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HepBHo-MbiweyHble BOJIE3HU

Omuyem o0 KonthepeHyuu «MoAcHO-KOHEYHOCMHbIE MbIlUEGYHbIE
Aucmpodhuu: om ocMompa o JuUarHo3a»

29—30 ampesist 2016 . B Mockse nioa aruaoi O61iecTa
CTIEUATVCTOB IO HEPBHO-MbIIIEYHBIM 00s1e3HsIM (OHMbB)
cocTosutach HaydyHO-TIpakThueckast KoHdepeHims «[losic-
HO-KOHEYHOCTHBIE MBIIIEYHbIe AUCTPO(PUU: OT OCMOTpa
JIo IuarHo3a». B Helt mpuHsiin yyactue 112 crienuanuctoB
13 pa3HbIX TopoioB Poccun, a Takske 3apyOekHble KOJJIETH.
OtkpbiBasi KoHpepeHuuto, npenacenarei> OHMbB npod.
C.C. HUKuTHH nom4epKHyI HEOOXOAUMOCTh KOHCOIU/IA-
LMY YCUJIAN CITEIMATCTOB, YIACTBYIOIINX B TMATHOCTUKE
HEpBHO-MBIIIEYHBIX 0OJIe3HEN M, B YACTHOCTH, ITOSICHO-
KOHEYHOCTHBIX MbITiedHbIx auctpoduit (ITKM/I). B xone
KOH(DepeHIINH OBIIN MPEeACTaBICHBI TOKJIAIEI O COBPEMEH-
HoM cocTtosiHur auarHoctuku [TKM/I, moaroropjaeHHbIE
POCCUICKIMU CIIEIINATINCTaMM, a TAKKE TIPUTIIAIIeHHBIMI
SKCITepPTaMU — PYKOBOIUTEIIEM MEKIyHAPOTHO MUOJIOTH-
yeckKoit 1mkojel Andoni Urtizberea (PpaHIusT) 1 Bemynmm
crenyamicToM mno Buayanuzauuu Mol Pierre Carlier
(benprus).

B cBoeM mokimaze mo COBpeMEHHOM KilacCH(DUKaIMy
ITKMJ A. Urtizberea XpaTKO OCTaHOBUJICS Ha UCTOPUU
BOIIpOCa U ¢ MpucKopbueM coobuimi, uyrto 21 ampens
2016 . B Bo3pacTe 93 jieT CKOHYAJICS aHIJIMACKUI HEBPO-
Jior cap John Walton, onyH 13 OCHOBOITOJIOXXHUKOB KJlac-
cudUKaIlM MUOMATUM, TIPEACTaBICHHOM emie B 1954 1.
A. Urtizberea oTMeTIII 3HAUUTENBHBIE YCTIEXU, JOCTUTHY-
teie B JHK-mnarnoctunke IMKMJI B mociiegHue rombl
Y TI0Ka3aBlIve MPeuMyliiecTBa nepe ApyruMu MeToIaMu
nrarHocTuKU. OH TaKKe OTMETHUJI, YTO B CBSI3U C IIPOrpec-
COM B IJaHHOI 00JIACTH BBHISBJISETCS Bce OOJIbIIIE TPOOIeM
B kinaccudukanuu [TKMJI. B HacTos1ee BpeMst U3BECTHO
MHOXECTBO TI'€HOB, KOTOpbIE MOTYT IeTePMUHUPOBATH
KaK MUOIIaTUU, TaK U MUOJUCTPOMUU C KpailHe CXOXXKUMU
¢deHoTUIaMM, JOCTOBEPHO pa3Iu4MMble TpU OMOIICUU,
MPY TOM, YTO Ha CETONHSIIIHUI NeHb OHa HE Ha MepBOi
JvHuM B nuardHoctuke [TKMJI. A. Urtizberea mpenioxui
He JIeJIaTh MOCHENIHbIX BBIBOIOB U HE TOPOIIUTHCS Mepe-
cMaTpuBaTh JAeUCTByOIIYI0 Kiaccudbukanuo. OH moa-
YEPKHYJI, YTO KJIMHUYECKUIA aHAIU3 OCTAETCST KIIIOYEBBIM
B IIMarHOCTMKE HACJEACTBEHHBIX HEPBHO-MBIIICUHBIX
3ab0s1eBaHMI1, 6€3 KOTOPOIO TEPSIIOT CBOE 3HAYEHUE DJIeK-
Tpomuorpaduss (OMI'), MarHUTHO-pPEe30HAHCHAsI TOMO-
rpacdus (MPT), 6uoncus u naxxe COBpeMeHHbIE METOIbI
JHK-nuarHoctuku. 9to TeM 0oJiee BaxKHO, TaK KaK CeK-
BeHUpoBaHue HoBoro nokoseHus (CHIT) BoisiBisieT reHe-
tnyeckue nedektsl nmpu [MKMJ] menbme yem B 50 %
cJly4yaeB, 4YTO pa3BeuBacT MU 0 6€3rpaHUYHBIX BO3MOX-
HOCTSIX COBPEMEHHBIX MOJIEKYJISIDHBIX METOIOB IMarHO-
ctuku. A. Urtizberea pacckazajl o 6ecrijiaTHOUM mporpaMme
ALDA (Automated LGMD Diagnostic Assistant) ajst 1u-
arHoctvku [TKM/I 1 pekoMeHA0Ball KpUTUYHO OLIEHUBATh
MOJIydeHHBIE pe3yJIbTaThl. B apyrom cBoem mokjane

