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Bnagumnp TPAJKOBCKWU Y[AK: 616-056.7

RETT-OB CMHAPOM

KpaLu Ka CoAp>XuHa

Rett-0BMOT CMHAPOM e cnopajguyHOo HapylyBake (OCBEH
HEeKO/KY hamunnjapHu cnyyam) Koe ce jaBysa o 1 Ha 10.000 do 1
Ha 23.000 geBojuntba Bo cBeTOT. Bo 1999 MNoguHa, myTauumTe
HaMeTun-CpG Bp3yBauyknoT npoTenH 2 Neh (MECP2) 6une naex-
TUMUKYBAHN KaKO npumapHa npuymHa 3a Rett-0BMOT CUHAPOM.
MaTodusnonolrnjaTa Ha CUMHLPOMOT YKa>kyBa [eKa NnocTou
paHa xunoyHkyunja Ha aMmuHeplr NYHUT € HEBPOHU, KOja WTO WH-
Tepdepupa co pa3BojoT Ha NOBUCOKWTE HEBPOHCKW CUCTEMMU.

MoBeKkeTO fAeBojuMka co Rett-0BWOT CUHAPOM Ce pasBu-
BaaT HOPMAanHo npef nojasaTa Ha TUNUYHUT e cumnTOoMU. OBa
€ eJHCTBEHO HEBPOPa3BOjHO HapylwyBake CO MNojaBa Ha XWMo-
TOHMja, ayTUCTUYHA TeHAeHunja nabHOpManHOCTH BO PUHUT e
[BU>Kerha Ha NpcTuTe u FpybuTe ABU>KEHA HapaleTe BO PaHnoT
fpoeHedkun nepnof. KAMHUUYKUT e 3HaUM BKAydyyBaaT cneunduyHu
CMMNTOMM WTO 3aBucaT of Bo3pacTa. OBOj CUHAPOM e acounpaH
CO AnaboK MeHTLNEH UMOTOPEeH XxeHauKen. HesponaTonorujaTa
Ha Rett-0oBMOT CWMHAPOM BK/Ay4YyBa WHAWBUAYANHU HEBPOHMU,
BEpPOjaTHO CeNeKkTLIPaHN HEBPOHM, CO HaManeHa fonemuHa n Hama-
NEeHO AeHApUTNYHO paslpaHyBarwe. KnMHuukaTa gujarHosa bapa
CTPUKTHa animkaumnja Ha KOHCeH3yC KpUTepuyMuTe 3a Knacuuy-
HUOT ¥ BapujaHTNTE Ha Rett-0BUOT CUHLPOM.

Rett-0BMOT CUMHAPOM ne ce neKysa BO AeHelwHo Bpeme. l1o-
TpebeH e KOHTUHYMPAH M KOMMNAEKCeH TpeTMaH co uen fa ce
3a4p>KM M NPOLOMKMW NOABUXKHOCTA M KOMYHUKaLmMjaTa u ga ce
MUHUMU3UPpAAT enuNenTUYHUTeE, HYTPUTUBHUTE, OpTONes-
CKUTE N ApYyrnTe KOMNANKaLuu.

KnyyHun 360poBu: RETT-OB CUHAPOM, MYTALIMJA, MECP2 IEH,
HEBPOPA3BOJHO HAPYLUYBAHE.

BOBE/,

Rett-oBMoT cnHapom (RS) e NpPOrpecMBHO HEBPOJIOLLKO Pa3BOjHO
HapyLlyBaHe BO TEKOT Ha KOe LUTO HacTaHyBa TeLIKO OLTeTyBake Ha
KOFHUTUBHUTE, KOMYHUKATUBHUTE, MOTOPHUTE U BEreTaTUBHUTE (DYHK-
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LMK, a BO NOHATAMOLWHMNOT TEK U HapyllyBake Ha KOCKEHO-3rN06HNOT
CMCTEM LITO fOBeAYyBa A0 TEXOK MHBaNUAuTeT. [1pB MaT e onuwaH 04
aBCTPUCKNOT NnegunjaTpuckm Heeponor Andreas Rett Bo 1966 roguHa. Peun-
CU cuUTe nuua co RS ce of XeHCKW Non 1 TOj e yecTa NpUYMHa 3a HeB-
ponowka gncyHkumuja Kaj xxeHute. MFeHoOT 3a Rett-0BMOT CMHAPOM Me-
TMn-CpG Bp3yBavyknoT npoTenH-2 (MECP2) e ngeHTUduKyBaH o 1999
roguHa.

MayneHTnTE co PC MHMUMjanHO MMaaT HOpMaaeH pasBoj, No WTo
cnefu nepuof Ha ctarHauuja v perpecuja Bo pa3BojoT nipaseHa Bo 006-
nacta Ha KOMyHuKauumjata v couujanHata afgantauyuja. PerpecusHara
thasa kaj nHgmeuayute co PC moxe fa ce cayym akyTHO 3a MEpPUOS 04
HEKONKY feHa [0 HEKONKY Meceuun. Perpecujata ce Kapaktepusupa co
rybere Ha LeNMCXOLHUTE aKTUBHOCTM Ha paueTe, ryberwe Ha ropopor,
pa3Boj Ha CTEPEOTUNMHM aKTUBHOCTWU CO paleTe u gucnpakcuja. Apyru
npob6nemu ce: anHen 3a Bpeme Ha bygHa cocTojb6a M HOPMaNHO AWLLEHE
3a BpeMe Ha COH, enuerncuja, opasHa MOTOpHa AUCHYHKLUM]ja co Npoob-
NeMy Ha LPEBHUOT MOTUANTET, CKOMNO3a, aBTOHOMHAa AUCHYHKUM]a W
3abaBeH comaTcku pacT. [1o perpecuBHUOT nepuof, nuuata co PC He
nokKaxysaaT NMOHaTaMOLWHO KOTHUTUBHO Nnponafawe, cTaHyBaaT noak-
TUBHMW CO HUBHATA OKOJ/IMHA M AYPU MOXKAT Aa NoKaxaT HeEKOU nojobpy-
Batba BO KOMYHUKaTUBHWUTE BEWTUHW. Te MUHYBaaT HU3 Ny6epTeTOoT 1
npexwneysaaT A0 afAyNTHUOT Nepuos.

LlenTa Ha TPyLOT € PeBUCKM fa ja NpuKaxe eTmonatoreHesara,
KAWHUYKaTa CNuKa, AujarHocTtumkara, gudgepeHumnjanHaTa gujarHosa,
TPeTMaHOT U NporHo3aTa Ha Rett-0BMOT CUHAPOM.

NMCTOPNIAT

Bengt Hagberg, HeBponegnjatap of Mete6opr eBanyupan XeHCKM
Cy6jeKTU CO KNMHUYKK 3HaumM Ha Rett-0B cuHApom Bo 60-TUTe FrOguUHM 0f
MMUHaTMOT BeK BO LLBeacka. MpB ny6nuympaH m3sew taj Kaj 31 gesojue
Jan aBCTPUCKMOT HeBponeaunjatap Andreas Rett Bo 1966 rognHa, Ho 6u-
Jejkn 6un o6jaBeH Ha repMaHCcKyM MUHan HeszabeneXxaHo BO CTPYYHUTE
KpYyrosu. Segawa v cop. of JanoHuja ny6nuuupane n3pewTaj 3a 3 4eB0j-
UMK A CO C/IMYHO HapylwyBawe. HUTY 0BOj M3BeLTaj HE MPUBIEKO BHU-
MaHue.

