INPOEKT

Kaunnyeckue PEKOMEHIAIIUHA 110 TUATHOCTHUKE U

JICYCHUIO MEPBUYHOU TUCTOHUH Y JIeTel

ABTOp:
I'yzeBa B.1.



Conep:xkanue

7.1. CokparmieHus

7.2. Onpenenenue

7.3. MKBb-mm¢ps1

7.4. Knaccudukarus

7.5. Kiiunuka

7.6. lnarnoctuka

7.7. Aucddepenunanbuplii AHarHo3
7.8. Tepanus

Jlureparypa

7.1. Coxkpamenust

EFNS (European Federation of Neurological Societies) — Espomneiickas dheaeparms
HCBPOJIOTHICCKUX O6H.I€CTB

GPP — Good Practice Points

7.2. Onpenesienue

JIMCTOHMS — ATO KIIMHUYECKUI CUHAPOM, XapaKTEPU3YIOIHUICI HEPUTMUIHBIMH
MeJIEHHBIMU HaCUJIbCTBEHHBIMU JIBUJKEHUSIMU B PA3JIMYHBIX YaCTSIX Te€la, CBOEOOPa3HBIMU
U3MEHEHHUSMH MBIIIEYHOT0 TOHYCa U NaTOJIOTMYeCKUMU T03aMu. BajkHast 0COOEHHOCTD
JUCTOHUYECKUX TUIIEPKUHE30B B UX XapaKTEPHOH JIOKAJIN3ALUU C BOBJICUEHUEM OIPEICICHHbBIX
MBIIII KOHEUHOCTEH TYJOBUINA, II€U, Pa3INYHBIX 00JIacTeH UIa WM UX COYETaHUSI.

HeoOxonuMo noguepkHyTh ONpeIeNIeHHYIO MOCIeI0BaTeIbHOCTh B Pa3BUTHN
JUCTOHUYECKUX CUHAPOMOB: CHa4yaJla TUIIEPKUHE3 MOSBIISIETCS JIMIIB HA KOPOTKOE BPEMs IIPH
OIIPEEICHHBIX JBMKEHUAX U MOJIOKEHUAX, HO IIOCTEIIEHHO €TI0 IIUTEIbHOCTh YBEIUYMBACTCA,
YTO NPUBOJIUT K (POPMUPOBAHUIO MTATOJIOTUYECKON MO3bI, & MHOT/IA U K MOSIBIIEHUIO KOHTPAKTYP.

HauunHasich 10KanpHO, THIIEPKUHE3 MOKET MTOCIIEI0BATEIBLHO BOBJIEKATh Pa3INYHbIC
PETHOHBI TeJla C Pa3BUTHEM T'€HEPaTM30BaHHBIX (OPM TOPCHOHHOM TUCTOHUH.

[lepBHUYHbBIE TUCTOHUM — TpyINa 3a00J€BaHUM, TPU KOTOPHIX TOPCUOHHAS TUCTOHUS

ABJIACTCA €AUHCTBECHHBIM WJIM JOMHWHHUPYIOIUM KIIMHUYCCKUM ITPU3HAKOM.



7.3. MKB-undgpsbi

G24.1 Uanonatuueckas cemeitHasi JUCTOHUS
(G24.2 UnuonaTrueckas HeceMerHas TUCTOHUA
G24.3 Cnactuyeckasi KpUBOIIIEst

(G24.4 NUnnonarudeckas poTO-JIHIEBast TUCTOHUS
Pomo-nuyesas ouckunesus

G24.5 baedapocnazm

G24.9 luctoHus HEyTOUHEHHAs

JHuckunesus B/[Y

7.4. Knaccupuxanus

Knaccudukanus ocymectsisiercs: mo Tpem npuniunam: (I) stuonorun, (1I) Bo3pacty
Hauana 3aboneBanus U (11I) obnactsam mopakeHwus.

Komuter EFNS (EBporneiickas denepaiiys HeBpOJIOTHYECKUX OOIIECTB) MPEATOKUIT
BBECTH HOBYIO TEPMHHOJIOTHIO JJIsi STHOJIOTHYECKOHN KiIaccu(PUKaI MePBUYHBIX GopM,
KOTOpBIE OXBATHIBAIOT CUHIPOMBI UNCTOW JUCTOHUH, IUCTOHUU-TUIIOC U TAPOKCU3MAIbHOMN

nuctonuu (tadu. 7.1).

