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U3YYEHUE U3MEHEHUSA YPOBHSA OTAEJIbHBIX (I)PéI{]_IHI?'I TITMKO3AMUWHOIJIMKAHOB
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HanHast paboTa BBIITOJHEHA COTPYIHUKAMM LIEHTPA C LB COBEPLISHCTBOBAHMS METOIOB TMATHOCTHKH,
MpeAyTIPEXKICHUS M KOPPeKUMN Oose3Hell HakoruieHUs1 (MyKoIoaucaxapyuao3oB). Mykononncaxapuiozbi
(MIIC) nensit Ha 6 OCHOBHBIX TUITOB, MUddepeHIMaNbLHAS TUarHOCTUKA KOTOPBIX MMEET NPUHIIUITUATIBHYIO
poJIb LIS BLIOOpA JledyeHns U nportosa uist ceMbu. s mmarHoctukn MITC npUMeHSIIOT pa3inyHble METO/IH:
dbepmenTaTuBHBI, U3ydeHUe dpakumnit Al MeTomoM TOHKOCTOMHOM XpoMaTorpaduu wiM anekTpodopesa,
JHK-anarHoctnka m ap. Msyuenme c¢pakumit AT MeTtomom ToHKocnoiiHoi xpomatorpadpuu (TCX)
no3BosisieT auarHoctupoBath IV tunm MIIC u mpoBecTu npeasapuTenbHylo TM(GhEPEHLIMPOBKY MEXIY
OCTAJILHBIMM THUTIAMH C LIEJIBI0 YIIPOLICHUS TIOCIEOYIOLICH YTOUHSIOUICH OTUAarHOCTUKU (hbepMEHTATUBHEIM
MeTonoM. B paMkax maHHo#i paboThl OBLIO NTpoaHTM3UPOBAHO 125 00pa3lioB MOYM MAIMEHTOR ¢ KJIMHUYEC-
kumu mipuzHakamu MITC. O6cnenoBaHue MalMEHTOB IMPOBOIMIM C TPUMEHEHUEM TIeHealloTMYecKoro,
CUHAPOMOJIOTHUYECKOTO U 6MOXUMHYeCKMX MeTonoB. Ob1uee KonnyecTBo Al B Moue onpenenasiim MeTonoM
(OTOKOJIOPUMETPUM C MCIMOJB30BAHUEM UETWINUPUHYMXJIOPMIA M CIEKTPOMEPUU C WCIOJIb30BaHUEM
MeTuneHoBoro roayboro. JuddepenuupoBky dpakiuii 'AI' npoBomuau metonom TCX. B pesynbrate
BBLINONHEHHOI pabothl B 23 (18%) ciyuasx Oblna BbIsIBIeHa TOBBIIIeHHas sKckpels [AT ¢ Mouoit, B 10
ciyvanx (8%) 6bLIO BLISIBJICHO TTOBHIIIEHUE AepMaTaHCyIbdara, rernapaHcyibhaTa i XOHIPOUTUHCYIB(]ATOB,
yTo MoxkeT yKasbiBaTh Ha MIIC I, II uau VI tuna, B 9 (7%) ciaydasx ObLIO BHISIBIEHO TTOBBILIEHUE YPOBHS
renapancyibdata, uto XapaktepHo wisg MITC 11 wim VII tuna, B 1 (0,8%) cayyae Ob110 BBISIBICHO [OBBILIEHHE
YPOBHS KeparaHcyibdara, BbIBeJeHWEe KoToporo ¢ mouol cesizaHo ¢ MIIC 1V tuma. Takum obpasowm,
BHEIPECHHUE MCCIECOOBaHUS 3KCKpeluu oTaeiabHbiX ¢dpakuuid A ¢ moyoit metonom TCX mnosponsior ¢
BBICOKOH BepogTHocThIo Tipemosoxuts MITC 1, IT uan VI tuna, Tak Kak npu 3THX TUMNAax Habiroxaercs
pe3koe noBuilieHUe 3Kckpernn Al ¢ Mouoit u ompenensiroTesi ppakuuM AepMaTaHCyldbgara U rernapaH-
cyabdara. JlaHHbli MeToa HepocTaTouHO 3ddekTrBeH s mmarHocTHKM MITC 111 Tuma, Tak Kak B MATKUX
(opmax asToil Ooe3HU HakomieHus obiias skckpeuus [AI' MoxeT ocTtaBaThesi B Mpenenax HOPMBL MIH
HE3HAUYUTEJIbHO MOBLILIATBLCS, YTO 3aTPYAHSIET AMAarHOCTUKY YKa3aHHBIMM METOIAMM.
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ACCOIMALIUA ITOJIMMOP®HbBIX BAPUAHTOB 'rEHOB CUCTEMbI ®OJIATHOTI'O LIUKIJIA
CCUHAPOMOM ITPAJIEPA-BUJLIIA

= YKpauHcKuti uHCmumym KAUHUYeCKol eeHemuKku XapoKoecKoeo HAUUOHANbHOZ0 MeOUUUHCKO20 YHusepcumema, Yipauna
2~ Xapekosckull cneyuanu3uposannuili meduko-eenemureckuil yenmp, Yxpaura
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Cunnpom Ilpanepa-Bunnu oTHocuTcs K peakKUM (opMaM MOHOTEHHOM IaToJIOTMM, K KaTeropuu
OHKOIEHETUYECKMX CUHIPOMOB M sIBJISIETCST OMHOM M3 (hopM srmuTeHeTHYecKNX 6osesHeit. Okono 70% ciyyaes
3abosieBaHMs 00ycioBIeHO MUKpoaeaeluaMu 15q11-ql3 oTHoBCKOro MmpoucxoxineHus, okono 25% ciyyaen
BHI3BAHO MATEPUHCKON OIHOPOAMTENBLCKONW MUcOMUEi, okoso 5% ciyyaeB 3abosieBaHHE OOYCIOBIEHO
TPAHCIOKALMAMHU YKa3aHHOIo cerMeHTa 15 XxpoMocoMBl. B 3THX ciryyassx pycK BOSHUKHOBEHMS TTOBTOPHOTO
3aboJieBaHMsI B CEMbe OLICHMBAETCS KaK BICOKUIA, 6iu3Kkuit k 50% u 3aBUCHUT OT noJia repeIaroliero poamuTes,
YTO CBSI3aHO C TEHOMHBIM UMITPUHTHUHTOM. B reHese pasBuTHs HEONJacTUYECKUX MPOLIECCOB MPU CUHIPOME
[Mpanepa-Buian uMeroT OonblIOe 3HAUEHUE SMHUreHeThyeckue HapyueHus. Llensio Haulero uccienoBaHus
OBLIO MCCeIoBaAHKE TTOJUMOPMHBIX BAPUAHTOB IeHoB cucTeMbl osatHoro nukna (C677T MTHFER, A66G
MTRR) nipu ogHo# 13 GOpM OHKOIEHETHYECKMX CUHAPOMOB - cuHapome [panepa-Bummm mist paspaborku
TTOAXOMOB K TMPOMUIAKTHKE OCIOXHEHWM B TeucHUE 3aboeBaHUS, B TOM YHUCJIE WM OIYXOJEBOrO POCTa.
ObcaenoranHo 11 donpHBIX ¢ cuHApoMoM [lpamepa-Buanu B Bospacte oT 1 go 18 jer. Mcmosb3osaHh
COMATOT€HETUYECKOE MCCJIEIOBAHUE C CHUHIPOMOJOIMYECKHM U KJMHMKO-TE€HEAJIOTMYeCKMM aHaIUu3amy,
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