Mako, Rett n Hagberg rn eBanyunpane XXeHCKUTe NaymeHTn pevyncu
CUMYNTaHO, TUe He OCTBapuie AUPEKTEH KOHTaKT U He MOXene fa ru
cnogenart ceouTe uckyctea gypu 20 roguHun. Mo gse cnydyajHu cpeabu Bo
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KaHaga, Hagberg copa6oTtysan co Karin Dias n Ovidio Ramos og Mop-
Tyranuja n Jean Ecardi og dpaHupnja v 3aegH0 co HMB 06jaBus 35 XKEHCKN
cybjekTun Bo cnmncaHmeto Annals of Neurology Bo 1983 roguHa. Bo 1984
roguHa e copmmpaHo MefyHapogHo 34py>XeHue 3a Rett-oB cvMHApOM
(MPCA), Koe 1 cobpano poauTennTe 1 BPBHUTE CTPy4dHbaun. Hagberg
B0 1985 rogvHa rv geuHuMpan AujarHOCTUYKUTE KPUTepUyMn 3a oBa
HapyLlyBaH€.

EMMOEMAOMIONAIA

EnngemunonolwikunTte ctyamm Bo CA/L HaoraaT MHUMAEHLM]ja NPNG-
NKHO 1 Ha 23.000 nyre. PasnnuHn nHupaeHumn Ha PC 6une onvwaHu
BO pa3/IMyHK 3eMju. Busie onuwaHn BUCOKWU CTanku, Kako Ha npumep 1
Ha 10.000 >xnBOpoAeHW XeHCKN feua. EgHa cTyamnja Bo JanoHuja Haora
nHumgeHumja 1 Ha 45.000 geBojumHba Ha Bo3pacT of 6-14 rognHu. Mopgou-
HEXHUTe NCTPaXyBaHa Kou BKITyUWsie U BapujaHTU Ha CUHAPOMOT MoKa-
)KyBaart rnorosiema 3a4ecTeHoCT. Rett-BMOT CMHAPOM € HajuecTa npuynHa
3a 1aboKa MeHTaNHa peTapjaumja Kaj XXeHUTe, NPUBAMKHO YecT WK
noyect of Down-0BMOT CMHAPOM, a 2-3 NaTy NOYECT 0f, PeHUNKETOHYPK-
jata. MNMoBeKeTo nauneHTKM co PC npexuByBaar [0 5-TaTta win 6-Tata
[eKafa ofy )XMBOTOT, YECTO CO TEXOK MHBaNMauTeT. CTankara Ha npexu-
ByBatbe Kaj 35 roguiuHu nsHecysa 70%. CMpTTa MOXe fa HacTanu ofHe-
HafeX, Wiv 4ecTo e Nocseanua Ha nHeBMoHKja. PU3nK hakTopu ce: enu-
NeNTUYHW Hanagn, rybere Ha MOGUNIHOCTA M TELLKOTUM BO FO/ITakeTo.
Rett-0BMOT CMHAPOM € OMUuLLIaH Kaj CuTe pacu 1 Kyntypu. Peuncn cute
nauyeHTn ce >XeHWU. bugejkn 3abonysareTo e X-Bp3aHO LOMUHAHTHO,
ce cMeTa feKa MallkuTe niogosun co PC ymupaaT ywTe BO MaTKaTa Ha
Majkata. Ho, cenak mma HeKONKY M3BeLITan 3a Maxu co Mytaumja Ha
MECP2 1 PC-cnuyHu cumntomn. PC cTaHyBa KNMHUYKWN €BUAEHTEH Ha
BO3pacT 04 2-4 rofMHW, HO 3anupareTo Ha HOPMaSIHMOT pPa3Boj Ha
HePBHMOT CUCTEM BepojaTHO Ce C/lydyBa Kaj AeliaTa Ha Bo3pacT of 6-18
Meceuu.

MATO®P3NOSOT IA

Rett-0BMOT CMHAPOM € TeHETCKO HapyLLyBare LLTO Ce KapaKTepu-
31pa co HeBpOpa3BoeH 3acToj. MeHOT 3a Rett-0BMOT CMHAPOM € noumpaH
Ha X XpomMo30MOT. XXeHUTe co efeH mytupaH MECP2 reH moxat fa
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npexwusear, 6uejkn cekoraw mMmaart Mo efeH akTUBeH X XpOMO30M BO
cekoja kneTka. CuMNTOMUTE U TexxnHaTta Ha PC moxart fa 3aBucart of
NPOLEHTOT Ha aKTUBUPAHU MYTUPAHWN TEHW U Of BUAOT Ha MyTauujaTa.
HajaeHun ce noBeke BUAOBU MYNTUMHU MyTauum Bo 3 KOAMPAUYKK perum
Ha MECP2 reHOoT WO Npean3BMKyBaaT co3faBawe Ha 6ecMUCieHn npo-
TeMHn. MyTaumuTte 6une HajaeHu Kaj noeseke of 80% of aHanusnpaHuTe
cnyyam co knacuyeH PC.

Rett-oBMOT CUHAPOM € MPBO OTKPMEHO 3ab0nyBake Kaj YOBEKOT
WTO e NPeAN3BUKAHO Of fe(eKT Ha MPOTEUH LWTO ja peryampa reHckara
eKcrnpecuja npeky nHTepakymnja co metmnmpaHata AHA. Mopagmn Toa,
kKaj PC ce cpekaBa HeHOpMasHa XpOMaTMHCKa CTPYKTypa, CO WUPOKO
paHrupaHu e ekTy Bp3 ekcnpecujata Ha reHute. HopmanHuot MECP2
reH KoAmpa npoTenH UCTO Taka HapedyeH MECP2, Koj ce Bp3yBa 3a MeTu-
nupaHata A HA Bo BpcKa co Kopenpecop. OBa npeAn3BnKyBa akTuBaLmja
Ha eH3MMOT XUCTOH AeaueTtunasa. MyTtayunte Ha MECP2 reHoT gose-
pyBaaT o rybewe Ha pyHKuMjaTa Ha OBOj NPOTEUH U HeperynupaHa
eKCrnpecnja Ha reHnTe, 04 KO HEKOW Ce KpyLMjasiHy 3a Pa3BOjoT Ha HEPB-
HUOT CUCTEM.

KIIMHNYKACINKA

Ha Bo3pacT of 6-18 meceln, HajuecTo oKony 1 rofiuHa HacTaHyBa
cTarHaumja Bo pa3BojoT, HajMHOry nm3paseHa BO MOTOPHUTE PYHKLUN.
OBaa (ha3a 4eCcTo MMHYBa He3abenexxaHo. HeKONKY Heflenin nnm meceum
ce jaByBaaT 3HauW Ha perpecuja: feBOjYeTo rm rybm ctekHatute cno-
CO6GHOCTM, Mpej Cé KOMYHUKaumjata u coumjanHuTe nHTepakumn. bpojor
Ha Hay4yeHu 360pOBK Ce HamanyBa, He ce 0431Ba Ha NOBUK, ro ry6u nHTe-
pecoT 3a cpefuHata v rybm nHTepec 3a urpa. KoHTakT co nornegor e
pefokK M KpaToK. [leBojyeTo e 3aTBOPEHO BO CBOJjOT CBET M HEj3SUHOTO
O/lHECyBawe He ce pa3fIMKyBa of ayTUCTUYHOTO. Bo oBaa (pa3a yecTtu ce
eMOLMOHaNHNTE HapylwyBawa: HeHaflejHU U 6eCNPUYMHCKN Hamagn Ha
JONTOTPAjHO Mnadvere, BPULITEHE UAN CMeerwe. HapyweH e putamoT
Ha cnueme.

