MATEPUWA/IbI KOHTPECCA

M69

TEHETWMECKUE NPUYUHDBI NOPAXKEHNA NEYEHN

© Haszapos B.JI., Jlanun C.B., Cozosin M.A.

[epsbiit Canxr-IleTepOyprekuii rocyaapcTBeHHbIH MEAUIIMHCKUM yHUBepcuTeT uM. akan. M.I1. ITaBnoga.

197022, Cauxt-IletepOypr, yiu. JIsBa Tosctoro, a. 6-8

Knrwowueewie cnosa: MOopaXC€HUEC MEUCHU, TCHETUYCCKUC TPUYUHBI

BBENEHUE

HawnGonee pacrpocTpaHEHHBIMU T€HETHYECKH-
MH NOpPUYMHAMH MOPAXEHUS TEUEHU SBISIOTCS
anbda-1 aHTUTPUTICHH HEAOCTATOYHOCTH, HACIE -
CTBEHHBI TeMOXpPOMaTO3, a TaKXke 00se3Hb Buib-
cona-KonoasioBa. B ¢Bsi3u ¢ 4aCTHBIM OTCYTCTBH-
eM cruenu(pUIecKnX NPOSBICHUH W pPa3MBITOM
CUMIITOMaTUKOW JaHHBIE CHHAPOMBI OCTAIOTCS
HC MOATBECPXKIACHHBIMH, YTO BECIACT K HeO6paTI/I-
MBIM KIIMHUYECKHUM I10CIIEACTBUAM.

HE/Ib UCCIAENOBAHUA

Pa3pa60TI<a KOMILIIEKCHOI'O T'€HETUYECKOTO 00-
CJICJO0BaHNA HAa 'CHETUYCCKUC NMPUYMHBI ITOPAKE-
HUA TICYCHH.

MATEPUA/IbI U METObI

Jnist ompeneneHusT MaTONOTHYECKUX aliesiei
PiZ u PiS rena SERPINAI, C282Y u H63D rena
HFE w H1069Q rena ATP7B Obuia pa3pabotana
cuctema I[P peanbHOro BpeMEHH € UCIOJIb30Ba-
HuemM TagMan mpo6 (ThermoFisherScientific,
CIIA). Hdns pa3paboTKH KOMIUIEKCHOTO MeETOoa
1a00paTopHOTO OOCIEOBaHUS HAa TCHETHYECKHUE
MPUYUHBI TOPAXKCHHUS TIeYSeHH OBbUTH COOpPaHBI JBE
TpyINBl IMAMeHTOB. B mepByro rpymiy BXOIHIIO
30 GonbHBIX ¢ HeAU(PEepEeHIIMPOBAHHBIM TOPaKe-
HHUEM II€YEHH, y KOTOPBIX OBUIN HMCKIIOYCHBI BH-

pPYCHBIC, TOKCUYECKHE U ay TOUMMYHHBIC TTPUIHHBI
3aboneBanusi. Bo BTOpyr rpymimy BXOIMIH JTOHO-
PblI KPOBU OTPHULATCIIBHLBIC HAa HOCUTCIILCTBO BHU-
pycoB renaruta B u remaruta C, y KOTOpbIX HE Ha-
OJr0/1a510Ch 1a00PATOPHBIX U KIMHUYECKUX TPO-
SIBIICHUH MopaxkeHus: nedeHn. C UCTOIB30BaHUEM
pa3pabOTaHHOTO KOMIUIEKCHOTO TMPOTOKOIA OBLIO
MIPOBEICHO 00CIeI0OBaHNE B ABYX T'PYIIIax.

PE3Y/IbIATDI

IIpoBenaénnas Banuaanus W CTaHAapTU3ALUS
meroznoB I[P B peanbHOM BpeMEHHU ISl UACHTH-
¢ukanuu myrtanmii B reHax SERPINAI, HFE,
ATP7B moka3aiia BBICOKYIO JIa0OpaTOpHYIO UyB-
CTBUTEIBHOCTh TECTOB U X p0OACTHOCTH. Bo BTO-
po¥ rpy1re NalueHTOB HU y OJIHOTO U3 JOHOPOB
He OBUIO OOHApYKEHO MATOJOTHYECKUX H3MEHE-
Hull. B nepBoii rpynmne nanuenToB y 55% narueH-
TOB OBUIM BBISBIICHBI TeHETHYECKHe abeppanuu
B OJTHOM U3 UCCJICAYEMBIX TCHOB.

JAKJAHYEHUE

PacnpocTpaHéHHOCTh TE€HETUYECKUX CHHAPO-
MOB, ACCOITMUPOBAHHBIX C TTOPAKCHUEM ITEYCHHU, OT-
HOCHTEIBHO BBICOKA y MAIIMEHTOB, Y KOTOPBIX OBLIN
WCKITIOYCHBI BUPYCHBIC, TOKCHYECKHE U ayTOUM-
MyHHBIE 3a00eBaHus redeHu. KomruiekcHoe reHe-
THYECKOE OO0CIICIOBAHUE IO3BOJISICT IOJITBEPAUTH
OCHOBHBIE HACJIECTBEHHBIE 3a00JI€BaHUs TICUEHHU.
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