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BoBep

IMocneguute necet roguau Kinunukara 3a He-
Bpojiortja Bo copaborka co MHctuTyTOT 32
Tpancdysuonoruja, Uuctutytor 3a Knunuu-
ka buoxemuja xako u UncturyToT 32 buomno-
rija mpu Axagemujara 3a Hayka cnpoBemoa
HMYHOTEHETCKH HCTPa)yBaiba Kaj MalUEHTH
co enmiencyja. Cryaujata noOyau roieM MH-
Tepec, OHIejKM BO HalllaTa pyTHHCKAa Ipakca
OeBMe CBeIOLM Ha (PPEKBEHTHHU IPUMEPH Kajie
BO eaHa (aMuiIMja UMalle eeH WU MOBEKe
YJIEHOBU CO €MHJIENCHja, CO IITO MPOOIEeMOT
Ha xepeauTeT Oelle npucyTeH. Jlocera co3Ha-
HHjaTa 3a 0BOj npobieM 6ea OCKyIHO, 11a 3aT0a
ce TPEeHJ Ha UCTPAXXyBame Ha MOBEKe MHTEp-
HAIMOHAJIHM I'eHETCKH cTynuH. MHTepecor e
noroneM co (pakToT Ha BUCOKAaTa MpeBaJIeHLA
Koja M3HecyBa efeH cny4aj Ha 200 nuua rexe-
panHo Bo nomynanujara. Cropen nuTeparypa-
Ta, C€ TIOBEKE CE€ I'OBOPH 32 aBTO30MHO JIOMH-
HAaTHO TPUCYCTBO Ha aOHOPMAJIHU MPOMEHHU
Ha EEI" co BO3pacHa 3aBHCHOCT M pa3jn4Ha
3aCTaleHOCT Ha enuierncujara kKako 3adosy-
Bame, kaje EEI HaoguTe ce KOpHUCTAaT KaKo re-
HeTckH mapkep. Ce ToBeke ce NpaBaT CTYIUH
Ha ucTpaxyBama Ha HLA-aHTHrenu kaj ma-
LUMEHTH CO CMHJIETICHja W HUBHATa (aMHuilbja,
npu toa npexy HLA-mpoayktu cyrepupaar
Ha aBTO30MHO-JIOMHHAaHTHOTO HAacJI€AyBaIbe,
BO HekoW cemejcTBa. OBHE HCTpaKyBama ce
MOBEKe Ce MPUMEHYBaaT BO I'€HETCKH CTYAUHU
npu Toa co JIHA manuHr ce JoOHEHH IBPCTH
pe3ynTar.

ENUWNETCHIA

Len

[lenta Ha oBaa CTyAWja € Aa ce MPOIJOIKHU CO
Jlocera HampaBeHH NWIOT CTYOUU CO TojeMa
Opojka Ha Cily4aH CO TCHETCKa CIHUJICTICH]a,
Kajie Co KIIMHHYKA CTyJ{ja Ha HUBHUTE MEIUT-
pea, co EEI' ersamunanuja Ha cute WieHOBH
Ha ceMejcTBaTa, BKIyuuTenHo He camo HLA-
A u B aHTUreHu koW npeaxogHo Oea TECTH-
paHH, TyKy U ucto Taka HLA-DR/DQ (cepo-
JIOLIKH TECTOBM) KAKO U TEHETCKU CTYIUH CO
JIHA manunr, Bo xonabopanuja co MuTepHa-
HHUOHAIHHOT MPOEKT CO WITO OW AOLLIE 10 He-
KOH (PyHIaMEHTAJIHU U NPAKTHYHHU CO3HAHH]a
¥ OW TY aruiupanie BO MOJeTo Ha HMYHOIe-
HETUKATa Ha CIUJICTICUUTE.