Bo noyeTOKOT HeBMe4yaT/IMBO U PETKO, HO CO BPEMETO YecTOo U
nMon3pa3eHo ce jaByBaaT CTepPeOTUMHU [BUXKewa CO paLeTe BO BU[ Ha
rMedyere Ha ANaHKUTe, CTaBawe Ha MPCTM BO yCTa WM 3anfneTKyBakbe
CO NPCTUTE, WITO Habpry UM cTaHyBa JOMWHAHTHA HEBO/eBa aKTUBHOCT.
dyHKuMjaTa (pakar e cTaHyBa cé nonowa. [leBojuyeto rn haka npegme-
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TUTe CO Uena A/laHKa, KpaTKo 'y 3afpXKysa M rv ucnywita uim gpna v
CeTo 0Ba 0fuv A0 MOTMOJIH MPEKUH HA KOPUCTeHEe Ha pakara 3a Lenuc-
XO[HN aKTMBHOCTU. AKO 3a04M [AeBOjYETO MMa aTakcuyeH of. Bo oBaa
(ha3za nma 3abenieXxnTesieH CTpas M OTNOP KOH NPOMEHM Ha nosioxbaTa
Ha Tes10TO, 0CO6EHO KOH MpPeHecyBake Ha TEXMLLITETO KOH Hanpes, LWTo
noce6bHO ro 3arpo3yBa OAeHETO.

HapyLlyBare Ha pUTaMoT Ha AULLIEHETO MOXKe fa buae NpuUcyTHO
0f, NOYeTOK UM Aa Ce jaBu NnogoLHa. HajzabenexkxnteniHn ce X1nepBeHTU-
nauuja, Kpusm Ha anHea v (YOpCnpaHo U3guLLyBaHe Ha BO3LyX0T. HecTu
3HaUW ce ronTare Ha BO3AyX, XunepcasimBaumja, Ho He ce U 06BP3HMN.
CwuTe oBMe heHOMEHW ce M3paseHn caMo BO byaHa cocTojba. 3a Bpeme
Ha CrveHe AMLLEeHETO € MUPHO Y PUTMUYHO 1 CUTE SPYTn 3HALN Ce ry6art.
AruntmpaHocTa, CTEPEOTUNUUTE N XUMepBeHTUNaUMjaTa Bo byaHa coc-
Tojba AaBaaT BMevyaToOK Ha BO3HEMMPEHOCT u B0o3byga. [lesojuntbara
jacHO nokKaxkyBaaT 13pasu Ha 3al0BOJICTBO M HE3a40BO/ICTBO. PeakummTe
Ha 60/1Ka Ce 04J/10)KEHN U HAMaJTeHW.

MoyeTHaTa XMMNOTOHMja Ha MYCKY/INTE Koja e nonspaseHa Ha f0/1-
HUTEe eKCTPEMUTETN, NMOCTENEHO NPeMUHYBA BO AUCTOHMja WX XUMNOTO-
HWja, LUTO JoBeyBa [0 HeNPaBW/IHOCT BO MoJioX6aTa Ha CKOUHUTE 3r/10-
60BW, APXXEHETO Ha TeNI0TO U MPOrpecuBHa HeBporeHa ckonvosa. Ha-
pylleHaTa cumnaTuyKa MHepBaumja ce uspasyBa MNpeKy MPOMeHU Ha
nepugepHaTa LUMpKynauyja n TpopuUUKM NpoMeHn Ha eKCTPEMUTETUTE,
anpeTexxHo Ha gonHuTe. CTananara um ce Manw, NagHn U iBnaHu. Muk-
pouedanycoT e o4 yMepeH cTereH. TenecHNOT pacT e 3abaBeH, LWITO ce
rnefa BO JOLHOTO AeTCTBO W afosecueHumjata. VMimaat pefykumja Ha
MaCHOTO M MYCKY/IHOTO TKMBO, a Mak TesiecHaTa TeXuHa 1 TesiecHaTa
BMCMHa OTCTanyBaart 3a rnoseke of 2 C/[l BO 04HOC Ha Bo3pacTa.

PeTapfauujaTta BO pacToT He ce cMeTa Kako nocsiefumua Ha
HeaJleKBaTHO M HeJOBO/IHO BHECYBaHe Ha XpaHa. EnunentuyHn Kpusn
ce nNpucyTHU Kaj 70-80%. Cnopa eBonyumja Ha 60necTa cenak nocTou.
M0 HEKONKY FOAVHU UMW [eLeHUN MOTOPHUTE U KOCKEHO-3rno6HuTe
HapyLlyBaHa ce Npof/1aboyeHu, Taka LUTO OBME /iMLa CTaHyBaaT Henoj-
BVXKHW U MOpaaT fa KopucTaT Ko/imyKa. Bo 0Boj cTagnym ce HamaslyBaat
CTEPEOTUNMUTE CO paLeTe, XMnepBeHTUNauujaTa e nocsabo nspaseHa,
enuaenTUYHNTE Hanagm ce NOPeTKU UM NOTMNOHO ' CHemyBa. Bo3pac-
HO n1Le co Rett-0B CMHAPOM e HeMnmoABMXHO, Te/IECHO HEA0BOJ/THO pasBue-
HO, CO n3paseHn fehopMUTETN Ha LPOETHMOT CTONG N HA JONTHUTE eKC-
TPEMUTETU U A/1a60K0 MEHTa/IHO peTapanpaHo.
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Cragnymu Ha pasBoj Ha Rett-0BMOT CMHAPOM

[eBojye co Rett-0B CMHAPOM NOYHYBa fa ce pa3BuBa HOPMasIHO.
Toa ce cmee, ce BMXM 1 cobmpa npeameTn co npctuTte. Ho, Ha Bo3pacT
of 18 meceuu, pa3BojHMOT npoLec 3anupa. Mlako Bo3pacTa 1 TexxuHara
Ha CUMMTOMUTE MOXE [a Bapupaar Ce pasiMKyBaaT YeTupu cTagnymu
BO Pa3BOjOT Ha HapyLlyBaHeTO. Toa ce CnefHUTe CTaguyMu:

| ctaguym: PaHa cTarHauumja Bo pasBojoT - BO3pacT: of 6 fo 18
Meceuun. BpemeTpaene: of HEKO/IKY Hefesin [0 HEKONIKY Meceun. OBOj
CTagnyM ro KapakrepusmpaaTt CUMMTOMUTE:

* HamaseH KOHTaKT CO 04/ CO poauTenuTe,

e HamasneH nHTepec 3a urpavyku 1 BOOMLUTO 3a Urpakse,
¢ CTuCKare Ha pauerTe,

* HamarsneH pacT Ha rnaeaTa,

e TwuBKO 1 MUpHO 6ebe.l

Il ctaguym: Harna perpecuja Bo pa3BojoT - Bo3pacT: og 1 rogmHa
[0 4 rogvHu. BpemeTpaere: off HEKOMKY Heflesiv 40 HeKOSIKYy Meceuu.
CvmMnTOMUTE BK/y4yBaaT:

* Mana rnasa,

e MeHTanHa petapgaumja,

* [ybere Ha MyCKY/NTHNOT TOHYC,

* HeMOXHOCT 3a LenmcxogHa yrnoTpeba Ha paLeTe,

» [ybere Ha NPeTXoAHO CTEKHATAaTa CNoCOOHOCT 3a 360pyBatse,
» [loBTOpyBayKM ABMXEHA Ha paLeTe KOH ycTaTa,

* [pyru ABv>Kersa Co paLieTe KO 3anvMpaar 3a BPeMe Ha Criverbe,

» 3anupare Ha JULLEHETO, NMPEKMHM BO AWLLEHETO, 3a6p3aHO
IVLLEHbeE,

» HenpaBuiHW 3anvparba Ha AWLLIEHETO 3a BPEME Ha CrMeHbE,

e LUKpunene co 3abuTe,
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CMeerbe UM BPUCKaHsE,
HamaneHu coumjasiHi NHTepaKuum,
MNputabuniHmoct,

Mpo6nemu co CrneHeTo,

Tpemop,

JlagHun cTanana,

Mpo61eMU CO 1a3eHETO UMM OAEHETO.