Tab6auuna 7.1. Knaccudukauus quctonuu cornacHo pekomenaanusm EFNS-MDS
(Albanese A. etal., 2011)

1. ITo > THOJIOTMH



IlepBuYHbIE TUCTOHUM:

1. IlepBuuHbIe YUCTHIE AUCTOHUH. TOPCUOHHAS TUCTOHUS SBIISCTCS €IMHCTBEHHBIM
KJIIMHUYECKUM MPU3HAKOM, HE cuuTas TpeMopa. HeT ornpeesieHHbIX S5K30Ir€HHBIX TPUUUH, IPYTUX
HACJICJICTBEHHBIX WJIH JiereHepaTUBHbIX 3a0oeBanuii. [Ipumep: DYT1 u DYT6 nucronumu.

2. IlepBuuHbIEe AUCTOHUHM ILTIOC. TOPCHOHHAS TUCTOHUS SIBJIAETCS BEAYIIUM KIMHUYECKUM
MPU3HAKOM, OJTHAKO COUETAETCS C APYTUM JIBUTATEIIbHBIM PACCTPONCTBOM, HAIPUMEDP
MHUOKJIOHYCOM WJIM apKUHCOHU3MOM. [Ipu3Haku aerenepanuu HEpBHOM TKAHU OTCYTCTBYIOT.
Hampumep, k 3ot kateropuu npunaiexar JJODA-ayscTButenbHas quctous (DYTS) u
MuoKJIoHyc-muctoHus (DYT11).

3. I[lepBuuHbIie NapoKCU3MadbHbIE TUCTOHUU. OTMEUAIOTCS KPAaTKUE STU30/1bI TOPCUOHHOM
JUCTOHUU. DTU PACCTPONCTBA KJIACCUDHUITUPYIOTCS KaK UIMONATHYECKUE (HaCTO CEMEHHbIE, XOTS
Takke HaOII0JaI0TCS CIIOPaINYECKUE Clydan) U CUMIITOMAaTHYECKHE BCIIEICTBUE PA3HBIX
npuduH. B 3aBUCHMOCTH OT TPUTTEPHOTO (haKTOpa BHIIEISIOT 3 OCHOBHBIE (JOPMBI:

— MpU KUHE3UOTCHHOM Mapokcu3ManbHou nuckure3nn (DY T9) npuctyn runepkuHe30B
MIPOBOLIMPYET BHE3AIMHOE JBUKEHUE.

— MY MapOKCU3MaTbHON AUCTOHUH, BHI3BAHHON (PM3NYECKUMH YIIPAKHEHUSIMH,
TPUTTEPHBIMH (PaKTOpaMH MOTYT OBITh X0/1b0a WM TUIABaHUE, a P HEKUHE3UOTCHHON
napokcu3MaiibHOU nuctonnn (DY T8) — ynmorpebiienue ankorons, kode, gast u ap. Takxe ObuH
OTIMCaHBI CIIOKHBIE ceMelHbIe (POPMBI C HEKMHE3MOTEHHOU TUCKUHE3uel u cnacTudHoCcThio (DYT
10).

— HACJIEJICTBEHHO-IET€HEPATUBHbIE JUCTOHUM: JUCTOHUSI — OJIMH U3 HEBPOJIOTUYECKUX
CHMIITOMOB HACJIeICTBEHHOIETEHEPATUBHBIX PACCTPOUCTB (Hampumep, 601e3Hb Buiibcona).

BTropuuHbie TUCTOHMU: TUCTOHUS SBJISIETCSI CAMIITOMOM YCTaHOBJICHHOTO
HEBPOJIOTUYECKOT0 3a00NIeBaHus, HapuMep (POKATBEHOTO MOPAKEHUSI MO3Ta, BO3ACHCTBHS
JIEKapCTB UM XUMUYECKUX COeTUHEHUH (TpUMep: TUCTOHUS BCIIEICTBUE OMMyXOJIu Mo3ra, off-
TUuCcTOHUS Tipu Oosie3nu [lapkuHCcoHA).

I1. Tlo Bpemenu 1e610Ta 3200/1€BAHUA

Pannee Hauano (< 20-30 neT): 0ObIYHO HAUMHAETCS B HOT€ WU PYKE M MPOTPECCUPYET C
BOBJICUYEHUEM JIPYTON PYKHU UM HOTH.

[To3aHee Hayasio: 0OOBIYHO HAYMHAETCS C IIeu (BKJII0Yasi II10TKY), KpaHUaIbHOU
MYCKYJIAaTyphl U OAHOU pyKHu. iMeeT TeHACHITHIO K JIOKAJTU3AIH C OTPAaHNYECHHBIM

MMPpOrpeCCUpPOBAHUCM Ha MPUIICIKAIINUEC MBIIIIIBI.



I11. ITo Jiokanu3a UM MOPAKEHUSA

dokanbpHbIE: OHA 00JIACTh TeNa (HalpuMep, TUCUrii cria3M, oiedapocnasm).

