Kongepernuusa «/lomonocos-2023»

Ceknua «l'enernka»

ITouck myranuu c.907-909delGAG B rene TOR1A y manueHTOB ¢ TOPCUOHHOI
auctonueit u3 Pecnybsimku Bammkoprocran

Dedepsies Kaum Aaexcandposuy
Acnupanm
WNucturyT 6noxumun u reHetuxkn Y pumMckoro Hay4drnoro mearpa PAH, Yda, Poccus
E-mail: Ellezort@gmail.com

Topcuonnast MCTOHUSA — TeTepOreHHas IPYIIITa, IBUTATETHHBIX PACCTPONUCTB, IPU KOTOPOIi Y
OOJILHBIX PA3BUBAIOTCA YCTONYUBBIC HEIIPOU3BOJIbHBIE MBIIIEIHBIE COKPAICHUST U CKPYYEeHHbBIE
03Bl 3abo/eBaHe MOXKET HaO/IIOJATHLCA B Pa3JIMYHBIX BO3PACTHBIX IepHogax, HO B 65%
caydaeB OHO jebroTupyer B mepBbie 15 jier kus3nu. Pacrpocrpanennocts TJI B pasjmaHbix
MOITYIATIAAX pa3andHa, coctapisdgeT B cpeaeM 16,43 ma 100 000 ciryuaes mna 100 Teic. Hace/leHUSA
[3].

JucTonnio 0ObIYHO KJIacCu(UIUPYIOT HA OCHOBE COMATUIECKOTO PACIIPE/IC/ICHIS CUMIITOMOB
(ouaroeble (boKasIbHBIE), CEPMEHTAPHBIE UJIM MeHepaIu30BaHHbIe). I3BeCTHBI HMOIATHIECK e
(ux GOJIBIMMHCTBO) W CHMIITOMATHYECKHUE CIydaW JaHHON marojorun. Vmmomarwaeckast TOp-
CUOHHAs JINCTOHWS MMEET HAaCJeJICTBEHHBIN XapaKTep, MOYKET HacCJeJ0BATbCS 10 ayTOCOMHO-
PEIEeCCUBHOMY, ayTOCOMHO-JIOMUHAHTHOMY U X-CIIEIJICHHOMY THUIIAM HACJIe0BaHUs, HO JOCTa-
TOYHO YaCcTO BCTPEYAIOTCS U CropaudecKne BapuanTel [1]. B macrosimee Bpems BbisiBiieHO 25
pazmnuabix JTHK-10KyCOB u/min reHoB, CBS3aHHBIX ¢ 60Jie3HBIO, 0bo3HavaeMbix Kak DYT1 -
DYT25 |4]. CunekTp u gacrora MyTalluii B M3BECTHBIX TE€HAX, BOBJIEYEHHbIX B aTorene3 T/I, B
Pa3IMYHBIX MOMYJIANNAX MUPa 3HAYUTETHHO PA3/IMdaeTcs, U U3ydeHue MOJIEKYITPHON S1uie-
muostorun T/1 siBiagercd akTyaJ bHO# Tpob/IeMoil KaK HEBPOJIOTHH, TaK W MEJIUIIMHCKON T'eHeTHu-
KII.

B Pecnybniuke Bamkoprocran, Kak u B 60JbIIMHCTBE pernoHoB Poccun, n3ydenne
MOJIEKYJIAPHON SIUAEMUOJOTUH TOPCUOHHONW JTUCTOHUU paHee He IPOBOJMIOCH. B 1essax uc-
CJIeJIOBAHUS PTEHETUIECKUX IIPUINH PA3BUTHS HACIEICTBEHHBIX U CIOPAINIeCKUX (hPOPM TOPCHU-
OHHOH JINCTOHUU y HMAIMEHTOB U onTuMusanun 11oaxon0B JIHK-mnaraoctuku manuoit rpyribst
3abo0jieBaHUil B MCCJIEIyeMOM PErHOHE, HAYATO NeHETHICCKOEe UCCCTOBAHNE BHIOOPKU OOJILHBIX
n3 104 HepojcTBeHHBIX cemeil. Buibopka BKJIFOUaeT 23 HEPOJICTBEHHBIX IAIMEHTa C HaCJIe]l-
cTBeHHO# opmoit juctonnu u 81 - co crnopajudeckoit popmoit. PokasibHasdg Gopma TUCTO-
HUU yCTAHOBJIEHA Yy 73 1pobOaHI0B, cerMeHTapHas - y 28, reHepajn3oBaHHad - y 3-X. Y Bcex
MAIMEHTOB M3 9TOW BBIOOPKM TPOBeJ/ieH CKpuHuHT Ha Hajau4ue geseruu ¢.907-909delGAG B
reie TORIA (DYT1), omHako HEH y KOO u3 OOCJTIEOBAHHBIX WHIMBHUJIOB JIAHHAST MyTallus
He Obl1a obHapy»Kena. CoriacHO JTaHHBIM JINTEPATYPBI, JaHHAsS MYTAIldsi, BIEPBbIE OMMCAH-
nas Ozelius L.J. ¢ coasropamu (1997) 2], siBiisiercst ojiHOI U3 4acThIX IPUYUH PaHHE reHepaJiu-
30BaHHOM (POPMBI ayTOCOMHO-IOMUHAHOTHOMN JTUCTOHUHU, OTHAKO KJIMHUICCKUE ITPOSIBICHIS MY-
TalM MOIYT ObITh BechbMa BapuabesbHBI Jlaxke B Ipejenax ojHoit cembu: 70% ee HocmrTesei
He UMEIOT SIBHBIX IPU3HAKOB JMCTOHUM, a y ocraBmuxca 30% AUCTOHUS BapbUPYET OT JIEIKOM
¢ oKaTBbHON JTUCTOHUH IO OMACHOW /I YKU3HW TeHepaJIM30BaHHON aucToHuu. COorjiacHo Tpeji-
BapUTEJIbHBIM pe3yJibTaTaM HaIero UCcje0BaHusd, o-BuIuMoMy, B PB aTa MmyTanus sasisgercs
KpaiiHe pelKoil HPUIMHOU TOPCUOHHON JIUCTOHUU.
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