Il ctagnym: MNnato ctagMym - BO3pacT: MpeayynInuLLIHKU N yun-
JILLIHW TogvHN. BpemeTpaere: HEKONKY FOANHN 00 HEKOJIKY [eLeHNN.
CuMnTOMUTE BK/TyYyBaaT:

TewwKOoTMN CO KOHTPO/IMPaHe Ha [iBUXKeHaTa,
EnnnentnyHm Hanagy,
HamaneHa nputabunHoCcT v nnadekrse,

KomyHuKaumjata Moxe fa ce nogobpu.V

IV cTtagnym: [loLHO MOTOPHO nponarake - BO3pacT: CO 3aBpLUy-
BaHe Ha TPeTUOT CTagnym, MOXKe 6110 Kora of 5-tata o 25-TaTta roguHa.
BpemeTpaere: feteHnn. CUMTOMnUTE Ce:

HamasnieHa BO3MOXKHOCT 3a 0feHbe,

MyCKynHa cnabocT unm ryberse Ha MyCKy/iHa maca,
BKouaHyBare Ha MyCKynuTe,

CnacTUYHN ABMKEHbA,

Ckosnosa,

I'Ipo6neM|/|Te CO ANLLEHETO N HanagnTe 4ecTo Ce HamMmaslyBaaTt
CO BO3pacTa,

Myb6epTeTOT 06MYHO 3anOYHYyBa BO 0UEKYBAHOTO BpPEME.
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OVjarHoCTUYKM KpUTEPUYMU 3a Rett-0BUOT CUHAPOM Ce HaBEAEHM

Bo Tabena 1.

Tabena 1. njarHoCTUUYKM KpuTepuymu 3a Reti-oB cuHpom

HeonxogHwn kputepny&su

OyeBUAHO HOpMasieH
npeHaTtaneHun nepunartaneH
nepuoj

OyeBUAHO HOpMaAsIEH
NCUXOMOTOPEH pa3Boj BO MpBUTE
5-6 meceumn o XUBOTOT

HopyaneH o6em Ha rnasata Ha
pafaweTo

YcnopeH nopacT Ha rnasata
Mefy 3-0T mecey n 3-Tata
roguHa

F'y6ewe Ha cTekHaTuTe
CNOCOBHOCTN BKAYYYyBajKu
uenucxopHa ynotpeba Ha
paueTe, ynoTpe6a Ha 360poBu ”
KOMYHWKaTUBHMW CMOCOGUOCTU

HacTtaHyBate Ha nspaseHa
MeHTanHa pertapgauuja

CyKuecuBeH pa3Boj Ha
WHTEH3UBHW CTEPEOTUNUUN CO
paueTe: ABMXKEH A CO TMeYetbe
Unu uegete, nepewe, Tpnawe,
MunyBakbe, cTaBatk e Ha paue Bo
ycTa, Aonupare Ha ja3nkoTr

HapylwyBamwe Ha ApXeweTo Ka
TeNoTo Kaj NoABUXHUTE
fAeBojuntba: nonoxbeHa
anpakcuja/gucnpakcuja n
aTakcuja Ha Tenoto/TenecHa
avcnpakcuja

MpoBn3opHa AnjarHosa Ao 2-Ta
unu 5-tata roguMHa of XMBOTOT

Mo?naraykn kpuTepuyw

HapywyBsana Ha
AVeeTo, BKAyYyBajku
nepuognyYHuN anHen BO
6yaHa cocTtojba, xunep-
BeHTUNaumnja, Kpu3n Ha
cTonupare va gullewheTo un
cdhopcupaHo nsgniyBame
Ha BO3JyXO0T U ncpnatwe
Ha nnayHka

[ncTeH3nja Ha abgomeHoT
CO ronTakwe Ha BO3AyX

EEI abHopmManHocTu:

KOHTUHYMPaHO nnn
WHTEPMUTEHTHO
ycnopyBsake Ha OCHOBHaTta
aKTMBHOCT BO GyAHa
cocToj6a (3-5 Hz) n
ennnenTupopmHmn
npasHewa co unun 6es
3abenexuTeHu
enunenTUYHN Kpusu

Enunencuja co pasnnyHu
0611MuUKn Ha Hanagmn

3HaumM Ha cnacTuTuuuTeT,
HamanyBakwe Ha MyCKynHa
Maca u/wnmn gucToHuja

MepudepHn Ba3OMOTOPHYU
HapywyBamwa

Ckonmo3sa off HEBPOreH Tun

Manu, XunoTpopuuHu
NsfAHM cTanana

3abasyBate Ha TenecHuoT
pact

NcknydyBauku kputepuyL

OpraHomeranuja unu gpyru
3Haumu 3a 6onectun Ha
Tanoxewe

PeTuHonaTuja nau onTuyka
aTtpoduja

Mukpouedanyc npu pafarwe

MocToewe Ha meTaboNHO UT
LpYyro HeBpogereHepaTuBHO
3abonysake

CTeKkHaT HeBPOJIOLKHK
HapywyBaka WTO ce pesynTart
Ha TelWwkn nHdekuun, Tpayma
Ha rnaaata v MHTOKCMKaLmja

WNHTpayTepuHa peTapjaunja
Ha pacTtoT

[lokas 3a nepuHartanHa
Tpayma Ha MO30KOT
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BknyyyBauknTe Kputepuymn ondgakaaT AeBojue Ha Bo3pacT
Hajmanky of 10 roguHu co MeHTasIHa peTapgaumja of HenosHaTta npuynHa
1 CO HajmMankKy 3 of, 6-Te HaBefeHN KpuTepnymun. Of NpUaoHecyBayKuTe
Kputepuymn Tpeba aa bugat npucyTHU HajMasiky 5 og 11-Te HaBefeHU
(Tabena 2).

Tabena 2. njarHoCTUYKN KPUTEPUYMU 38 BapujaHTUTe Ha Rett-0B cHApOM

MNpymapHn KpuTepuymn MNomaravyku KpuUtapnymm
IMoTronHo wm fienymmo ryberbe Ha dHaTta  HenpaBWIHOCTW BO AWILLIEH-ETO
npakcuja Ha MPCTUTE BO LOLHMOT (XvinepBeHTWALMja WM 3a[pXKyBaHe Ha
[0eKeUKN WM PaHOT NepUo Ha BO3/1yX0T)
[eTCTBOTO
My6erbe Ha ynoTpeba Ha 360poBY, peyeHULM  [onTakke Ha BO3ayX M AMCTeH3unja Ha
1 6nebeterbe abaomeH

KapaKTepyCTYHM CTEPEOTMNWA CO CMoeHM  LLIKpUreHse co 3abuTe
W1 OfiBOEHM paLie

PaHO HacTaHaTo HapyLLyBar-e BO Jvicnipakcuja Ha fpKetbe Ha TeNoTo
KOMyHUKaLjaTa

3abaByBarbe Ha pacToT Ha YepenoT 3a 2 CIl  HeBporeHa CKOMMO3a WM BMCOKA
Knho3a (MOABYKHN AEBOjUMHA)

Rett-0B CHPOM - pa3BoeH Npodwn: Pa3Boj Ha NaTo/OLLKN HEBPO/IOLLIKA
nepuwog Ha perpecuja (ctaguym i), ro Lmo 3Maum Ha HoseTe

HaCTaHyBa Nofo6pyBarbe HA KOHTAKTOT U

KoMyHuKaupjaTa (ctaguym 1IY) 3a pasnnka

o[, baBHaTa HEBPOMOTOPHA perpecumja Bo

TeK Ha yunwmLLHaTa Bo3pacT

Manw, nvBUaHW, NagHW caTanasna,
aBTOHOMHa/TPOthMHKa AUCyHKUMja

KapakTeprcThyeH 3a Rett-0B cHApom-
EEI" pa3Boj

BecnpyumHCK HeHeaaejHY Hanaay Ha
CMeetbe WM NMCKaHE

HapylLeHa W npogosikeHa peaxkupja Ha
6onka

VHTEH3VBHa KOMyHUKaLMja Co MOr/iefoT

NabopaTopmncKn ncnuTyBara

Bo nabopaTtopuckmnTe ncnutyBara ce B6pojysaart:
e [eHeTcKkuTeE &
- >KeHckuTe MHOMBUAYWN KOW LUTO MM UCMOJSIHYBaAT KANHWUY-
KUTe ANjarHOCTUYKKN KpuUTepuymu Tpeba ga bugart rnogsio-
YKEHW Ha reHeTCKO TecTuparse.
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MaumeHTMTe CO NO3NTUBHA aHa/M3a 3a MyTauuj a Ha MECP2
reHoT HeMaaT notpeba of MOHATaMOLUHW AWNjarHOCTUYKMN
TecTupamna.