A. Urtizberea ocTaHOBUJICS Ha TMEPCHEKTUBAX JICUYECHUS
MMOTIATHI, OTMETHUB ITOSIBIICHIE HOBBIX IIPEeIapaToB, IIPo-
XOISIINX KIWHWYECKWE WCHBITAHUS B MHUOJIOTUH. DTO
JIUKTYET HEOOXOAMMOCTb TIOCTOBEPHOM OLIEHKU pe3yJibTa-
TOB JICYCHHUS, IPUIEM C TIPABUILHBIM TOHUMAHUEM Tep-
MWHA «JIeYeHUe», TIe B 3aBUCUMOCTU OT TUIA U CTaaAuU
Oone3Hu oxupgaemblii 3¢ dekT paznuueH. Ha mpumepe
KypabenbHbIX Muornatuil nokrtopoM A. Urtizberea 6b11u
paccMOTpEHBI CIIydyad BEPHOM MOCTAHOBKU 3amad Iepen
KIMHULMCTOM W OUAaTHOCTOM, COBPEMEHHBIC ITOIXOIBI
JICYCHUST 1 METOMBI OIICHKH MOJTYIYCHHBIX pe3yIbTaTOB.

Ienetuxk B.I1. @emoroB (BopoHek) mpeacTaBuiI I0-
KJ1a11 1o ajuiesbHoi rereporeHHocTH [ITKMJI ¢ myTauusiMu
B reHe aucepiInHa, ClejiaB aKIeHT Ha IIepeKpPBITUM (e-
HOTUIIOB: TUCTaIbHOUI Muoratuu Muomu u ITKM/I 2B,
a TaKke Ha OIIMOKM MPW AMArHOCTHMKE CaMoll 4acToit
GopMBI ayTOCOMHO-PENECCUBHON MUOAUCTpODUM —
ITKMJ 2A. IIupoxuii crieKTp MOp(POTUCTOXUMHUIECKIX
n3meHeHuit ipu [TKMJI mpopeMoHcTpupoBan mpod.
B.C. CyxopykoB (MockBa), o6paTuB 0c000¢ BHUMaHHE
Ha 00s13aTeTbHOE YCIIOBHE TTPAaBUJIBHOM ITOCTAHOBKH 3a/1a-
YU MpPU AUMArHOCTUYECKOW Ouomncuu. Pe3yabraThl coOCT-
BEHHBIX HccaeaoBaHuil o maHHbIM MPT wmbimn y 57
O6onbHBIX ¢ pasHbiMU (popmamu [TKMJI npencraBuim
J.B. Bnopgaseu n 11.0. KazakoB (MockBa), conmocTaBuB
CBOM PEe3yJIbTaThl C IPUHSATHIMU MTaTTepHAMU U3MEHEHU,
OIMMCaHHBIMU B JuTepaType. OCOOEHHOCTU U CJIOXKHOCTHU
JIUArHOCTUKU HeTUNUYHBIX ciaydaeB [TKMJI 6bum pac-
cMmoTpeHbl B gokiane reHetnka C.A. Kypoatosa (Bopo-
HEX), KOTOPBI MPOAEMOHCTPUPOBAJ BaXKHOCTb COBMECT-
HBIX YCUIInii MuoJioros U3 Typky (PunIssHINS ), MOCKBBI
