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Beenenue

Bpoxnennsiii cunzmpom ymmmHeHHoro uHTepBaia QT (CYUQT) — anekrpuueckoe
3a00JeBaHUEe Cep/illa, XapakTepusymleecs couetanuem ymmmHeHus uareppaia QT na OKI u
IIaPOKCHU3MOB TaXMKapIui, KOTOPbIE KIMHUYECKU MPOSBIISIIOTCS CUHKONAIbHBIMU COCTOSHUSIMU
u Mmoryr crate npuunHod BCC. B Hacrosimiee BpeMs poilb T'€HETHUYECKHX METOJI0B
HCCICA0BaHUS B JuarHocTuke 1 BeAaeHuu namueHToB ¢ CYMQT ocraercs HesICHOM.

Mean uccaenoBanus

Onpenenutb 3pQGEeKT OT NPUMEHEHHs METOAOB TE€HETHYECKOIOo TECTUPOBAHMS IpU
YCTaHOBJICHHOM WJIK Tipeanoaraemom auarnosze CYHUQT.

MartepuaJjbl 1 METOBI

Hamm Obu1 mpoBemeH TMOMCK W OTOOp pEe3y/bTaTOB HAYYHBIX HCCIEIOBaHUM,
cUcTeMaTHYecKuX 0030pOB, METa-aHAIM30B U HE3aBUCUMBIX PEKOMEHIalui, N3JaHHbIX HE paHee
suBapst 1995 roma, omyOnmMKoOBaHHBIX B OuOmorpaduueckoit 6ase crareii HammonanpHOI
mequiackoi Oubnmoreku CIIIA MEDLINE u mOCBAIIEHHBIX OIPEACICHUIO KPUTEPHUCB
MH(OPMATUBHOCTH, JUArHOCTUYECKOM, MPOTHOCTUYECKOW U TEparneBTUYECKON 3HAYMMOCTH
MOJIEKYJISIPHO-T€HETUUECKOI0 TECTUpOBaHUs npu BpoxkaeHHoM CYUQT.

Pe3yabTarsl

IIpy wncnosnb30BaHMM B KAYECTBE 30JI0TOrO CTaHAAapTa KIMHUYECKOTO JHarHosa
YYBCTBUTEJIBLHOCTh MOJIEKYJISIPHO-TeHeTH4Yeckoro tectupoBanus (MI'T) HaxonuTcs Ha ypoBHE
72-91%. HauOonpuryto mpeacka3zaTelbHYI0 LEHHOCTh METOJ IOKa3bIBaeT JUIs MAlMeHTOB C
BBICOKOM MPEATECTOBOM BEPOATHOCTBIO HAJIMYMS CHHIAPOMA. B CBS3M C 3TUM METOJ HE MOXKET
ObITh PEKOMEHJIOBAH JUIsl MEPBUYHOIO CKPUHUHIA ACHUMITOMATHYHBIX MAI[MEHTOB, OIHAKO
MOKET ObITh 3(PPEKTUBEH A MOATBEP)KICHHUS IMarHo3a y MalHdeHTOB, KOTOpPbIE YAaCTHYHO
ynosiaerBopsitoT kputepuam CYUQT. OmnpeneneHne MyTaHTHOIO I€éHa MOKET MMETh Ba)XKHOE
3HAYCHHE TIPU BHIOOPE MOJIXO0JI0B K KOHTPOJIO 3aboseBanus. OnpeneneHne HEmoCcpeCTBEHHON
JOKaJgu3alMid MyTallMM B T€HEe M €€ THIlAa IO03BOJIAIOT JOOMThCS eme Oojiee TOYHOU
cTpatudukalMu pucka. XOTS Mbl NPUIUIM K BBIBOAY, 4YTO pe3ynbratel MI'T moryr
MCIIOJIb30BAThCS ISl CTpAaTU(UKALMU pUCKAa U MOAOOpa ONTUMAJIbHOW TEepaluu, B HACTOSILEE
BpeMsl OTCYTCTBYIOT HCCIIEIOBaHMs, OlleHHBaroue 3(p(eKkT Kak oT cTpaTU(PHUKAIMKU pUCKa B
o0miemM, Tak M OT TEHETHYECKOrO0 TECTHMPOBAaHUS B YACTHOCTH. DBIM3KUM pPOACTBEHHHKAM
naquentTa ¢ CYHMQT pexkoMmeHayercs IpOBEJEHUE CKPUHHMHra. B ycloOBHAX BBICOKOH
MPEITECTOBOM BEPOSITHOCTH PE3yJbTaThl TECTUPOBAHUSA MOTYT OBITh OCOOCHHO IOJIE3HBI JUIS
POJCTBEHHUKOB MAIMEHTA, KOTOPHIE HE HMMEIOT KIMHUYECKHX IPOSBICHUN HIM YaCTUYHO
YIOBJIETBOPSIFOT TUarHOCTUYECKUM KPUTEPHSIM.

BriBoabI

1. MI'T — uyBCTBUTENbHBIM METOJ JUArHOCTUKH IPU YCIOBUU BBICOKOM IPEATECTOBOM
BepositHocTH CYUQT. 2. MI'T s¢¢dexkTuBHO Kak METOJ CKPHUHHMHIA CpPEeId pPOJICTBEHHHKOB
npobania, Ho Hea((HEKTUBHO Ul CKPUHUHTA CPEIU MAalMEHTOB C HEOTSTOIIEHHBIM CEMEWHBIM
anamue3zom. 3. MI'T y nanmentoB ¢ CYUQT moxxeT npuMeHSTbCs JUIsl CTpaTU(UKAUN PUCKA U
ONpeeNeHUs TAKTUKHN JICUCHHUS.
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