MauneHTUTE Kaj KOW LUTO He e HajaeHa MyTauunja Tpeba ga
61aaT NOANOXKEHWN Ha ApYrv AnjarHOCTUYKM TECTOBU 3a [a
Ce UAeHTUUKYBaaT Apyrv BOIMOXHN NpuyunHU. OBje cna-
faaT TeCTOBM 3a: CEPYMCKU flaKTaTu, aMOHMjaK, NpyBaTwu,
aMVIHOKMCE/IMHN, KaKO W OPraHCKN KNCESIMHN 1 XPOMO30M-
CKM MCNNTYBaka, BK/yvyBajKuM o TyKa crneyuuyHoTO Tec-
Tupare 3a Angelman CMHAPOMOT.

MyTaummte Ha MECP2 reHoT 6une MaeHTU(MIUKYBaHN Kaj
LUMPOK CMeKTap Ha KINHUYKN PeHOTUMNOBU, BKYy4yBajKu
rv 0Bfe AeBojumnbaTa co KnacuyeH PC, feBojuntaTa co Ba-
pyjaHTHM hopMK, feBOjUMHATA CO ayTM3aM, HOCUTE/IN XKEH-
CKW, Ma>XKM CO TellKa MH(aHTWIHA eHuedanonaTnja, Maxmu
co KnacmyeH PC 1 maxun co X-Bp3aHn HEBPOJIOLLKM NPo6-
neMu (Ha npumMep, MOTOPHU Ae(LINTY, KOMYHUKALIMCKN [e-
hurymTn).

e Hespopagnonowku &

HykneapHa MarHeTHa pe3oHaHLa MOXe Aa NoMOrHe fa ce
BK/ly4aT WM UCKNyYaT ApYrnute NPUYMHA 3a 3HaUuTe U
CUMNTOMUTE Kaj NauneHToT.

Mako PC e acoumpaH co 3Ha4ajHO HamaslyBare Ha rosiemu-
HaTa Ha KopaTta Ha rofieMmoT MO30K, LepebenapHa aTpo-
(hmja 1 TeXXnHa Ha MO30KOT Koja e npubamxHo 70-90% of,
HOpMasiHaTa, OBME HAaoAWN He Ce CneunduyHmM 3a anjarHosa
Ha PC.

MpomMeHUTe MOXAaT Aa 6muaaTt 3abenexXeHn 1 BO CMUCO/ Ha
pegyumpaH MUeNNH U rMo3a BO KOPTUKOCMUHAJTHUTE Mna-
TULWITA.

e [lpyru TecTOBMU:

Enektpokapguorpadguja (EKI)

HaogunTte BknydyBaaT annatupaH T 6paH 1 npogoskeH QT
NHTEepBa.

CTyannTe NoKaxasne feKa MHUMAeHupnjaTa Ha HeHajejHa
CMPT Kaj nnuata co PC e norosiema oTKOJly BO onitara
nonynauuja.

MauveHTnTe co PC moXaT ga nmaat 3HauMTeNIHO nocriopa
cpueBa (hpeKkBeHLmja.
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m OBue cpueBn abHOPMasIHOCTU MOXKe Aa ce 3rosemMaTt BO
HanpegHaTuTe ctaguymn Ha PC.

- WcnutyBame co 6aprymoBa Kalla

m OBue TeCTOBM Ce KOpuCTaT 3a fa Ce MOTBPAWN racTpoeso-
(harvjaneH pediykc, WITO e NpUCyTeH Kaj okony 15% of
nauneHTuUTe co PC. MacTpoesoarnjasiHUoT pedhyKC MOXKe
[a npeamnsBuKa ryberwe BO TeXXmHaTa, AUCKOMMOpP Mo 06-
pouu, noBpakake Mo jafere, ONCTPYKTUBHA arnHea, 1am
NMOBTOPYBaYKM pecnmpaTopHu npobnemu.

B licnuTyBararta Ha ro/iTakbeTo YeCcTO MOoKaxKyBaaT JioLn
Opa/IHN MOTOPHM BELUTMHU U PU3MK 3a acnvpaumja.

- BbnekTtpoeHuedanorpaduja (EEIN)

m Bo Il ctagnym ce 3abenexyBa 3abaByBake Ha OCHOBHaTa
EEI akTUBHOCT BO 6yfHa cocToj6a, a NpOMEHUTe Cce MaKCcu-
MaUTHO m3paseHu Bo IV ctagnym. AKTuBHocTa Ha EEI Bo
CMVieHe Ce MeHYBA: KapaKTEPUCTUUYHU LUPTEXN BO CNINEH-E.
AHann3nTe Ha CTaguymMnTe Ha Civerse NoKaxkane rnporpe-
CVBHO HapyLuyBare Ha putamoT Bo HPEM u PEM cTagn-
ymuTe. ENnnenTM4yHNTE NapoKCcn3mMm ce jaBysaat napases-
HO CO NPOMEHMTE Ha OCHOBHATAa aKTMBHOCT. 1aKo Kako Haj-
YecT HaoZ ce CMOoMHyBaaT npasHeHa Ha LUNILM BO TEMEHO-
TO MoApayje, BPEMEHCKNOT U NMPOCTOPHUOT pacnopes Ha
NapoKCcM3MUTE He e KapakKTepucTuyeH. OnuwaHn ce: ¢o-
KauTHWU, MyNTUOK&UTHM U BuiaTepasiHO CUHXPOHW Npa3HeH-a
Ha UL 1 MYATUMHA LWL, COTUTaPHN UM BO KOMIEKC
co 6aBHM bpaHOBW.

®m VcnuTyBanarta Ha eBoLMpaHn NoTeHUMj a/iv BO paHuUTe dhasn
faBa HopMasniHu pesyntaTtu. Bo 1l n ocobeHo IV cTagnym,
COMATOCEH30PHUTE N aygUTUBHUTE eBOLMpPaHU NOTEeHLM-
janu, nokaxxysaar NpoAo/IHXeHO BPeMe Ha CrpoBOAJ/IMBOCT.
Bu3yenH1Te eBOLMpaHn NOTEHLMjaNn HajpeTKo ce 3aTeHn
1 BO HajmaJsl CTereH.

- EnekTpomuorpaduja (EMIN)

®m VicnuTyBanaTta Kaj oapefeHun cnydav Bo IV ctagnym noka-
Kasne N3BeCHW 3HaLM Ha NepudepHa HeBponaTtuja, Ho HUKO-
raw 1o Toj CTeneH Kako Kaj BUCTUHCKMTE HEBPONaTUW.

- EnekTtpopetuHorpadguja (EPIN)

m EPI 3aegHo co EEI 1 KOHTMHYMpPaHOTO nponafame Kaj ae-
Lara co MHMaHTWIHa HEBPOHCKaA LiepaMugHa nunogycum-
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HO3a MOXe [Ja MOMOTrHe BO pasrpaHuyysaweto Ha PC of
MH(paHTUHAaTa HEBPOHCKA LepaMuHa nmnoycumnHosa.

m [lBeTe HapywyBawa npefu3BukysaaT 6p3a perpecuja Ha
NCUXOMOTOPHMWOT Pa3Boj 1 pa3BojoT Ha CTEPEOTMNMUM CO pa-
LeTe M NPCTUTe Kaj AeLlata Ha BO3pacT of 1-2 roguHu.

