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'KnuHuka mo HepBHu 0onectu, YMBAJI ,AnekcanapoBcka’, MY-
Codus

2KanHuKa mo Kapauoaorusi, MeJUuIIMHCKA MHCTUTYT Ha
MuHHCTEepPCTBO Ha BFTPEIIHUTE PA0OTH,

3Karegpa "MeauuuHcka xumusa u onoxumus , MY-Codpusn
4[eHeTMYHA MeJUKO-ZHUATHOCTUYHA Taboparopus 'TeHuka"

5/lemapraMeHT MO KOTHUTUBHA HayKa u ncuxonorusi, HBY, Codpus



BBBEJAEHHE: XepeautapHaTta TpaHcTHpeTrHHOBa amuionao3a (XTTPA) e reHeTUMHO aBTO30MHO
nomuHaHTHO (A/l) 3a6ossiBaHe, KOETO Ce Ib/DKU Ha MyTalmu B TpaHcTupeTHHOBUs (TTR) reH u
3acsATa MPUOM3UTETHO 5000 ~ 10 000 TMAIMEHTH 10 LeIus CBAT. TpuTe OCHOBHM $eHOoTHIa Ha
xTTPA ca ¢pamuniHa amunougna nonuHeBponatus (PAIT), pamuaHa aMuIonaHA KapAUOMUOTIATHS
(PAK), u ¢damunHa nenToMeHWHTeasiHa amuiaouzao3a. CbiecTByBa IMIMPOKA KIWHUYHA
BapMaOWIHOCT, cBBbp3aHa ¢ XI[TPA, popu mnpu manveHTH C eJHa W ChIIA MyTalus.
[TepudepHOHEPBHOTO 3acsiraHe HAa MA/IKUTe HEPBHH BJIaKHA € Havya/ieH CUMIITOM Ha 3a00/IsiBaHeTO.
B HanpepHanuTe CTaAuy Cce YBPEXKAAT U MUEJIMHU3UPAHUTE CeTUBHU U MOTOPHU HEePBHU BJIaKHA.

e IIEJ/I: OueHka Ha 3acsiraHeTO Ha MaJIKUTe HeMMHe/JIMHWU3VMPAaHU HEePBHU BJAKHA IPU

nauueHTuTe ¢ XI'TPA, conpeznensiHe Ha KOpelalMUTe C MOJIA U THUIA Ha MyTallUsTA B
TTP reHa.

e METO/JM: B uscineaBaHeTo ca BKIKOYEHH 69 MALMEHTH C T€HETUYHO BepupUIMpaHa
xTTPA amunonmosa (36 )xeHu u 33 mbxe). [Ipu Bcuuku 6oHM e poBesieH Sudoscan 3a
OLleHKAa Ha eJIeKTPOXUMHYHATA MTPOBOJUMOCT.



PE3YJ/ITATH: [Ie xenu c Gly47Glu ca ¢ mo-Bucoka OT cpefHaTa aCUMETPUSI U 3HAYMTE/THO HaMaJisiBaHe Ha
eJIeKTPOXMMHUYHATa MPOBOAMMOCT Ha KOXATa, NMPH KJIWHAYHM [AaHHU 3 TEXKAa ABTOHOMHA AUQPYHKIIUS
(cbpmeYHO-CHIOBA M TaCTPOMHTECTHHAMHA), 3 CbC Sery77Phe m 1 ¢ ValzoMet ca ¢ mo-Brcoka OT cpemHara
aCHMeTPHs MU YMEPEHO HaMa/IsiBaHe Ha e/IeKTPOXUMHUYHATA MPOBOAMMOCT Ha Kokara. OT 30 xenu ¢ Glu89Gln:
10 Ca ChC 3HAYMTEJTHO HaMaJsisiBaHe, 16 Ca C yMepeHO HamaJ/isiBaHe, 4 Ca C HOPMAaJ/IHA €IeKTPOXUMHUYHA
npoBoauMOCT Ha Kokara. Ot 25 mmxe ¢ Glu89GIn: 8 ca ¢ ymepeHo HamasisiBaHe, 13 ca C 3HAYHUTETHO
HaMaJIsiBaHe U 4- C HOPMaJIHA eJIEKTPOXMMHYHA IMPOBOAMMOCT Ha Koxkata. OT 4 Mmbxe c¢be Sery7Phe: 2 ca ¢be
3HAYMTE/THO HaMaJ/IsiBaHe, 1- C YMEPEHO W 1- C HOPMaJ/IHA €JIeKTPOXUMHYHA MPOBOAUMOCT. TpruMa MBXKe C
ValzoMet u ennn Gly47Glu ca cbc 3HaUMTETHO HAMaJIsIBaHEe Ha €/IEKTPOXMUYHATA TPOBOAUMOCT. PaHHa v mo-
TE)XKa yBpe/la Ha MaJIKMTE BIAKHA Ce YCTAaHOBsSIBA IpH nanueHTuTe ¢ ValzoMet ot mbxku mos1. [Ipu 6omauTe OT
YKEHCKH TIOJT ce Hab/IoaBa Mmo- KbCHA U AMCKPETHA yBpeZa Ha MaJIKUTe BJIaKHA MMPYU HaJIM4YMe Ha aBTOHOMHA
nucyukums. [Ipu 6onaute ¢ Gly47Glu npu ABaTa mosa ce ycTaHOBSIBA TEXKA yBpeZia MPU KIIMHUYHU MPOSBU
Ha pa3rbpHaTa aBTOHOMHa AuchyHKius. [Ipu 55-mMa 6omHu ¢ Glu89Gln ce ycTaHOBsSIBA pa3snMyHA MO CTENeH
yBpeZa Ha MAaJIKATe BJIAKHA TMOPaJu  BapuaOWIHUS  KIMHUYeH (eHOTHn Ha  MyTaluusTa.

M TeXXKa B TeXXKa
B ymepeHa B ymepeHa
i
] HopMa/Ha 0 HOpMaJ/iHa
M'BbXXe

XeHHU




SAKJTFOYEHHE: CyagockaH ce M3M0/A3Ba KAaTO MeTO/, 3a PaHHA JMarHOCTHUKA HA
HocuTe/In Ha MmyTaun B T'TP rena. 3acsiraHero Ha e 1IeKTPOXUMUYHATA
MPOBOJMMOCT Ha KOyKaTa, 0e/ier Ha CyIOMOTOPHA ANCPYHKIMSI € MO-TUMHUYHO
npu nayuentn ¢ myraunn Gly47Glu u ValsoMet B T1P rena
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