lpunoxeHue

toro, mpu BKJI Obuta n0Ka3aHa 3HaUNTeNbHAS aKkTHBanus Ras/
Raf/MEK/ERK — kackana [Tiacci E. et al.; Slupsky J. R. et al.,
2007]. lenp HACTOSIIETO — BBIABICHHE MyTarun BRAFVY6E
y GompHBIX BKJI ¢ moMoumpio aMIiupuKaiin COOTBETCTBY-
IolIero yvactka rena BRAF u cexeHupoBaHus no Cenrepy
noiaydeHHoro amiuindukara. bomee Toro, mpeamonaranochk
OLICHUTHh MOTCHIHAJIBHYIO MPUMEHUMOCTh JJaHHOH METOIUKH
B nuddepennuansHoit auarnocruke BKIL

Mamepuanst u memoowi. B wccnenoBanue BKIIOYEHBI 14
60sbHBIX ¢ TUIMYHOHN Popmoit BKII, 9 — ¢ BapuanTHO# Gopmoii
BKJI u 7 — ¢ muMp oMol MapruHaIbHON 30HBI CEJIE3EHKH.

Pesynomamut u odcysycoenue. ViccnenoBanue mnokasasuo, 94To
y OOITBHBIX B KPOBH, KOTOPBIX, MO TAHHBIM UMMYHO()EHOTUITHPO-

BaHUsL, JI0JI1 BOPCUHYATHIX JTUMQOIUTOB cocTasisuia bonee 20%
(y 7 u3 14), BeiOpaHHas METOJMKA MOKA3bIBACT HAIMYHUE MYTa-
MM, B OCTAJBHBIX CIIy4YasX €€ UyBCTBHTEIBLHOCTH OKa3bIBACTCS
HenoctatouHo. Bno6aBoxk, y 4 (44%) n3 9 605bHBIX ¢ BAPUAHTHOM
¢opmoii BKJI, Toxxe 0OHapY KW MyTaLHIO, YTO IPOTUBOPEUUT
Oosee panHUM JaHHBIM nuTeparypsl [Tiacei E. et al., 2011]. Hu B
OJIHOM city4ae JTIMM(OMBI MapPTHHAIBHOM 30HBI CENIEe3eHKH MyTa-
s He OOHapyKeHa.

3akniouenue. IlonyueHHble pe3yabTaThl CBUACTEIBCTBYIOT
0 Gonbmiom 3HayeHuu myTtanud BRAFYVE s nuddepeniu-
anpHON auarHoctuku BKJI m HeoOXomuMocTu BbIOOpa WM
co3maHusl 0ojee YyBCTBUTEIBHONW METOIHMKH AJISI €€ Ompeie-
JICHUS.

NHTeHcMBHaA Tepanus TAXKeNOro Te4eHNA OCTPO NnepemexatoLienica nopeupun
K.B. Alukos, E.M. LLynyTko, T.E. [nyxosa, B.M. Topoaeuknin
OrBY lemaTtonornyeckmin HayuHblin LeHTp MrH3gpascoupassuTma Poccumn, Mockea