- HeBpoxeMuUCKN UcnuTyBaHa

m BpojHM HEBPOXEMUCKM MCNUTYyBawa MoKaxasne 3acToj BO
maTypauujata Ha LLIHC Bo nepuHaTtanHMoT nepuog u 3afda-
TEHOCT Ha Pa3IMYHN TPAHCMUTEPHU U PeLLeNTOPHU CUCTEMMN.
HeBpoXxeMUCKNUTe HAoAM BKAYYyBaaT HamalieH! HUBOMW Ha
KaTexonamMuHuTe BO substantia nigra, HamaneHn fonamuH-
ckn [12 peyenTopu BO Nn. caudatus; HamMmaseHa Xo/nH aueTui-
TpaHcdepasa BO Xxunokamnyc, n. caudatus n tanamyc; Hama-
NEHN aueTUIXOIMHCKN BE3UKYNN UIN TPAHCNOPTEPY BO My-
TaMeH W Tanamyc; HamaneHo 6eH304Ma3eNMHCKO peLenTop-
HO Bp3yBake BO POHTANHUOT U TEMMNOPATHNOT KOPTEKC;
HamaneHn 6eTa-eHAOP(MUHN BO Tanamyc M ManuoT MO3O0K,
HO NoKayeHn 6eTa-eHAOP(UHN BO NIMKBOPOT; MOKaYyeHa rny-
TaMWHCKa KNCcennHa BO IMKBOPOT; HamalieH MenaHuH Bo sub-
stantia nigra; 1 HamaneHn HUBOW Ha cyncTaHumja P Bo nuk-
BOpPOT.

[MaToaHaTOMCKH Haoau

MoptonowKNTe 3HauM BKAyYyBaaT HamaseHa TeXnHa Ha M030-
KOT, BK/Y4yBajKu HamaneH BOlyMeH Ha PPOHTANHWNOT KOPTEKC 1 N. cau-
datus, HamaneHa rofieMuMHa Ha HeBpPOHMUTe, HamaneHa apbopusaumja Ha
OEeHOPUTUTE HA MUPAMULHUTE HEBPOHU BO PPOHTANHMOT, TEMNOPANTHNOT,
AMMOBUYKNOT U MOTOPHUOT KOpPTEKC. HEBPOHMTE Ha BU3YENTHWUOT 1 Top-
HWOT TeMnopaneH KOPTeKC ce covyBaHU. HeBpoHMUTe Ha nanngym, oco-
6eHO TMe BO cOMaTOTONCKAaTa Npe3eHTalLMja Ha paLeTe umMaaT UsMeHeTa
mMophonormja. Bo M0304HOTO €cTE6/10 MMa HamMmaseHa NMMTMeHTaumja Ha
pars compacta of substantia nigra. TeXXmHaTa Ha MO30KOT € 3HAYUTESHO
nomana of KOHTpOJiHaTa rpyna, WTo HaBUCTUHA YKaXXyBa Ha Toa feka
PC e 3abonyBatbe Ha HEPBHUOT CUCTEM. XeMUCHeEPUTe HA TONIEMUOT mo-
sor NoBeKe rybart BO TeXXMHa OTKONIKY XeMuchepmuTe Ha MannmoT MO30K
(Armstrong, 2005).
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MF’EHETUKA HA CUHOPOMOT

Jonrn roguHn ce LINeKynnpano feka reHeTckuTe feekTn Ha X
XPOMO30MOT Ce BKJlyUeHW BO NaToreHesaTa Ha Rett-oBMOT cuHApoM, 6u-
[ejKn caMo XKeHCKUTe nHaMBnayn 6une saboneHn. Ce npeTnoctaByBaio
[ieKa rnocTom NeTa/IHOCT Kaj MalLIKMTe 3a 0Baa cocTojba. buaejKn noseke
o[ 99% of, cnydaunTe Ha Rett-oB cuHApom ce criopagmyHu, linkage ctyam-
nUTe He BMe BO3MOXHM cé Ao 1998 roamHa, Kora Kaj efiHO CeEMejCTBO e
yTBp/eHa LLeMa Ha MajumMHO HacnefyBarbe 1 Kora e YTBpAeHO aeKa Xq28
pervjata e KaHAMAAT peruvja 3a reHoT Ha Rett-oBuoT cuHgpom. Bo 1999
rognHa, Amir n KoneruTte ja naeHTUOUKyBase npeara MyTauuja Bo
MECP2 reHoT Kaj 5 o 21 cnopaguyHu criydam co Rett-oB cuHapom (Amir,
1999). 'eHOT ce COCTOW Of, YeTUPU €r30HU LUITO KOAMPAAT ABe Pas/InyHN
nsoopmn Ha MECP2 npoTenHoT. MECP2 npoTeMHOT 3a NpB nart 6un
onuwaH Bo 1992 rogmHa (Lewis, 1992). Toj e efeH of NeTTe MnosHaTu
NPOTENHU Kou cofp>kat MeTun-CpG Bp3yBaykn LOMEH, LLUTO UM OBO3-
MO>XXyBa HUM fa ce Bp3aT 3a meTunupaHunte CpG so AHA. Hus pasnnyHm
MexaHM3MK, 0Ba BP3yBake BOAW [0 penpecuja Ha TpaHCKpunuujata Ha
reHnTe BO 06/11acTa Ha OBME BP3yBayKuM CTPaHW.

MoseKe og 200 pa3nnuHn MECP2 myTauum ce onuviiaHu BO fiMTe-
patypata. Ocym MECP2 myTauum ce noumpanu Bo CpG gUHYKNeoTnanTe
N CUTE Ce TPaH3MLMKN Of UMTO3MH BO TUMUH. Tre ondaKaaT 65 % of cuTe
MyTauun. Apyrute MECP2 myTauum ce noMasiky 3a4eCTeHU U HEKOU ce
HajleHV camo efHaLl v Aea natn. Bo nutepaTypara 06jaBeHUTE CTarnku
Ha MyTaumn 3a MECP2 reHoT Kaj K/MHUYKWU SeuHMpaHn crydan co
Rett-oB cHapom nsHecysa mery 60% 1 80%. bugejkn MECP2 reHoT e
X-Bp3aH reH 1 aKko Toj Ce Hajae Kaj MHaKTUBMPaHNOT X XPOMO30M, Torat
TWe XXEHU MOXKe [ia MMaaT HopmasieH PeHOTUN WM camMo JIeCHa MEHTa/THa
petapgaumja. OBue He3ab01eHN HOCUTEIM 0OMYHO Ce AnjarHocTuuympaar
NnoAoLHa Kora Ke pogar feTe co Rett-0B cMHAPOM, KOe LITO ja MMa ncrara
MyTaumja. Mlako BakBUTe aCMMMTOMATCKN HOCUTENN ce peTKu (< 1%),
TWe He MOXaT fa 6uaaT pas/IMKyBaHW Of TWe KOW Ke pas3Bujar LiesioceH
Rett-oB (heHOTMN 3a BpeMe Ha npecumMmnTomarckaTa asa. KombuHupaH
npucTan Ha ceKBeHLMOHMpare N aHamsa Ha feneunn Ha MECP2 reHoT
€ OCHOBA 3a CEH3UTUBHU MOJIEKYNapHU AMjarHOCTUYKN TecToBM 3a PC,
CO NpMBAMXKHO 96% cTanka Ha AeTeKLnja Kaj KIMHUYKK 06p0o aepurHN-
paHuTe KnacnyHu cnyyam co PC, HO oBa ce JoCTa CKanv MeToAun.