u BopoHexa, 4YTo B KOHEYHOM UTOTe MO3BOJIWIO MIPUATH
K IIpaBUJIbHOMY 3aKJII0YEHMIO O TMArHO3€ U CBOEBPEMEH-
HO MPOBECTU MPODUIAKTUKY JIETAIbHBIX OCJIOXHEHUI
B OTSIOIIEHHBIX CEMbSIX. AJITOPUTMBI JAUArHOCTUKU
ITKMJ nonpo6Ho oceetwna M.B. llapkosa (Mockga),
OCTAaHOBMBIINCH Ha OCHOBHBIX M BTOPOCTETNICHHBIX KJTH-
HUYECKUX W TapaKJIMHUYECKUX IpU3HaKax. Bompocsl
BOCIAJIUTENIbHBIX 00JIe3HEe i MBILIL B CBeTe NUPdepeHIIr-
anpHoM auarHoctuku ITKMJI peranbHO paccMmoTpena
pematoior A. H. Xenkosckasi-CepreeBa (MockBa), Tak-
K€ MOAYEPKHYB HEOOXOIMMOCTh TECHOTO B3aUMOICUCTBUS
HEBPOJIOTOB, HEHMPOGU3UOJIOroB, crienranucToB o MPT,
MOp(OJIOroB U, KOHEUYHO, FeHeTUKOB. Ha KOHKpPETHBIX
npuMepax ObUIM MPOAEMOHCTPHUPOBAHBI ITOCIEACTBUS
OTCYTCTBUSI IMAJIOra MEXY ClIeIUATACTaMMU TS MallueH-
TOB, Y KOTOPBIX OIIMOOYHO AMArHOCTUPOBAIM BOCHAIU-
TeabHble Muonatuu unu ITKM/I.

Bropoii nens koHpepeHunu otkpsit P. Carlier (besnb-
TUsl) AOKJIAIOM IO COBPEMEHHBIM BO3MOXHOCTSIM MPT
MBIII, KOTOPBIE IIPUBEIN K BOSHUKHOBEHHUIO HOBEIX KO-
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Cnesa Hanpaeo: Andonu Ypmu3soepus, C.C. Huxu-

muH, [levp Kapave, /. B. Bradosey C.I'. Hukonaes

JIMYECTBEHHbIX c1TOcOO60B M PT-01IeHKM 1 CIIEKTPOCKOMUH
MBIIIII, 9YTO TTO3BOJIAIIO OIICHUBATE 3(h(PEKTUBHOCTD JIeUe-
HUS Ha Pa3IAYHBIX CTamUsIX OOJE3HU. DTO OTKpHIBAaeT
IIMPOKMEe BO3MOXHOCTH MeToma MPT B KIMHUYECKMX
nccaenosanugx. P. Carlier coo0imi o pa3paboTke HOBOI
IIPOrpaMMBbI TI0 CETMEHTAIIMX MEIIIIL, KOTOpasi, B CBOIO
ouepellb, yIPOCTUT olieHKy MPT-maTTepHOB MBIIIIILI, OIT-
TUMU3BUPYET THMATHOCTUIECKUI MOUCK M YCTAHOBJICHUE
Ho3osornyeckux popm IKM/I.