MaTepujan n metoamn

Bo crymujatra mpUMEHHBME METOIM CIOPE.
METOAOJIOIMjaTa W MPOLEAYPATHUOT IPOTO-
ko1 Ha MHTepHanuoHanHaTa MyATHHCHTPHY-
Ha renercka cryauja (Uranmuja-I'epmanuja) co
KoM OeBMe BO akTHBHA CGpabOTKa, MPH LITO
uctpaxyBaBme 50 damuiuu co BKynmHO 158
YJICHOBH, OJ KOoH 132 manuHeHTH co enuien-
cuja; 68 Oea Maxu U 64 KeHH, Ha BO3PaCT Of
5-68 ronunu. Bo oBaa rpyna Ha 50 damunmm,
uMallle ceMejcTBa KoM uMaa ox 2-10 dneHoBu
co enunencuja (okony 4%). Ha cekoj wieH of
cemejctBara Oemie npumenero EEI" u Toa Ha
€/1eH o TpH reHepaunu. Bo umyHorenerckara
CTyllHja Ha eMwierncHja HajlIpBO HanpaBHBME
ananu3u Ha HLA anturenn Ha A u B nokycor
Ha 49 mauueHTH co enuiencuja, a moI0uHa I'u
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aHanusupaeme DR/DQ anturennre. Bo cute Pe3ynrtartu
MCIIUTYBAHU CJIydan HaOpaBUBME H30JalMja Pe3yiTaTHTE €€ MPE3CHTHPAHH MO CJICIAHHOT
Ha DNA u anaim3uTe co He CNEUMPUUHH  pepochen:

MapKepH IOKaKaa NoJmMopdu3aM Ha HecIe- 1. EEI" raoau xaj cure cayqan (H=158)- ta-
u¢UHIEH NOAUMOP(HU PECTPHKTHBHH JIOKY- 6ena 1 u rpaduxon 1

cu 3a enwienchja. OBa cyrepupailie Ha IOB- 2. KiiMHHYKa eKCIIpecHja Ha Hama iMTe- rpa-
P3aHOCT roMery JCHHPaHHOT MoUMOopdH3aM ¢bukon 2

¥ KIMHHYKH pa3diMuHo MaHudecTHpaHUTe 3. Ananuza Ha HLA- A, B autnrenn- Ta-
Haraau. OBaa xunoresa Hapa noronpma eia- Oena 2;

Gopaija Ha MOJICKY/IaPHU TEHETHUKH CTYHH 4. Pesynratn o DNA mapping-rpadukoH 3;
€O crenudHIHE MapKepH 3a enuiencuu, mto 1. EEG abnopmannoctu Gea AeTeKTHPaHH Kaj
64 OMJI0 LENT 3a HAHM HCTPAXKYBama u noTpe- 132 wienosw, o1 Kou kaj 24 (15.18%) ox cny-
0a 3a MpPOAOCIDKYBaKkE HA OBa MCTPaXYBAameE. uauTe Oea JETCKTHPAHHM KIMHHYKHA ACHMIITO-
I'enomckara DNA on namute ciydan Oemie  marcku EED abnopmanmnoctu. Pesyarature ce
AMrecTUpana M MiacHTuduuMpana co XuOpH- mnpeseHTHpaHH Bo Tabena | u rpaduxon 1.
au3anuja co IVS 2 ¢ DNA npoba.

Tabena 1. EEI" naonu kaj cute ciyvan BKIIy4eHH BO cTyaujara (N=158)

EEI Haop Bpoj #a nau. (%)
MosuTneen EEI Haon 132 (83.54%)
Heratwaen EEI Haon 26 (16.45%)

negative EEG

positive EEG

2. KinmHMuKaTa eKCrpecHja Ha HanaanTe Kaj NalueHTHTE CO CIUIICTICH]a BKITYyUeHE BO CTY/AHja-
Ta ¢ TIPe3CHTHPaHH BO rpaduKkoH 2.
I'padmkon 2. KnuHHYKA €KCTIPpECHja Ha HaauTe

@ febrilni konwulzii

I generalizirani napadi

® prosti parcijalni napadi

O parcijalni kompleksni napadi

FC GS PSS PCS

ENUWNETCUHIA
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3. Ananmzara Ha HLA- A u B anrurenu ce npesentupann Ha Tabena 2.

flaumeHTy CO NO3NTHBEH o
HLA Haoa (%) KonTtponna rpyna (%)
Antigen A (HLA 30+31) 25% 4.53%
Antigen B (HLA B39) 8.33% 0.92%

4. Pesynrarure o DNA mapping nerexrupaa nonumodeH nokyc kaj 85.5% on nauuenrure,
kaj camo 10.7% osoj nodumopden soxyc Geme ckpueH, u kaj 3.85% Oeiie BO XxeTepoO3UroTHA

dopmMa.

