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Jparocnas KOINAYEB,
Bnagmnmnp TPAJKOBCKU

AYTU3AM N TYBEPO3HA CKJIEPO3A

BoBepg

Ty6epo3HaTa cknepo3a (TC) (MIM 191100), cnoped KnacudHWOT Onuc
Ce KapakTepuaupa co: enuserncuja, MeHTanHa petapgauymja u aHrmochmbpomm Ha
JiMyeTo, a BO NOHOBO BpEME OMNUCOT € 3aMEHET CO HoBa Tpwjafa: enuserncuja Kaj
92% on cny4yamte (Gomez, 1988), meHTanHa petappauyvja kaj 50-60% of
cnyqante (Webb et al., 1996) u ayTusam co buxejBuoparsiHa cumrtTomartosiorvja
Kaj 60% og crydamute (Hunt m Shepherd, 7993).

NcTpaxyBararta, WTO BO NOCMEeAHMBE FOAVMHWU TM Hanpasuie cregHuTe
astopu: (Hunt et al., 1987, Smalley et al., 1992, Mummk-Pamk n cop., 1996)
yKaxkyBaaT Ha MNpPUCYCTBOTO Ha pas3HOBUAHM OuxejsuopanHn npobremmn Kaj
naumeHTuTe co Tybepo3Ha cKreposa. HuBHWUTE wcTpaxyBarka ce 0COO6EeHO
Haco4yeHn BO 6apar-eTo Ha 34PY>XEeHOCT Ha ayTU3MOT U TybeposHaTa ckneposa.
[HeHec, enmaeMnonowKknTe nokasarenu ropopart geka nojasata Ha TybeposHaTta
CKneposa Mefy ayTucTuyHuTe pgeua usHecysa 0,4-3%, a Mmefy ayTUCTUYHUTE
Jeua WTo umaaT enunencuja, Taa e ywTe noronema u nsHecysa og 8 o 14%
(Riiokonen et al., 1990, Gillberg, 1991), a Bo onwTaTa nonynayuja ce cpekasa Kaj
1 Ha 10.000 nuua.

TybeposHaTta ck/iepo3a e pa3BOjHO HapyllyBare Ha HeBporeHesara v
HeBpoOHCcKarta murpaymja. HapywysaHeTo UCTO Taka e acoumpaHo Co AenurmeH—
TUPaHN KOXXHWU NEe3nM N PasBOjHN XamapTOMU BO MOBEKEe OPraHCKyM CUCTEMMW.
KnnHndknTe maHugectTauum moxe LWMPOKO ga BapupaaT. Hanagunte ce HajyecTa
KNIMHUYKa MaHudecTauvja 1 Tme obMyHO 3anoYHyBaaT BO MpBaTa roguHa of
XKMBOTOT Kako MHPAHTUIHM CnasmMn nv napumjanHu Hanagu.

Co TekoT Ha Bo3pacTa nauyueHtute co TC passBuBaaT gpyrn BMOOBU
reHepanuaupaHu Hanagu, KOu LWTO TewKo MOXe fa Cce KOHTponupaaT co
aHTUKOHBYN3MBHa Tepanuja. [lcnxomoTopHaTa peTapgauvja no4ecTto ce
3abenexyBa Kaj nayneHTUTe LWTO umMaaT paHa npojaBHOCT Ha HanaguTe.

