOPHOHOT 3a Hapy-
LIyBame IIpe[ MMIIJIaHTalja. 37paBUTe
eMOpHOHMU Cce TTpeHecyBaaT BO MajurHaTa
yTpoOa, Jofieka He3JpaBuTe ce oTdpia-
art. Bo mpustor Ha Tay-Sachs-oBTta 6onecr,
reHeTCKaTa JIijarHOCTUKA Ha TTperuMITiaH-
TaljaTa ce KOPUCTH 3a Ja ce CIIpeuu 1iu-
ctuyHa (bubpo3a U cpriecTa aHeMuja Mery
IpYTruTe reHeTCKU HapyllyBama'.

+ Mate cenekuuja. Bo opTomokcHure
eBPejCKU KpYroBHW, OpraHusalujaTta
Dor Yeshorim cripoBesyBa aHOHUMEH
CKPUHUHT, TaKa ILITO F'eHETCKU OIITO-
BapeHUTe MapoBu 3a Tay-Sachs-oBara
Oonect U APYrd TeHeTCKU Hapylly-
Bama MojKe /ia ro u3zberHaTt 6pakoTls.

3aknyuok

AKYMYHHL[I/IjaTa Ha JIMIININTe BO KJIETKU-
Te Ha peTUHaJIHUTe I'aHT'JIMU LITO JOBeIy-



BaaT J0 Kpepga-6es usrien Ha (PYHIYCOT
HapeueH ,lipemia 1pBeHa Touka-Cherry
red spot“ e 6ener Ha Tay Sachs-oBaTa 60-
JIECT.

Co nmpukakKyBambeTO Ha OBaj CJjIydyaj caMo
cakaBMe Jla ja IOTeHI[UpaMe Ba)KHOCTAa
Ha OUYHMOT TIpersie]l Kaj Jielia 3aToa IITO
TOj MO>Ke Jla TTIOMOTHe BO JIMjarHOCTULIM-
pameTo Ha MHOTY TeIllll U PeTKU 3a00i1y-
Bamba Kaj JeliaTa, MCTO TakKa MOKe Jia I10-
MOTHe 1 BO KOja HacOKa Jia ce pa3MUCIyBa
3a TpeTMaH Ha HCTUTe The 3a00/yBamba,
HO He caMo Kaj JleliaTa TyKy U Kaj Bo3pac-
HUTe.

[IpernmegoT Ha ounTe MOKE Jila TIOMOTHE
1 BO JIMjarHOCTUIIMPamheTo Ha aujaberec,
BUCOK KPBEH IPUTHUCOK, BUCOK XOJIeCTe-
POJI, TYMOP, paK, aBTOMMYHU HapYIITyBamka
1 HapylllyBama Ha TUPeOUIHATA FKJIe3]ia.
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