O polimorfen locus

MW skrien polimorphic locus

O heterozigotna forma

Ipaka3 HAa MeTHICH HA CJYYaH €O (PAMAJIHjapHA eNMIIeNCHja

®awm. 2. B. /. ox INpobuiutun. Bo Tpu renepalimy ce MpUKaxyra jeka TaTKOTO HMa napunjaﬂ—
HH MOTOPHH HarajM , CO TPECEHE Ha JICBa paka, a BO BTOpara TeHpauMja ce jaBysaar kaj 4
CHHA UCTH HAMaAH , O]l KOM /iBajua ce Onu3Hanu, ejeH cuH ymupa o Ca va xonod. EEIT uma
MCTH KapakTePUCTHKH., Ol HPUTATHBHH [IPOMCHH Ha JieCHa cTpaHa. Bo Tpertata renapaumja ce
paraat camo >KCHCKHM JIelid U Ce jaByBa MpoMeHa Ha eHOoTHICKATa Maﬂmpecraunja HA HAMAuTe
BO BH/l HA TTapLIHjaJHU KOMIUTICKCHH Ham/IH Kaj 3 KepkH, /I0/eKa Kaj JpyTH 3 Kepku oa €JHHOT
bnu3nak ce Mmanndectupaar camo natotouiky EED naoau ox criopu 6paHoBu M mapokcu3Mal-
HH W30uBamwa, O3 MaHU(eCTHH Halaju BO BPEMETO HA UCMHTHUBameTO, Kajge EEL ce jaByra
KaKO F'¢HCTCKH MapKep Ha TpaHCMHCH]aTa Ha OonecTta.

8 T Fam. .
Jr sy i

PS
EEC iy

[

rode Bo

PS PS
EEG ior EEG iry EEG sw EEG br EEGsw

DD DODD OO

4 PCS PCS PCS
EEGsw EFEGirr EEGpsw  EEG psw  EEG psw EEQG psw
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JIHA manmpameTo Kaj OMu3HaIMTe OKaXyBa HoNMMopdu3aM Ha peCTPHKLIMOHHOT EH3UM Ava
, KOj € XOMO3HUTroTeH ( ++1) 3a 6IU3HALMTE H TaTKOTO, @ XeTePO3UIOTEH NOTUMOpdH3aM UMa 3a
Majkata ( + - ), J1oJieKa Kaj BTOpHOT pecTpUKUNHOHeH eH3um Bam Il He e HajaeHo nonumopdu-

3daM.

@am. 9. Opa damuiMja ¢ KApaKTEePHCTHYHA IITO Majkara ja TpaHCcMHTHpa DosiecTa Ha TpHTE
KEpKH, KOM UMaaT MCTH [1apUHjaHy KOMIUIEKCHH HaNaJH CO HCTH JECHOCTPAHH EIHIIENTOTCHH
tdoxycu na EET. HctoBpemeHo enuiIencujara OBJie € acolUpaHa co Koaryoiarmja.

Fam. 9
495

EXG:swd/d

CPS CPS

CPS

EEG:swd/dEEG:swd/dEEG:swd/d

3a on0enexyBame ¢ [a Kaj MOBEKETO CIIy4au
Ha (aMuIHjapHa enmuiencuja Bo UCTUTE da-
MUITHH Oea MPUCYTHU H CITy4au cO eKCTpaKpa-
HHUJaJTHA TYMODH, IITO ynaryBa Ha acouHja-
I[1ja Ha TCHCKUTE Ne(eKTH Ha enuiencHja u
TYMOpH, 3apamd mto Oea UCITUTYBaHH M Ty-
MOPCKHTE MapKepH.

Kaj 49 cnyuau (ox 20 ¢pamuiann) Oete Hanpa-
BeHa K'TM co e aa ce uckiydar nepedpasieH
TYMOpP HJIM MeTacTasu, mrto OH mpeTcTaByBa-
70 erronouikd daurop 3a enuiencujara. Bo
Hamara cryndja, 11 uineHoBu (22.4%) umaa
TyMopu (netextupand co KTM wunu Tymop
MapKepH).