Beeoenue. Ilopdupun — rpymnna peaxkux 3a00s1eBaHUM, Bbl-
3BaHHBIX TCHETHYECKU OOYCIIOBICHHBIM HapyLIEHHEM IIyTH
O6uocuHTe3a rema. HauGonpliuii MHTEpEC s CIEIHAINCTOB
110 MHTEHCUBHOW MEIMLMHE TPEICTABISAIOT OCTPbIE TOPYHUPHUH,
TaK KaKk OHH MOTYT JeOHTHPOBaTh YIPOXKAIOIIMMU HEBPOJIO-
THYECKUMH OCIIOKHEHHSIMHU M TPeOOBATh JICUEHUS B YCIOBHUSIX
OTJeNieHUs] peaHuManuu. HemooreHka Ba)KHOCTH 3HAHUS CUM-
HNTOMOKOMIITIEKCA OCTPBIX MOPGUPUIl IPUBOAUT K 3aM030aJI0N
JUAarHOCTHKE, HETPaBHIBHOMY JICUEHHIO M HEOIaronpusTHBHIM
ucxonam. IIpu OTCYTCTBHM Jieue€HUS Yy MAIMEHTOB BO3HHKAET
MOTOpHAsi HEHpOMAaTusi: MbllleuHas c1ab0CTh, MEPEXOAsIas B
TeTpanapes u BsUIyI0 TeTparuleruio. Pa3BuBaercs mapaind aua-
(hparmMbl, BCIIOMOTATEIBHOW JBIXAaTEIbHON MYCKYIaTyphl, TO-
JIOCOBBIX CBSI30K, MYCKYJIATypbl MATKOTO He0a, MBI BEpXHEH
TPETH MUIIEBOAA. DTO MPUBOIUT K HEUPOMBIIIIEUHOH TbIXaTeIb-
HOH HEJOCTATOYHOCTH. B OTCYTCTBMM NaTOreHEeTH4ecKoro Jie-
YEeHUs MPOrpeCcCUpyeT HAPYILIEHUE CO3HAHUS BIUIOTH 1O KOMBI
BCJIENCTBUE MOpPHUpHUIECKO dHIehanonaTHu. JmuTenpHas uM-
MOOMIIM3AIMS OCJIOKHIETCS HO30KOMHAIBHBIMU HH(EKIUIMHU
U CUHIPOMOM runepkaradonusma. CMepTh MAlEHTOB HACTY-
[aeT, KaK MPaBUJIO, OT OCJIOKHEHHUH, H3JIeYeHne KOTOPhIX He-
BO3MOXHO 0e€3 aJleKBaTHOM Tepanuy OCHOBHOTrO 3a00JieBaHUS.
Ienp nccnenoBanus — onpeeneHne Hanbouee 4acThIX OCIIOXK-
HEHUH TSHKEIOro TEUSHHs] OCTPOH mepemexarolieiics nopu-
PUH M METOABI MX JICYCHHUS.

Mamepuanwt u memoost. PETpoCIeKTUBHBIN aHATN3 TEUECHUS
3a0os1eBaHust y 9 OOJNBHBIX OCTPOW TepeMexaromieics mophu-
pueii (OIIIT), HaOnrogaBIIMXCs B OT/AEICHUN aHECTE3HOJIOTHH U
peanumaronoruu (OAP) I'eMaronoruyeckoro Hay4yHoOro IEHTpa
¢ 1996 mo 2010

Pezynomamot u oocyycoenue. B ananuzupyemoit rpymre mpe-
00manatoT OosbHBIE XKeHcKoro mnonia — 8 (89%). Cpennuii Bozpact
28 5eT, cpeHss IUTeIbHOCTh NipeObiBanus B OAP — 98 iHeid, pu
stoM jutenbHo (Oonee 10 nueid) B OAP nadmonanmucs 7 (78%)
JKCHIIIUH, Y HUX CPCAHASA TPOAOJDKUTCIBHOCTD HpeGbIBaHI/IH B
OAP — 125 naneit (ot 63 1o 260 nueit). Hanbonee Tsoxenoe teue-
nue OIIIT 6610 0OYCIIOBIEHO 3aI103aI01 IUArHOCTUKOM U Jieue-
HueM. CpenHsisi IPOIOJDKUTENILHOCTh OT Hadasa 3a00neBaHus 10
niepeBoyia B crierpanuzupoBannoe OAP cocrasuia 31 nens (ot 18
10 67 nHeit). OCHOBHBIMH OCJIOKHEHHUSIMHU, 00YCIIOBIMBAIOLIUMU
JUTMTENBHOCTH TipeObiBanus B OAP, Oblin: TeTparuierus ¢ nape3om
JIBIXaTENIbHOM MYCKYJaTypbl, TpeOyrolas anurelbHoi (0T 14 10
300 nueit) ckyccTBeHHOM BeHTHisiumu Jierkux (MBJI) — B cpen-
HeMm 112 nneit. lnurenbras ummoounu3zanus, IBJI, npeObiBanue