KoxxHute maHudecTaumm Ha TC BKydyBaaT aHrMopmbpomm, NpeTxogHo
nosHatM kKako adenoma sebaceum, WwTO ce nojaByBaat mefy 1-ta n 4-tata
roagvHa Kako cjajHu, po3eBu wunu KageaBo 060eHM nanynm BO opma Ha
,nenepyTka”’ Bo onpedeneHn 30HM Ha nmueTo. AHrmomnbpomnTe ro 3ronemMysaar
CBOjOT 6pOj CO TEKOT Ha BO3pacTa, a MOXe ga ce 3abenexart Kaj 50% opf
noBo3pacHUTe nauneHTU. XUMNoNUIrMEHTUMPAHUTE KOXHW 30HM CO Bapupadka
roflieMuHa, YecTo ce CpeKaBaarT yLITe CO parareTo Ha TPYNoT M Ha eKCcTpemuTe—
Tnte. VIcTo Kako n aHrmodubpommnte, TMe CTaHyBaaT MoOM3pas3eHu CO cTapee—
HeTo. OBME XMMONUIMEHTMPaHM 30HM Ha KOXKaTa MHOTY NIeCHO ce 3abenexysaat
CO KopucTerme Ha yntpasuonetoso Wood-oBo ceeTno. Tue uarnegaar Kako
»KOH(ETN" apaH>XXmnpaHu o4 MHOTY Manun 6enun makysnu.

CybyHrBanHn wunuM nepuyHreanHu ¢ubpommn Mo4YecTo ce jaByBaaT Ha
NpcTUTE 04 HoraTa, OTKOJIKY Ha MPCTUTE Of pakaTra M MOXe ga ce nojaesart 3a
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npenart gypu Bo nybepTeToT. [MHruBanHuTe pmbpommn n gynkute Ha rnefta og
3abuTe ce UCTO Taka 4YecTu 3Hauu. PeTuHanHutTe xamaptomu ce 3abenexysaaT
Kaj 50% of nauMeHTUTE U MOXE Aa Ce CpeTHaT KakKo HoAgyflapHu Tymopwu BO
30HaTa Ha ONTUYKUOT HepB. lNegeceT A0 ocymAaeceT MPOUEHTM of NauueHTuTe
pasBuBaat 6yObpeXXHN LUCTU UM aHTUMUOSTUMOMM.

Heuata co TC e nosHaToO geka MOXe ga MMaaT cpueBu pabaoMMOMM.
BospacHuTe, NocebHO XXeHUTE MOXe Aa pasBujaT NysIMOHaNHW nuMd@aHrmoma—
TO3M, MyNTULMCTUYHU MPOMEHM LUTO MOXE Aa BogaT [0 CMOHTaH NMHEBMOTOPAKC
Unu XpoHudHa 6enoapobHa 60necT.

HapylwyBareTo e HapedeHo cnopes CKNepoTUYHUTE Ty6EepO3HN 30HW KOu
MOXE [a ce HajgaT BO Koja u ga 6uno obnact o mo3okoT. Oue uepebpanHu
,Ty6epn” ce xamapTOMM KON Haj4eCTO ce cpeKaBaaTt BO KOPTUMKAITHUTE TMpYyCHu.

CybeneHgumanHuTe HOO4yNM ce jaByBaaT Ha SWAOBWUTE Of MO304HUTE
KOMOPpY U MPOMMHUpaaT BO camuTe Komopu. Tue Hogynu kanuuduumpaat no 5
Mece4yHa BO3pacT. Ha oBa MCTO MecTO MOXe fa ce jaBaT MMraHTCKO—KeTO4YHU
acTpounToMM M XxamapToMu. Hogynute nnmn xamapToMMTe MOXE Aa nopacHaT v
Ja npegumsBuKaar ONCTPyKUMja HA KOMOPHWOT cucTteM M ga gosegaTr Ao
xungpouedanyc.

CHumar-eto co KTM unm MHP nomara Bo OOKYMEHTUPaHeTO Ha Lepe—
6panHuTe Tybepu N xamapTOMU Of, BEHTpUKynapHaTa ctpaHa. Victo Taka moxe
ha ce 3abenexaT AudysHa CKAepo3a U LUCTUYHM MPOMEHM BO KOCKUTE
(Seashore u Wappner, 1996).

Len Ha Tpygot

Mpeky cny4aj of npakTukarta Kaj gete co gvjarHocTuumpaHa TybeposHa
CKNeposa, cakame [a yKaxeme Ha NCTOBPEMEHOTO NPUCYCTBO Ha 6uxejBroparnHm
MaHudecTaumMn WTO MMaaT KapakTepucTuMKM 3a ayTusam. McTo Taka, nmame
Hamepa fa ykaxeme Ha noTpebaTa of paHO MpenosHaBarbe Ha oBa ayTUCTWUYHO
ofHecyBae Kaj AeTeTo, WTO MMa rofemMo 3Hayerbe 3a rpesemare afekBaTHu
e4yKaTUBHO-pee[yKaTUBHM OCTaIKM.