CoBpeMeHHbIE BO3MOXKXHOCTH Pa3IMYHbIX BAPUAHTOB
CHII nipy HepBHO-MBIIIIEYHBIX OOJIE3HIX OCBETHIA TTPOd.
E.JI. Jamamu (Mocksa). Ha merom CHII Bosmaraercs
OCHOBHas Hagexna B auddepeHINaIbHON TUarHOCTUKE
IMKM/I. IIpu sroM xnuHudeckuit aHanus, DMI, MPT,
onoxuMmuuyeckue 1 MopdoJorndecKre METOIbl OCTAIOTCS
BaKHBIMM METOJaMM Ha MEPBUYHOM 3Talle TMarHOCTUKU
HEPBHO-MBIIIEYHbIX 3a00JIeBaHUIA M HE TOJIKHBI IPOTHBO-
noctaBiaTecs: CHII. Yactoe BbIsIBIeHHE HEOIMMCAaHHBIX
myTauuit/moauMmopdusmon Metogamu CHIT Moxer mpu-
BECTU K CHEKYJSITUBHBIM CYXICHUSM IIpU OTCYTCTBUU
BepHO c(OPMUPOBAaHHOTO cuHApoma. OOCyKIeHre TeMbl
CHII nponomxunu B.[A. Bromaseu u JI.A. Pemetos (Mo-
CKBa), npeactaBuB HeTunuyHble ciydan [TIKMJI, B koTo-
pbIX KmMHU4YecKre 1 MPT-naHHbIe He MO3BOJIMIIN YCTaHO-
BUTb HO30JIOTMYECKYIO (hopMy naTojoruu u Tojapko CHIT
PACKpPbIJIO CYTh MPEACTaBIeHHBIX (peHOoTHITOB. OHAKO Ta-
kue caydau, kKak [TKMJI 2A c cerperaiiueri 3ad0oeBaHusI
T10 BEPTUKAII TPEOYIOT CEPhE3HOTO OCMBICIICHUST 1 000CHO-
BaHUS MOTyYeHHbIX pe3ysbraTtoB. Kak otmetun 1. A. Pemie-
TOB, OTCYTCTBME TOYHBIX JAHHBIX O TOM, CKOJBKO COTCH
HEOIMMCAHHBIX MUCCEHC- U IPYTUX MyTalliA ¢ HEM3BECTHBIM
KIMHUYECKUM 3HaAU€HMEM BCTpedaeTcs ITOCIe POBEICHUS
CHII y 3nopoBoro uejioBeka, nogyepkuBaeT obsi3aTesb-
HOCTB COI03a TeHeTHKa W KIIMHUILINCTAa B 3KCIIEPTHOM KO-
MaHe, 6e3 4eTo pe3yiIbTaT MOXET OBITh HEITPeICKa3yeMBIM.

B nepepsiBax Bce Xejarollue MO YCTaHOBJICHHOM
OHMDb Tpamuuuu cMOTJIM MPUHATH y4acTUE B MacTep-
ki1acce o kiuHnyeckoit OMI, koropsiii mposen C.I. Hu-
konaeB (Brnagumup). beuti MpoaeMOHCTPUPOBAHBI CTAH-
JTapTHBIC METOABI UATHOCTUKU MPU HEPBHO-MBIIIICUHBIX
MTATOJIOTHSIX, a TAKIKE TIPEACTaBICHEI OOHOBJICHHBIC TIPO-

Macmep-kaacc no snexkmpomuoepagpuu, 6 yenmpe K.E. Kapnaueea, Ilevp Kapave, H.B. Xopowas,

C.C. Huxkumun, E.C. Haymoea, /I.0. Kazakos,
C.A. Boauk, C.A. Kypoamos, I0.A. Illnusesckas

rpaMMBbl OCHOBHOTIO OTEYECTBEHHOTO IIPOU3BOIUTEIIS
3JIEKTPOMHOTpachIIecKoro 00opymnoBanus pupMel « Heii-
pocodt» (MBaHOBO).