Huckycuja: EEI' abHopMannocTa 6ea perek-
THpaHH Kaj 132 unenonu. Kaj 24 (15.18%) on
cilyyanre Oea ACTEKTHPaHH KJIMHHYKH aCHM-
nromarcku EEI' abHopManHocTH, 1ITO € 0f
0cobeHO 3HaucHE 3a NMPEBEHTHUBEH TPETMaH.

EEI" abHopMaHOCTH BO eliHa HcTa daMuIuja
TOKaXKa MOBEKE HITH TMOMAJIKY CIHYHH HAOIH
IITO IO €BOUHMpAIe MPallamkeTo 33 TCHETCKH
Mapkep. KimHuukara ¢eHOTHICKA eKchpe-
cHja Ha HanmaguTe Oenie ciuenHara: QeOpHIHH
KOHBYJI3HH BO paHO AETCTBO MITO TOMOIIHA
Manudecrypalie pa3iMiHNA THIOBH HA Hama-
oM Oemne perexkTupana kaj 16 (12.12%) cay-
4yau, TeHepaTH3npaHH Harau umaa 33 (25%),
NPOCTH Naplivjajny Hamagu umaa 19 (14.4%)
U KOMIUIEKCHH IapliyjaiHd Hamajaud uMmaa 64
(48.48%). OB0Oj KIIMHHYKH MaTrepHal ¢ MOIl-
HE MHTepeceH, OUICJKM MOBEKETO NallHeHTH
MMaa NapuljajJIHy Hanaiu (MPOCTH WIH KOM-
TUICKCHH), @ Ka] HUB IeHeTCKUTe (GaKTopH ce
MOILIHE 3HAYAJHH U CC CEYIITE HCHCITHTAHH CO
FEHETCKH CTY/THH.

Ananusure Ha HLA-A u B anturenure no-
Kakaa ropacT Ha rojasata Ha HLA 30431 za
25% Bo rpymnara MauyucHTH CO MO3HTHBEH Xe-

ENUWNETCIHIA
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pE/IMTET HA JIOKYC A CIIOPENEHO CO KOHTPOJI-
Hara rpyna (4.53%) (p<0.001) u na noxyc b
noKaka mopact Ha nojasata na HLA B39 3a
8.33% (xourpoisHa rpyna-0.92%) za p<0.02.
Ananusure Ha DR/DQ anTureHs mnokaxkaa
curingukanten nopact Ha DR3, DRS #u
DRW6 (p< 0.01), urro e ocobeHo crieruduy-
HO 3a aMHITHH CO eIUIeTIiCH]a.

Co JIHA Manuer ce jeTekTHpauie NOJHMOp-
¢den nokyc kaj 85.5% on nauuentute, M kaj
camo 10.7% oBoj momumopden Jiokyc Oerie
CKpHeH, a kaj 3.85% co xeteposurorHa ¢op-
Ma.

AcoumpaHocTa Mely enwiencHjata u TyMO-
pute Oecwe ananusupana xaj 20 gamuiuu co
49 ujieHOBM, Kajle eeH WIIH TTOBEeKe WICHOBU
MMaa eKCTpa HilH WHTPaKpaHujaleH TyMop, na
Ka] HUB CC TIPUMEHH]a HCITUTYBaka €O TYMOP
mapkepu (NSE, CEA, CYRIL 21-1). Kaj oBue
cityyan, 6ewre HanpaBena u KTM co uen na ce
UCKJIYUH LepebpaieH TYMOp WM METacTas,
IITO € MOKEH E€THOJIOWKH (aKTop 3a CIHIIeH-
cuja. Bo nawara cryamja 11 uieHoBu uMaa
tymopu (aerekrupanu co KTM wu tymop
MapKepH).

3aKny4yoK

Amnanuzute Ha GaMATH]apHU TICAHIPES MOXKE
JIa IOMOTHAT BO JIc)UHUPAIbEe HA XePeauTap-
HHTE KOMIMOHEHTH Ha €NMWIENcHjaTa, 3a KoM-
MJIETHO TOTBPAYBame NOTPeOHH ce TOoBeKe
FeHEeTCKH UCTPaXKyBalha BO M/{HHHA.
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