MeTtog Ha pa6oTa

Kako MeToga BO HaweTo paboTere ja KOPUCTEBME KIIMHUYKO—
NCMXONOLKO—paaunorsowKaTa o6paboTka Ha cry4ajoT.

lpe3eHTayuja Ha criy4yajoT

JeBojde Ha 4 roguHu v 6 Meceyy e NOHECEHO Kaj Hac 3a MOMOLL nopaau
Ha3Ha4yeHa XMMNepakTUBHOCT, HacTanu Ha rpydesu co ryberbe Ha CBECT, HEMUPHO
cnuerbe, roBOP LITO € CMPOMALLEH U He CIY>XXW 33 KOMYHMKaLUmja, HECUTypHO ofe—
H€ CO YecTo Narare, O4HecyBaHe LTO e YyAHO 3a POAUTENNUTE U OKONMHAaTA.

Mpn npernefoT JeTeTo € BO MOCTOjaHO ABuKense. LlleTta 6ecyernHo of
e/leH Ha gpyr Kpaj Ha cobaTta. Ogu TeTepaBso, Ha LUMPOKa OCHOBA, NOBPeEMEHO 6e3
npuynHa ce conHysa u nara. [lenysa HanosiHO He3aMHTEPEeCUpPaHoO 3a OKoNMHaTa.
BHUMaHMeTOo e gemunTapHo 1 He € yrnaTeHOo KOH ApyruTe nuua.
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[MoBpeMeHNTe KOHTaKTW LITO M MpaBu CO Majkata He ce pasfnukysaaT
MHOTy O OHME LWITO AETEeTO MM MpaBu U CO Heno3HaTuTe nuua (HapylweHa e
couvjanHaTa uHTepakumja u1 KomyHukaumja).

dyHKUMjaTa Ha ja3uKOT M rOBOPOT MYy Ce TELKO OWTETEHN U MPakKTUYHO
OTCYyCTBYyBa CeKoja peuenTMBHa U eKCnpecuBHa roOBOpHA MaHudecTauuja.
OTcyTHa My e HeBepbanHaTa KOMyHuKauuja.

HajuecTo geTeTo ce ogHecyBa Kako HULWITO Aa He rneja v ga He crnywa.
Camo noBpemeHO MOXe Aa ce dhaTu onpefeneH norneq wnm 3a KpaTko ga ce
CBPTM Ha MOBWMK. HeouyekyBaHO 3amoyHyBa ga nnadve, cTaHyBa BO3HEMUPEHO,
pacTtypa npep cebe, cpna ceé WTo Ke gocpaTtu co pauete. lNoBpemeHo ce Tpkana
Nno NaTtocoT U UcnylwTa HEKOU HeapTUKynpaHu rnacosu. MrpaTta He ja npudaka.
[enysa Kako ga e npasHo 1 Tano.

Of KNMMHWYKKM acnekT offaBa BMe4vyaToK 3a TEWKO OWTETEHU UHTeneK—
TyarnHu crnocobHOCTM.

Ha mMoTopeH nnaH AOMUHMpaaT CTEepPeoTUNHU ABMXKEHa Of TUMOT Ha
,POKUHIOT", LUITO € U3paseH BO BW/ Ha HULLKar-a Ha TeNoTo WKW rnaearta.

[Mpy HEBPOOLIKMOT npersieg ce KOHcTaTupa criacTM4yHa JIOKOMOTOPHa
atakcuja. OcnabeHa My e rpybara MOTOpHa cuna Ha CUTE YEeTUPU EKCTPEMUTETH,
a KpynHaTa v pMHa MOTopuKa ce He4OBONHO AndbepeHumpaHn 3a Bo3pacTa.