I[Ipr meMoHCTpamuM KIMHUYCCKUX HAOJIIOMCHUI
ayauTOpUsT 00CyIuaa CeMEMHbIN caydait muornatum ber-
nema, mipeactaBieHHBI B.I1. ®@emoroBeiM. CTepTOCTh
MPOSIBJIEHUS B e0I0Te OONe3HM Yy MpobaHaa M HaJu4dne
TUIIMYHBIX IPOSBJICHUI Yy €ro OTLa B 0OYePEOHOM pa3 I10-
KazaJim HEOOXOOWMOCTh OCMOTpa BCEX YJICHOB CEMbH
W COCTAaBJICHUSI POMOCIOBHOM, YTO WMHOIIA ITO3BOJISICT
MPENNoNIOXUTh nuardo3 no nposeaeHuss CHIT. MHorue
ITKM/I ¢ ayToCOMHO-AOMMWHAHTHBIM TUIIOM HacJeaoBa-
HHS 9acCTO TPYAHO paclo3HaTh 0€3 OCMOTpa pOAUTEIICH,
IpY OTCYTCTBUM Ha PAHHUX CTAAUAX 3a00JI€BaHUS TUTNY-
HbIX IIPOSIBJICHUI U P HaIM4uu HeoMyTtauuii (~30 %),
TpeOysl HACTOPOXKEHHOCTH 1 TIOBTOPHBIX OCMOTPOB HEBE-
puduLpoBaHHbIX 60MbHBIX. B coobiennun C.A. Kypba-
TOBa OblJla MPOJEMOHCTPUPOBAaHA HEOOXOIMMOCTb KOP-
PEKTHOTO COITOCTaBJICHUSI U OLIEHKU pe3ynbraTtoB DOMI,
MPT u KommbloTepHO# TOMOTrpacuy MBI U OMOIICUN
B ciyvasx [IKMJI ¢ MUOTeHHBIM MM HOPMaJIbHBIM T1aT-
TepHoM. HeBepHasi mocTaHOBKa 3amayd oOC/eIOBaHMS
U OLIMOKHY B MHTEPIIPETALIMM PE3YIbTaTOB KaK OCHOBHbIE
MPUYMHBI 33A€PKKU TUAarHOCTUKM TJIMKOTeHO3a 2-T0 TUIIa
(6one3nu Ilomne) B cBeTe nuddepeHaaIbHONR JMarHo-
ctuku [TKMJI ObutM mpeAcTaBieHbl B JoKJane mnpod.
C.C. HukutuHa. B 3aBepiienuu KoHdepenuuu K. E. Kap-
rayeBa MPOAEMOHCTPUPOBaJia OECIIaTHYIO MporpaMMmy
TIOMOIIM BpadyaM B IWAarHOCTUKE W CKPWMHHHTE 0O0JIe3HU
ITomrre Ha TeppuTopnu Poccuu TTo cyXoMy ITSITHY KPOBU
(6ecrutatHas ropsiyas auHus Tea. 8-800-100-24-94).

Oco0eHHOCThIO KOH(EPEHLIMHU, TT0O MHEHUIO BCEX TTPU-
CYTCTBYIOLIMX, ObLIa 1OOpOXeaaTeIbHas U HEMPUHYKIEH-
Has aTMocdepa, YTO OIPENeTIO aKTUBHOCTD 3aj1a B -
CKyCCHUSIX M 00CyXIeHusx B nepepbiBax. KoHdbepeHus
Obl1a MPOBeIeHa Ha BBICOKOM OPTaHM3allMOHHOM YPOBHE
C MaKCUMAaJIBHO 3(p(PEeKTUBHBIM MCIIOJB30BAHUEM OTBE-
JIEHHOTO BPEMEHM C YETKO MPOpabOTaHHOM MpOTrpaMMoit
BCEX BBICTYIUICHUIA.

Mamepuan nodeomosua C.A. Kypbamos