B OT/JIE€JICHUU PEaHUMALIMU HEU30€KHO OCIIOKHINCh PELUIUBUPY-
IOIMMHU I/IH(I)GKLH/IHMI/I: JaCcTOTa MHEBMOHHH, KaTCTCPACCOLMHUPO-
BaHOM MH(DEKIIMN MOYCBBIBOJISAIINX ITyTEH U cercrca (B TOM YUCIIe
KareTepaccoluupoBaHHoro) cocraswia 100%, ocrporo Oecka-
MenHoro xoneructura — 14%, uadexpn [THC — 28%. [Tpuuunoii
undekuun [[HC sSBIsiocs 0CIOKHEHHOE TCUCHUE CHHYCHTOB, HX
YacToTa Cpeiu Bcex manueHToB coctaBumiia 90%. Cremyromum
OCJIO)KHCHHEM, OGyCJ'lOBJ'[CHHI:IM JUINTCJIBHBIM OTCYTCTBHUEM aICK-
BaTHOW HYTPUTHABHOM ITOAJEPIKKH HA IPEBITYIIEM dTaIe roCIu-
TaJIM3aliH, a TAKXKE CHHAPOMOM T'HIIePKAaTabOIII3MA, SBISCTCS TA-
xKenast OEKOBO-IHEPreTHYEeCKasi HEIOCTaTOYHOCTh CMEIIaHHOTO
tuma (57%). Cpenanit UMT npu nocrymiennn — 17,4 xkr/m? (ot
11 mo 23 kr/m?). ¥V GonbHbix, nocrynusumx B OAP B panHue
CPOKH IOCJIe Hauaa 3a00eBaHusl, OEIIKOBO-OHEpreTHIeCKas He-
JIOCTAaTOYHOCTH HE Pa3BHIACK OJaroyaps aaeKBaTHOW HyTPHUTHB-
HOH nopjepxke. JleueHue 0CHOBHOIO 3a001€BaHUs IPOBOAUIN
C MOMOILBIO BBEJIEHHsI apriMHaTa reMa B pacueTHoil fo3e. B ero
OTCYTCTBUH C LENBIO YIMMUHALUK IPEIIIECTBEHHHKOB ITOphH-
PUHOB BbIIONHSIN IL1azMadepessl (y 3 00ibHBIX), FeMO(pUIIb-
Tpauuo (y 1 60sIbHOI), BBEICHHE KOHLIEHTPUPOBAHHOTO PACTBO-
pa mroko3sl B no3upoBke 300-400 T yrneBomoB B CyTKH (y BCeX
60iibHBIX). Tepanuio HHPEKLUUOHHBIX OCIOKHEHUI NPOBOAUIU
C Y4YEeTOM DEryasipHOr0 MUKPOOHOJIOTMYECKOr0 MOHUTOPHUHTA.
benkoBo-3HEpreTndeckasl HEIOCTATOYHOCTh KOPPEKTUPOBAIH
[OCPEJCTBOM HHIUBUIYaJIbHOIO pacyeTa SHEpPreTUdecKux Io-
TPEeOHOCTEN U MPOBEACHUS COOTBETCTBYIOIIETO HCKYCCTBEHHOTO
nuTaHus (MapeHTepanbHoe, CMENIaHHOe, SHTEPATbHOE U BCIIO-
MorarenbHoe). TakuMm OOIbHBIM IIOKa3aHa Kak MOXHO Ooiee
PaHHSS yCTaHOBKA FaCTPOCTOMBI C 3aBEICHUEM Yepe3 Hee 30H1a
3a cBs3Ky Tpeiinia, Tak kak yacto y 6onpHbix OINIT HaGmomaeT-
csl JUIMTEIbHBIN Hape3 jkelynka. PaHHAS racTpocTOMUS I03BO-
nsieT u30ekaTh CHHYCHTOB, OCIOKHSIOINX HA30TacTPaabHOE U
Ha309HTEpaNbHOE 30HANpOoBaHue. Pesynprarel Tepanuu: 1 u3 9
6osbHbIX, HaOmonasmuxcss B OAP, ymepna. OcranbHble 00ib-
Hble OBLIH MEpeBeIeHb] B MPOGUILHOE OTAEICHUE, U3 KOTOPOTo
BIIOCJIEZICTBUH BBINTMCAHBI Ha aMOyIaTOpHOE JieYeHne U peadu-
JIUTALUIO.

3axniouenue. VintencusHas Tepanus Tsokensix (Gopm OINIT
oTIIMYaeTcst OOJNBUION IMPOJOIHKUTETBHOCTBIO M MHOTOKOMITO-
HEHTHOCTbIO. [IpaBUIIbHO POBOIUMAs Tepanusl OCJIOKHEHUH U
KOHTPOJIb OCTPOTHI OCHOBHOTO 3a00JICBaHUsI, @ TAKXKE PAHHSIA pe-
abumtanys (HaYMHAs C PEeaHMMAIlMOHHOTO OT/ENICHHUS) MO3BO-
JISIFOT 1OOUTBCS JUIUTENIbHOM PEMUCCUM U NIPAKTHYECKU IIOJIHO-
CThIO BEPHYTh OOJIBHBIX K aKTUBHOM IMOBCETHEBHOM KHU3HH.
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