FOBOPOT My € CMpOMalLEH, HeypeaHO apTUKYNUpaH 1 Hepasoupnue.

Of nnyHaTta aHamHesa ce gobuBa NoJaToK Aeka AeTeTo e MPBOPOAEHO
Of, BKYNHO [Be Aela BO CeMejcTBOTO. bpemeHocTa n pafarbeTo MuHane ypegHo.
JoeHo e 9 meceun. HaBogHo of 6 meceuw pasBuio roBop M rv ynotpebysano
36opoBuTe ,mama”, ,Tara’, ,6aba’, UM ce CMeesfio Ha CBOUTE OIMCKN, KaKo 3HaK
Ha npenosHaBame 1 pagocT WTO ce HaofaaT BO HMBHAaTa 651mM3uHa.

Mpooanno Ha 11 mMeceun, a NO OBOj MEpPUOA, Kako LWITO KaxkyBaaT
poauTenuTe, roBOpOT Kaj AETEeTO He camo LWTO He Hanpepysan, TYKy W ce
BJIOLUMIT: ,KAKO Aa 3acTaHa cé BO Hero”.

Og 3 roguwHa BO3pacT AeTEeTO MoYHamno ga gobusa HacTanu Ha rpyeBu
WTO 6Mne npuapy>XeHun co rybere Ha cBecTa. 3a BpeMe Ha HanaguTte, nornenoT
ro BpTENO Ha egHaTa cTpaHa, a noToa Ao6mBasno rpdeBn BO AecHaTa paka u Hora,
JecHaTta cTpaHa Ha MYCKyfuTe Ha NUUETO M YCHWUTE, My Teyene nuru un rybeno
cBecT. buno 6e3 cBecT pasnUYHO BpPEMEe Of HEKOSIKYy CEeKyHAW OO0 HEKONKy
MUHYTK (04 2 A0 5 MMHYTK), a NOTOA Ce Bpakaso BO CBECT U AenyBarno 36yHeTO 1
yMOpHO. Buno nekyBaHo e Ha negujaTpucka KMHMKA MNOBEKE TOA4MHWU CO
aHTuenunenTuyHa Tepanuja. TaMmy Bp3 OCHOBa Ha enekTpoeHueganorpadckutTe
HaoAu (NpucyTeH wwuneu—6paH KOMMMEKC CO TeHAeHuuja 3a buxemucBepanHu
MYATUMHU TY6EepO3HM KanumumKaumoHn NPOMEHN BO Pa3HU permm Ha MO3OKOT U
BO KOMOPHMOT cucTem), buna noctaBeHa gujarHosa: napokcuamarsHa yepebpasHa
An3putmuja, Ty6eposHa CKepo3a-MynTunHn LepebpariHu Kkanymgpukaymu.

He 6ea fobueHn nogatoun 3a NPUCYCTBO Ha TaKBU UMW CIMYHU Cry4au
Kaj 6rIMCK1UTe UNK NnoJane4YyHnTe YneHoBM BO CEMejCTBOTO.
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Avckycuja

Nako noBp3aHocTa mefy ayTM3MOT U Tybepo3HaTta ckreposa 1 noHaTtamy
OCTaHyBa OTBOPEH Npo6sieM, HME BP3 OCHOBA Ha LENOKYMHOTO OAHECYBaHe LWTO
ro nokaxysalwe [AeTeTo M pesyntatute Kou 6ea [OOMEHU Ha PagUOOLKOTO
ucnuTyBarwe, CMeTame [eKa HuMBHaTa 3aefHuyKa MpPUCYTHOCT € o4urnegHa.
BaTtepujaTa Ha NCUXONOWKN MCNUTYBaHa, UCMOMHYBaHETO Ha AMjarHOCTUYKUTE
KpuTepuymn 3a ayTusmoT WTo 6ea gageHn so DSM-IV n ICD-10 cuctemmnte, Kako
n TS—-npawanHMKoT 3a ayTusam, ylTe noBeke 36opyBaaTt BO NMPUSIOr Ha HawwuTe
TBpAeHa BO O4HOC Ha 0BOj Npobnem. Cnopes HaWeTo MUCMEHEe MHOMY Norosiem
npobnem, WTo Tpeba Aa ce HaagMUHe NNu Koj 6u Tpebano 6apem aa ce ageduHUpa,
€ TelwkKoTujaTa Ha Koja KNnMHM4YapuTe MoXe da HaugaT BO NMOYeTOKOoT, Kora Tpeba
[a ro npenosHaaTt ayTUCTUYHOTO OAHecyBaHe Kaj AeTeTo.