Bo eBaslyaymjata Ha 0CTBap/IMBOCTa Ha CKPUHWMHIOT HA HOBOPO-
[eHn co Rett-0B CMHAPOM MHOTY € BaXKHO [1a Ce 3Hae 3a LLIMPOKMOT CreKkTap
Ha (PEeHOTMMOBW MOMery KIaCUYHUOT M aTUMUYHNOT Rett-0B CUHAPOM.
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MyTaynun Ha MECP2 reHOT ce OTKPUEHMW M Kaj MOMUYMNHa CO Rett-0B CUH-
APOM-CIMYHU CUMMTOMU (NOBeKeTo co 47, XXY KapuoTun uam comat-
CKM MO3aumumnsam), MH(paHTUIHA CMPT acoLMpaHa co TelKa HeoHaTanHa
eHuedanonatuja, X-Bp3aHa MeHTanHa petapgaumja, Angelman-OB cuH-
OPOM, ayTu3aM WM APYTrM HEBPOMCUXMjaTPUCKU cOCTOj6u. Mako, acoyu-
jauunjaTta Ha oBue MECP2 myTauuu co oBne peHOTUNOBN e MHOTY MopeT-
Ka OTKO/IKY co Rett-oBUOT CMHAPOM, TUe UCTO Taka 6u Tpebano ga 6bugar
OTKPUEHW BO NMPECUMTOMATCKUTE CKPUHUHT Nporpamu.

ONOEPEHULWANTHA JNJATHO3A

[OundbepeHunjanHaTa aMjarHosa Bapmpa BO 3aBUCHOCT 0f, K/IMHUY-

KUTe CTaguyMu:
| ctagnym: CTtarHaumja Bo pa3BojoT (TUMMYHO 3a feua of 6-18

MeceLLn)

- BeHUrHa KoHreHuTasHa XMnoToHnja

- Prader-Willi-es cuHapom

- LlepebpanHa napanusa

- Angelman-oB cnHgpom

- MeTabo/HN HapyLlyBakba

Il ctagnym: Harna passojHa perpecuja (TUNUYHO 3a AeLia Ha BO3-
pacT of 1 a0 4 roamHn)
- AyTuszam
Angelman-oB cuHgpom
EHueanntnc
HapywyBara Ha c/yX 1 BUg
Landau-Kleffner cuHapom
Mcnxosn
BaBHO BUpYyCHa NaHeHUgedanonaTuja
Ty6epo3Ha ckeposa
MeTabo1HM HapyLlyBaha (PEHUNKETOHYPUja, AednumnT
Ha OPHUTWUH TpaHCKapbamoniasa)
MHaHTUIHA HEBPOHCKa LiepamuniHa nunodycuymnHosal

111 cTtaguym: MceBaocTaunoHapeH (TUNUYHO 3a feua og 2 ao 10
roAviHW)

- CnactuyHa atakcuja

- LlepebpanHa napanusa

- CnuHougepebenapHa gereHepaumja
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- Neykognctpoguu

- HeBpoakcoHcKa guctpoguja
- Leanux-Gastau cuHApoMm

- Angelman-OB cuHapom

v cTagmyMm: [JouHO MOTOPHO nponarare (TUMUYHO 3a NauneHTV
Hag 10 rog. Bo3pacT)
- [Opyrv gereHepaTvBHW HapyLUyBarba

AnepeHunjanHa gujarHosa mery Rett-oB cMHApom v ayLlivsam

MocToerbe Ha NaTeHTeH Nepuog, a notoa ryberwe Ha MHTepec 3a
OKOMINHATA, 3a CoUMjasTHN UHTepaKUmn 1 Urpa, ryberwe Ha BeKe passue-
HWOT roBop, Heo6jaCHMBYM MPOMEHN BO PacnosIOKeHNeTO AaBaaTt NpuymnHa
3a COMHeX [ieKa e ayTUCTUYHO HapyLlyBawe. [lnjarHosarta ce nocraBysa
BP3 OCHOBAa Ha 6uxejBnopasiHNTe KapakKTepucTnukn. ypun 78% of 4eBoj-
yYmkaTa co Rett-oB cuHApOM fobune gnjarHosa aytmsam. Ha Bo3pacT of
6 meceuu o0 12 meceL He e MOXKHO [a Ce pas3IMKyBaaTt OBMe [Ba CUH-
Aapoma. Mo 12 meceum pasnnMKUTe BO MHTEHUMjaTa n MnTaupnjarta, a notoa
N BO KOTHUTUBHUTE N MNOCTYPa/IHUTE (DYHKLMW Ce JOBOJIHO M3Pa3eHnN Ha
lwTeTa Ha Rett-0BMOT CUHAPOM.

Bo Il cTagnym cTepeoTMNNUTE Ha CNOjyBakse Ha paueTe UM HUBHO
CTaBare BO YCTa, Ce pa3/InKyBa 0f TPEeNepereTO Ha paLeTe v Apyrure
KOMMIEKCHU CTEPeOTUNUU Kaj ayTusMoT. M'ybere Ha cnocobHoCTUTE 3a
LenucxofHa yrnoTpeba Ha paueTe He ce 3abenexyBa Kaj ayTusamoT. Kaj
feLaTta co ayTmsam MMa MaHyesiHa BeLToCT 1 Jobpa MOTOpHAa KOopAM-
Hauuja, Aypv 1 Kaj NocToere Ha 6n3apHa MOTOPUKaA, 3a pasnnka of ar-
pakcujaTa 1 aTakcujaTa Kaj Rett-oBMOT cMHApom. Kaj ayTuU3MOT He noc-
TojaT MYCKY/NHa XUMNOTOHMW]ja, AUCTOHUja UNN XMNEPTOHWja, CNeLeHn co
feopMnTeTU Ha 3rnob6oBmUTe Ha Ho3eTe. Kaj feBojunHaTta co ayTusam
MMa CKJTOHOCT KOH CTepeoTUNHa MaHunyaumja co npegMeTy, a kaj Rett-
OBMOT CUHAPOM 3Ha4ajHO MOrosieM UHTEPEC Ce MOKaXKyBa KOH NyreTo.

XunepeeHTUNauMjaTa, bpyKCM3MOT M aepodarnjata MoXxe fa ce
CpeTHaT Kaj ayTU3MOT, HO BO 3Ha4ajHo nomasia mepa. HespoBeretaTumB-
HUTe HapyLlyBaka Ha cMMnaTuykara nHepsaupja Ha eKCTPEMUTETUTE,
HapyLLIEHO BapeHe 1 ONncTunaumja He ce KapakKTepucTUYHM 3a ay TU3MOT.
Kaj ayTn3mMOT HeMa rnocrop pacT Ha YepenoT, HUTY 3aCTOj BO TE/IECHUOT
pacT, HUTY HapyLLyBaHa BO KOCKEHO-3rN106HMOT cucteM. Enunencnjarta
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Kaj ayTM3MOT ce jaByBa 06MYHO BO BTOpaTa feleHnja, a Kaj Rett-oBnoT
CUHAPOM HanaguTe MovHyBaaT BO paHo feTcTBO. Ho, npoMeHuTe BO
eNIeKTPOKOPTUKANIHATA aKTUBHOCT Kako BO OyJHa, Taka W Npu Crvexe
Ce KapakTepucTuka camo 3a Rett-0BMOT CUHAPOM.

