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Cunnpom Jles (CJI) wim momoctpasi HEKPOTU3UPYIOMIas dHIIE()ATOMHUONATUSI — 3TO PEIKOE,
MaJOM3Y4YeHHOE, HAaCJEeJCTBEHHOE, T'€HETHMYECKU TeTeporeHHoe 3a0ojieBaHWE M3 TPYIIIbI
MUTOXOHIPHANBHBIX JHIe]amoMuonatuii. B Hacrosimee BpemMs MeIuIMHA CHOCOOHA JUIIb B
HE3HAYUTENbHOM cTeneHu o0aeryuTh nporekanue CJI 6e3 Hamex bl Ha u3j1eueHrue. DTO BhI3bIBAET
HEO0XOAMMOCTh JAETAIBHOTO U3YUYECHHUS ATOr0 CHHAPOMA €CIIH He JJIs HaXOXKIACHHUs TTaHAalleH, TO JJIs
0oJjiee yCIEUIHOr0 COMPOBOXK/ICHUS MAIlMEHTOB, a TAKXKE MOMCKOB BO3MOKHBIX OOXOJHBIX MyTEil B
060pn0e ¢ HEOOPATUMBIMHE MTOCIICICTBUSMHU.

CJI moxeT HacnenoBarbCsl IO MHUTOXOHAPUAIBHOMY, ayTOCOMHO-PELECCUBHOMY M X-
CIEIUICHHOMY peneccuBHOMY Tuily. Oxono 20-25% ciydaeB CHHIpOMa BbI3BaHBl MYyTAIlUSMU
Mt/IHK, a 75-80 % - sanepnoit JTHK.

Yame Bcero Hayasio 3a00JieBaHUsl IPUXOAUTCS HA MEPBbIE OBl )KM3HU U B OOJILIIMHCTBE
ciy4yaeB ocTpo He nposieisierca. OcHoBHbIMU cuMiitoMaMu CJI sBisitoTes moTepss ICUMXOMOTOPHBIX
HAaBbIKOB, Pa3BUTHE JU(PPY3HONW MBIIIEYHOM T'MIIOTOHUH, MOSBICHUE HAPYLIEHUN BCKapMIMBaHUS
(0OBIYHO CBSI3aHBI C OCNAOJIEHHEM MBIIIEYHOTO TOHYCA, OTKa3 OT €/bl, HEOOBSICHUMBIE PBOTHI),
94acThId OECIPUYMHHBIN KPHUK, MOBBIIICHHAS BO30YIMMOCTh HJIM COHJIIMBOCTh, MHOT/IA TOSBIISIFOTCS
SMUJIENTUYECKUE CYI0POTH, IPEUMYIIECTBEHHO MUOKIIOHUYECKOTO XapaKTepa.

BersicHeno, 4ro cambpIM 4YacThiM Omoxummueckum gedextom mnpu  CJI  sBusercs
HEJ0CTaTOYHOCTh KoMIuiekca [V npIxaTenbHON e MUTOXOHIpUN IUTOXpoM c-okcuaasbl(COX).
benopycckumu  crenpanucraMyd  IPOAHAIU3UPOBAHBI  OMOXMMHUYECKHME U MOJEKYJSPHO-
renetnyeckue xapakrepuctuku CJI (11 manuento). JJokazaHo, 4TO OCHOBHBIMU OMOXUMUYECKUMU
MapkepaMy 3a00JIeBaHMsI SIBJSIIOTCS YMEPEHHOM CTENEHU JaKTaTalluJeMus U THIepalaHMHEMUS,
KOTOpBIE OTPaXKaroT CYOKOMIIEHCHUPOBAaHHBIM MeTabonndeckuidl anuno3. B Hamielt ctpane camoit
pacnpoctpanennoi npuunno CJI sinsercs nenenus 845delCT B ssmepuom rene SURF1.

JlmarHocTrka JaHHOTO 3a0O0NieBaHUSl 3aTpyJHEHA M HE MPOBOJUTCS B TMpEHATAIbHBIA U
HEOHATAJIbHBIN neprobl. [lepBoHavaIbHbIA AUArHO3 CTABUTCA HA OCHOBAHUU MPOTPECCUPYIOIIETO
HapacTaHusi HEBPOJOTMYECKHX PACCTPOICTB, KOTOPBIE YKa3bIBAlOT HA YAaCTUYHOE MOPAKEHHE
Ceporo BEIECTBAa MO3ra W BO3MOXKHOE HaJM4Msl MOBTOPHBIX CilydaeB 3a0oyieBaHUsA B ceMbe. B
Hacrosinlee BpeMs HaiaeHo 17 renermueckux BapuaHToB CJI, M3 HMX TOJNBKO 2 TOJBEpraroTcs
JAHK-aunarnocTuke.

Ha nannbiii MmoMeHT, CJI He MMeeT yclenIHOro MEJUKaMEHTO3HOrO JiedeHns. B oCHOBHOM
OKa3bIBaeTCsl HUCKJIIOYUTENBbHO CUMIOTOMaTudeckod JiedeHwe. OnaHako celyac MPOUCXOTUT
tectupoBanue mnpenapara EPI-743 s nedenus nanHoro paccrpoiictBa. B 2016 rony B mepBbie
ObUIO yIayHO MPOBEACHO POXKACHNUE peOeHKa OT TpeX poJauTenel (MUTOXOHIpHallbHas Tepanus). B
JAHHOM cllyyae Oblla MpUMEHEHa TEXHHKa «BEPETEHOOOpa3HOTO SIIEPHOrO MepeHocay. 310poBoe
MaTEpUHCKOE sSIIPO OBLJIO TEpeHeceHO B 0e3bsSACPHYI0 JOHOPCKYIO —SHIEKIETKY. OTO
CBHJIETEJILCTBYET O BO3MOXKHOCTH COBPEMEHHOM MEIUIIMHBI IPEJOTBPATUTH 3TO 3a00JIeBaHNUE.
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