MosHaTo e pgeka peuata CO MeHTanHa peTapgauvja 4ecTto natu
nokaxxyBaaT cMmasieHa couyujaniHa agantabuiiHoCT, jasnydeH aeuunuT n cTepeo-
TUMNHKW ofHecyBar-a. PelleHneTo Ha OBOj npobnem Tpeba ga ro nobapame BO
NPUCYCTBOTO Ha cneundU4HO U3MEHETUNOT KBA/IMTET BO AeUUNTAPHOCTMTE LUITO
Ce CrnoMeHyBaaT Kako OUWjarHOCTUYKU KpuUTepuymMuM 3a ayTU3MOT, Kako M BO
notpebaTa 3a 4O6PO NO3HaBaHe Ha 0AAENHU (PYHKUMU U HUBHMOT AeduumnT, Ha
CeKoe HMBO Ha IQ Kaj ayTUCTUYHNTE U HeayTUCTUYHNTE, MEHTAsTHO peTapavpaHmi
Aeua, ocobeHo OHVE Of rpynaTta co Tellka MeHTanHa petapgaumja. 3atoa crnopes
Halwe Mucrnere e noTpebHO Aa ce cyrepupa BO MOYETOKOT Aa Ce KOPUCTMU
TepMyHosormjaTa: MeHTanHa petapgaumja co NPOMEHU BO OAHECYBaHETO LITO €
CIIMYHO Ha ,cocTojba Ha ayTusam”.

HawwoT cnyyaj ykaxyBa [feka e MOXHO 34pyXeHO jaByBawe Ha
MeHTanHata peTtapgauuvja, enunencujata U ayTusmoT, KakO MOXEeH Tpujac Ha
CYMNTOMW KOj MpeTcTaByBa M3pas3 Ha pPasfvyHO KIMHUYKO MaHudecTupare Ha
efHa 3aefHuYKa, eQUHCTBEHa MO304Ha AuncdyHkuvja. BakeBaTa gucdyHKUMO-
HanHOCT Moparna fga ce jaBM MHOry paHo (MoXxebu ylwTe BO nNpeHaTasHUoT
nepmog—kKora ce Bpwn KneToyHa gndepeHumjaumja, nponudepauymja n murpaumja)
UnM BO PaHWOT nocTHaTaneH nepwoA, WTO npeTcTaByBa nepuog kora LIHC
nokKaxkyBa HajUHTEH3uBeH pas3Boj. Kaj HawuoT cny4aj MoXxe camo Ada
npeTrnocTaByBame [eKa e MNPUCyTHa reHeTcka YCNOBEHOCT Ha KOMMIEKCOT Ha
Tyb6epo3Ha CKepo3sa, Koja MHaKy ce OANKyBa CO aBTOCOMHO AOMWHAHTEH HauunH
Ha TpaHCMUCHja CO BMCOKA MNeHeTpaburiHocT. CMYHO Kako Kaj HeBpodhmbpo-—
mMaTos3arTa MMa BUcoka cTtanka Ha mytaumum. Okony 50% opf nauvMeHTuTe mmaar
HoBM MyTauum (de novo). l'eHoT 3a TC ce noBp3yBa cO XpomMo3oMOT 9934 Kaj
Hekou hamunuun, a Kaj apyrn e nouvpad Bo 11g22-g23 perujata (Seashore u
Wappner, 1996). lNojaBaTa Ha cnopaguyHu criydanm Ha TybeposHa CKIeposa,
nopaav Np1MCcycTBOTO HAa FofiIeM CTEMEH Ha CNOHTaHuTe MyTauum Ha reHoT 3a TC,
npeTcTaByBa YecTa nojasa (Green et al., 1994).

