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JIHK-TIOJIMMOP®U3MBI B TEHE OIITUHEBPUHA V BOJIBHBIX ITEPBUYHOM
OTKPBITOYT'OJIbHOM T'JTAYKOMOM B CAHKT-IIETEPBYPI'E

I'maykoma oObequHseT OOJbIIYIO TPYIITY 3a00J€BaHMA IJ1a3a ¢ Pa3IUYHON ATHOJIOTHEH, HO
HUMEIOIIUX PsIl 00IMX 0COOEHHOCTEH B MaTOreHes3e, KIMHUKE U MeToJax JiedeHus. [l rmaykomsl
XapaKTEepHO IMOBBIIIEHNE BHYTPUIVIA3HOTO JABJIEHUS 3a MPEIEINbl TOJEPAHTHOTO AJI 3PUTEIBHOIO
HEpBa ypOBHS, Pa3BUTHE MPOTPECCUPYIONIEH ONTUYECKOW HEHPOMATHH ¢ MOCeayromen arpodueit
TOJIOBKU 3PUTEIBHOTO HEPBA U BOSHUKHOBEHUEM TUITMUHBIX JIE(EKTOB MOJIS 3PEHUSI.

[lepBuunas otkpeiToyroipHas riaykoma (ITOVYI) saBmsercs Hambonee dwactor (opmoid
rmaykoMel. OHa SIBJISIETCS OJHOM W3 TJABHBIX NPUYMH CIA0OBUICHHMS M CIEMOTHl CPEIu JIMIL
TPYAOCIOCOOHOIO BO3pacTa B Pa3BUTBIX CTPaHAaX M, HECMOTpPS Ha JOCTUTHYThIE yCIIeXH B €€
JeyeHuH, Ooyiee TMOJOBHUHBI OOJBHBIX MPOAOIKAIOT TEpsATh 3puTelbHble ¢QyHKIMU. Eé
pacnpoCTpaHEHHOCTh YBEIWYMBAETCSI C Bo3pacToM. KoBapcTBO TIJIayKOMBI 3aKJIIOUAeTCsl B
0eCCUMITOMHOM €€ TeYeHUHM Ha HayaJIbHBIX 3Talax, a CyLIECTBYIOIINE AMArHOCTUYECKHE METOJIbI
HE BCErJa MOTYT OOECHEeUUTh paHHEE BBISIBICHHWE IAHHOTO 3a00JeBaHUS. 3HAUUTENbHAs OIS
cilyyaeB 3a0oyieBaHUSl TMEPBUYHOM  OTKphITOyronbHOM rnaykomoil (IIOYI) renermuecku
oOycnoBieHa. PonctBennuku 6onbHbIX [IOVYIT mepBoii cTemeHu pojcTBa MMEIOT MOBBILICHHBIN
PHUCK pa3BUTHS ATOTO 3a00J€BaHMS, KOTOPBIH B CEMb-JECATh pa3 BhILIE MO CPABHEHMIO C OOLIeH
nomyssinueii. IMEHHO mosTOMY ISl HUX TaK BajkHAa CBOEBPEMEHHAs JMArHOCTHKA 3a00JIEBaHUS C
Ha3HAYEHUEM NPABUIIBHOTO JICYEHUS 3pUTEIILHOTO HEPBA.

I'en OPTN, kaptupoBaHHbIii Ha Xpomocome 10pl4, kogupyeT O0el0K ONTUHEBPUH, KOTOPHIH
CEKpPETHpPYETCSd B CETYAaTKE IJa3a W, BEPOSITHO, BBINOJHAET NPOTEKTUBHYK pPOJb B KIETKAaX
TaOeKyJIsIpHOH ceTH. BO3HMKHOBEHHE MEPBUYHON OTKPBITOYTOJBHOM INIayKOMBI 4acTO CBSI3aHO C
HaJIM4ueM MyTaiuii B rene ontuHeBpuHa (OPTM).

[lenbto naHHON pabOTHI ABJISETCS ONpEAEIEHUE CIIEKTpa U YaCTOThl BCTPEYAEeMOCTH MyTaluii
B rene ontuneBpuHa (OPTN).

B komnekuuu JIHK OGonbpHBIX mepBUYHON OTKpbITOyronbHOM riaaykomoil (IIOVI') Cankr-

[leTepOypra npoBeieH MOUCK U3MEHEHUH MOCIIE0BATEIbHOCTH YETBEPTOrO U MATOrO SK30HOB I'eHa
ontuHeBpuHa (OPTN), B KOTOpBIX JIOKaIU3yeTCsl OOJBIIMHCTBO OOHAPYKEHHBIX B MUPE MYyTallUi.
Hccnenyemslit yuacTok Obl1 ammnguiponan MmerogoM [I1P. 3arem nomyuenHsie 00pa3ubl ObuIH
WCCIIEZIOBAaHBl C TOMOMIIBIO aHaMM3a KOH(POPMAIMOHHOTO MOJUMOpGHU3Ma OTHOHHTEBBIX
¢parmenroB JIHK (SSCP-ananu3a) Ha Haniuuue MyTalMOHHBIX U3MeHeHHH. OOpasubl ¢
QHOMAJIBHOM  3JIEKTpO(OPETUUECKOW  TOABMXKHOCTBIO ~ CEKBEHHpOBaJUCh. B pesynbrare
UCClIeI0BaHMs OBLIH MOJTyUeHBI CIEAYIOIINE PE3yIbTaThl:
1) Iomumopdusiii Bapuant L4I1L (c. 4330>A) B 4-m sx30He reHa OPTN waiimen y 5 (2.9%)
npo6anoB ¢ IIOYT u He HalineH B rpynne koHTpois. Penkuil amtens A nomumopduzma MISK. (c.
603 T>A) B nmocnenoBarenbHOCTH 5 3k30Ha reHa OPTN naentudunmposan y 11 (6.5%) npodannos
¢ [IOVYT u y ognoro nauuenta (1%) B rpymnme KOHTPOJIS.
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2) Tlomumopduserii amtens L41L MOXeT ObITh BBISBICH IO HCUC3HOBEHHUIO CalTa PECTPUKIINMHU
SHNIOHYKJIEa3bl Pstl, a penkuil monuMopdHBINH amiens Bapuanta M9SK 1o mNosBIEHUIO caiita
pectpukuuu SHIOHYyKIea3bl Stu I, HocurtensctBo ammens K momumopdusma MISK moxer
paccMaTpuBaThCs Kak GakTtop pucka passutus [IOVT.

3) Myrtamus ES50K (c. 458 G>A) B yerBepToM 3K30He reHa OPTN, cBoWcTBeHHash OOJBHBIM
IJIayKOMOM TICEBIOHOPMAJIbHOTO JIaBJICHUS, B UCCIIEJOBAHHOW BBIOOpKE HE OOHApy KeHa.
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