TPETMAH

Me[LnKaMeHTO3HO SleKyBaH-e

CneymdpuryHo MeAMKaMeHTO3HO fleKyBahe He nocton. IoTpebeH
e OMNCeXXeH TUMCKM NpucTan 3a fa ce ogpefart npeocTaHaTUTe MOXHOCTU
Ha nauueHTuTe co Rett-0B cCMHAPOM. AKO ce 3a6enexu enuienTuyHa ak-
TUBHOCT, TOraLl HeornxogHo e Buaeo-EEI moHuTOpupamse 3a fa ce ogpean
KON aHTUENUNENTUYHU NIeKOBM 61 Bue COOLBETHM 3a TpeTMaH. Pas-
JINYHW BULOBU TpeTMaH 6u/ie KOPUCTEHW 3a JIeKyBahe Ha envsencujara
Kaj nuuara co PC. TpeTmMaHOT MOXe fa 6uje CO KOHBEHLMOHA/THUTE Je-
KoBM (Kap6amasenuH n/mnu sasinponyHa K1cesnHa) U co HoBUTE aHTu-
enunenTuum (Tonupamar 1 1amoTPUrnH). BPoOMOKpPUNTYH e fonaMmmnHep-
rMYeH aroHWCT LUTO BO HEKOJIKY C/ly4au f0Bes A0 nofobpyBare Ha Mo-
TOPHUTE (DYHKUMW. BYCMNMPOH Nak e aroHUCT Ha CEPOTOHMHOT MU MOXe
Ja 6uze KopuceH BO HaMaslyBake Ha pacTpojcTBaTa BO AuLleHeTo. Me-
NaTOHWHOT Kaj orpaHn4eH 6poj naumeHTKM ro nofodpun KBasIMTETOT U
[O/MKMHATA Ha COHOT. L-KapHUTWH Kaj nocTapy AeBojKy fan nogobpeHa
MOTOpuMKa. LlepebponnsnH foBes A0 HaMaslyBake Ha CTEPEOTUNUNTE U
XunepBeHTUNaUMjaTa Kaj Masin 1eBOjUMH-A.

[Apyrun Tepanvcku nocranku

OCHOBHW LeNn Ha 0BMe TPeTMaHN ce:

* COYYyBYBah€ Ha NOABMXXHOCTA M NpaBu/HaTa Nosioxba Ha
3rnobosuTe,

e COYyBYBatbe Ha CNOCOOHOCTA 3a CTOeH:E U OfeHse,

* TMOAPXKYyBahe Ha KOMyHMKaupjara,

* MoApXXyBahe Ha ynoTpebara Ha paLeTe,

*  peayKumja Ha CTpecoT,

e peaykuuja Ha T HapyLlyBatba.

dusmkanHa Tepanunja Tpeba fa ce cnpoBefyBa KOHTUHYUPAHO CO
Macaku, NaCUBHU 1 aKTUBHW BEXXO6W 3a [a ce 04/10)KN HacTaHyBaHeTO Ha
KOHTPaKTypu 1 fledhopmuTeTu. Tpeba fa ce 04p>XKu, OLHOCHO BOCMOCTaBM
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(byHKUMjaTa Ha CTOEHE N ofeHe. XuapoTeparrajata Mva [BojHa Bpea-
HOCT: IO MoAp>XyBa CNOHTAHOTO ABMXeHe N U3BeLyBateTO Ha ronemu
LBWKeHa 1 06e36eyBa penakcaumja nogmop. PefoBHN OpTONeACKN KOH-
TPO/IN U NHTEPBEHLMM Ce HEONXOAHW. MoTPebHO e NoKayyBare Ha Teslec-
HaTa TeXXMHa, 3apaju LUTO Ha AeBojUMHbaTa UM Ce jJaBa BUCOKOKanopuyHa
AaveTa, co npmnbnmkHo 70% Kanopun of MacTuTe, 15% jarneHunxmgpatum
n 15% npoTenHn. OcTeonoposaTa Tpeba Aa ce TpeTupa co BUTamuH [,
A0AaToUM Ha Kanymym u 6mudoctoHaTL.

[edeKToNOWKNOT TpeTMaH € HacoYeH KOH MoAp)XKyBake Ha
KOMyHUKaLmjaTa nynotpeba Ha pauete. Co KOPUCTeHE Ha HMBHATa Crno-
COBGHOCT 3a HacouyBaHe Ha MorsegoT, HUBOTO Ha KOMYHMKaLMja MOXe
[ia ce NoAurHe Jo Haje4HoOCTaBHO pasbuparse. MNofp>xKyBaHeTo Ha yno-
Tpeba Ha paueTe nogpasbvpa peaykumja Ha ctepeotTununTe. OBa ce Noc-
TUIHyBa CO pa3fBojyBarbe Ha paleTe 1 Co (PUKCMpare Ha HeJOMUHAHT-
HaTa paka. Co ynoTpeba Ha XxpaHa Koja LUTO ja caka Unn 3ByYHU U Mexa-
HUYKN aKTMBHOCTW Ce MOTMBMPA 4eBOjHETO Ha aKTUBHOCT. My3nKoTe-
panujata e MOLIHe KOPWUCEH MeToA, buaejkn ro 3rosiemyBa HUBOTO Ha
BHVMMaHWe 1 UHTepecupare. MoTpebHa e paboTa CO CemMejcTBOTO 3a
eayKaumja v ncmxocoumjanHa nogaplika m rnomowl o coumjanHata
cnyxoa.

MPOIMHO3A

Pa3BojHUTE NOTeHUMjan 3a naumeHTuUTe co Rett-oB cMHApOM e
TeLKo fda ce npesugat. Hekon nHameuayn co PC MoxXart ga nocturHar
HeKakBW (PyHKLUNOHaTHM BelTuHW. Of naumeHTuTe co PC okony 60%
MOXaT fa ja 3afp>kaT crnocobHOCTa 3a ABUXEHE, a OcTaHaTuTe ja ryéat
NOABVKHOCTA UM HUKOralLl He 3ag0yBaaT nopaav atpoguja, UCTOHUja
N CKonmosa. XXMBOTHMOT BEK Ha 54 nauuneHTU BO CTyanjaTa Ha Xarbepr
N cop. UMas1 MefiMjaHa BpeaHoCT of 24 roanHun (Hagberg et al., 1999). Bo
NMOBEKETO C/lyvan CMpTTaz HeHafejHa U HeouyekKyBaHa. MoBEKeTO Heo-
JaMHeLIHN UCKYCTBa 6as3upaHu Ha JONroTpajHa rpka nokaxane geka
CO NpaBW/IHa MUCXPaHa U OMCeXHU NporpamMun 3a OKynauMoHa Tepanuja,
nHanemnagynte co PC mMoxaT fda npexmeeat fonro fo crapoct. Mma
n3BeLuTam Ha kxeHu co PC Koum npexxuseasne gypu 4o ocMata AeLeHnja of
YKMBOTOT.

(PeueH3eHT: upody. a-p FopaH AjanHCKN)
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RETT SYNDROME

Abstract

Rett syndrome is a sporadic disorder (exceptfor afew familial
cases) occuring in 1 in 10.000 to 1 in 23.000 girls worldwide. In 1999,
mutations in the methyl-CpG binding protein 2 gene (MECP2) were
identified as the primary cause ofRett syndrome. The syndrome $patho-
physiology suggests that early hypofunction of'aminergic nurons inter-
feres with the development of higher neuronal systems.

Most girls with Rett syndrome develop normally prior to the
appearance of the typical symptoms. It is unique neurodevelopmental
disorder, with onset of hypotonia, autistic tendency, and abnormalities
offine finger movements and gross movements of the arms in early
infancy. Clinicalfeatures include specific age-dependent symptoms. This
syndrome is associated with profound mental and motor handicap. The
neuropathology ofRett syndrome involves individual neurons, perhaps
selected neurons, ofdecreased size, and dendritic branching. Clinical
diagnosis requires strict application of the consensus criteriafor clas-
sic and variant Rett syndrome.

Rett syndrome is not curable today. It needs a continual and
complex treatment, aimed to save or prolong ambulation and commu-
nication, and to minimize epileptic, nutritional, orthopaedic and other
complications.
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