MpomeHuTe Ha KTM WTO rM cpekaBame BO HalIMOT Crly4aj CUrypHO ce
nojaBmne MHOry paHo, Kako AernoHupare Ha Kanuuym Bp3 NpUMapHuTe fesvmu Ha
MO30KOT, Of, KOW MOAOLHa Ke pe3ynTtupaar enunentuyHuTe Hanagu n petapaa-—
uunjarta.
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3akny4ok

+  Hus HawwvoT cny4aj of nMpakTMkata cakamMe fga YyKaxeme Jeka
buxejsnopanHuTe npobnemmn Kaj TybeposHaTa CKreposa LWTO ce 04 pefoT Ha
[eTeTo Cco ayTusam npeTcTaByBaaT 4ecTa nojasa.

+  HenpenosHaBakeTo Ha ayTUCTUYHOTO PacTpPoOjCTBO Kaj AeTeTo Koe
MaHudecTupa MeHTanHa petapgauvja WwWTo € BO CKNOoMOT Ha TybeposHaTta
CKneposa MOXe fJa npugoHece 6naroBpemMeHO ga He 6uaaTt npesemeHu
afileKBaTHM efyKaTUBHO-OUXEjBMOPANHA M OMWTO peefyKaTUBHU MOCTankw.
Co Toa 3aegHuyKaTa nporpama Ha akTMBHOCTM 61 6una npunarogysaHa Ha
MeHTanHaTa peTapgauuwja, a 6um wumana HecooABEeTHO BvjaHWe Bp3
ayTUCTMYHOTO OJHEecyBare U BO Hajronema mMepa 6u octaHane 6e3 3Ha4aeH
eqoeKT.

- Kaj cekoe geTe Kaj Koe Ke ce KoHcTaTupa Tybepo3Ha cKeposa, NoTpebHo e
[a My ce MocBeTU NOrosieMoO BHUMaHMe Ha ayTUCTUYHOTO OfHECYBaHe, Kako
6U MOXEeNo LWTO MOopaHO fJda A[ajeMe ajekBaTHa nNoMow, 3a ga ce
MUHMMU3NPA ayTUCTUHHOTO OAHEcyBare BP3 OMWTUOT pasBoj HA AeTeTo, a
Ha HeroBuMTe pPOAUTENM W Ha CEMejCTBOTO BO LENOCT Aa WM pajeme
noagpLluiKa 3a nosieCHo HagMnHyBare Ha oYeKyBaHuTe npobnemu. MosHaTto e
JeKa MajknTe Ha geuata kou 6oneaysaaT of, Ty6epo3Ha CKeposa, NoTeLwKo
ro nogHecysBaaT ayTMCTMYHOTO OOHECyBawe Ha [AeTeTo, OTKOJKY
MeHTanHaTta petapgauuja u enunenTudHMTe Hanazgu.

KnyyHn 360poBu: Ty6epo3Ha CKeposa, aytm3am, enuencuja, MeHTanHa
pertapaauumja
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AUTISM AND TUBEROUS SCLEROSIS

Autism is a frequent manifestation of tuberous sclerosis being reported in
up to 60% of the patients. Tuberous sclerosis is developmental disorder of
neurogenesis and neuronal migration. Symptoms of CNS involvement are
prominent. Brain abnormalities underlying this neurological and behavioral
phenotype include areas of focal cortical dysplasia, subependymal nodules, and
cortical and subcortical tubers. The authors show case of tuberous sclerosis in 4
and half age girl where next symptoms dominate: epilepsy in early childhood,
severe mental retardation and autistic behavior. The diagnostic of the problem is
made with clinical-psychological examination (EEG and CT). The authors suggest
that early diagnosis of autistic behavior in tuberous sclerosis is very important for
making in time adequate programme for educative-behavioral and general
reeducative activities and for consultation the parents.