CermeHTapHbIe: CMEXHBIE 00JIaCTH Tela (KpaHHAJIbHBIN U IEPBUKAIBHBIHN, LIEPBUKAIBbHBIN
Y BEPXHSSI KOHEYHOCTB ).

MynbTH(OKaNbHbIE: HECMEXHBIE 00JIaCTH TeNa (MIPUMEp: BEPXHSSA M HIDKHSSI KOHEYHOCTB,
KpPaHHUAJIbHBIN U HIDKHSS KOHEYHOCTD).

I'enepanu3oBanHbIe: 00€ HOTHU U KAaK MUHUMYM OJ{Ha 00JacTh Tena (00bIYHO 0J1HA HITH 00€
KOHEYHOCTH).

['emuucToHus: MOJIOBHHA Tea (OOBIYHO BTOPHYHO 110 OTHOIICHHUIO K CTPYKTYPHBIM

MOPAKCHHUSIM KOHTPAJIaTEPaTbHBIX 0a3alIbHBIX TAHTJIUEB).

7.5. Knunuka

[Tpu nepBUYHOMN TUCTOHHH OTCYTCTBYIOT HHBIC OTKJIOHEHHS OT HOPMBI, KPOME
COOCTBEHHO JUCTOHHH, HE CUMTAs BO3MOYKHBIX COMYTCTBYIOIIMX: TpeMopa (IIOX0XKero Ha
ACCEHIIMANIbHBIN TPEMOP) WK MHOKJIIOHYca. bojiee Toro, korjaa TpeMop Wik MHOKJIOHYC
COITYTCTBYIOT NMEPBUYHOMN JIUCTOHUH, STH CHHAPOMBI MECHEE BBIPAKEHBI, Y€M caMa JUCTOHUs. B
citydae mpeo0iiaanns BRIPAKEHHOCTH YKa3aHHBIX COMYTCTBYIOIIUX CUMIITOMOB JMCTOHHUS
OyJIeT CKkopee BCEero BTOPUYHOM.

[Tpu nepBUYHBIX AUCTOHUSAX OTCYTCTBYIOT KaK CTPYKTYpPHBIC H3MEHEHUS TIPU
PaIMOJIOTHUECKUX HEHPOBU3YyaTH3allMOHHBIX UCCIICIOBAHUSX, TAK U BPOXKJICHHbIC HAPYIICHHSI
MeTabo IM3Ma, KOTOPhIE MOYKHO BBISIBUTH, UCIOJIB3Ys CTaHIAPTHBIC HCCIICOBAHUS.

XO0Ts MHOTO TIAIIUEHTOB C MEPBHYHBIMHU JUCTOHUSIMH HE COOOIIAIOT O HATUHIHH
10/J0OHOM MAaTOJIOTUH Y POJICTBEHHUKOB, FT€HETHYECKAst TPUYMHA U3BECTHA WIIH TI0JI03PEBACTCS
npu OONBIIMHCTBE MepBUYHBIX popm (Bressmann S.B., 2004; Geyer H.L., Bressmann S.B.,
2006).

B nacrosiee Bpems BbIICICHBI 6 BUAOB IIEPBUYHBIX TOP3UOHHBIX TUCTOHHMA: IUCTOHUS
Onnenreiima (DY T-1) (Bressmann S.B. et al., 2000), nucronwust ¢ panaum Havaiom (DY T-2)
(Khan N.L. et al., 2003), «aucronus menota» (DYT-4) (Parker N., 1985), kpanuornepBukaibHas
muctonust (DYT-6) (Almasy L. et al., 1997), cemeiinsrit Toprukomumc (DYT-7) (Leube B. et al.,
1996), niepBrkokpannodpaxuansHas auctonus (DY T-13) (Bentivoglio A.R. et al., 2004) (tab:1.
7.2).

Tabauua 7.2. MonekymnsipHas KiacCu(UKaIUs HETTAPOKCU3MATBHBIX TUCTOHUH,

HaYMHAIOMKUXCA B ACTCKOM BO3pacTe



11

12

13

15

16

T'en

C AyTOCOMHO-IOMHWHAHTHBIM TUIIOM HACJICIOBAaHUSA

DYT1

DYT 4

DYT5

DYT 6

DYT

DYT

DYT

DYT

C AYTOCOMHO-PCUECCCUBHBIM THUIIOM HACJICAOBAHUA

DYT

Jlokyc

9934

Hewu3ss.

14q22.
1

8pl1-
21

7921
AD

9913
AD

1p36.1
3-36.32

18p11

2431.2

Haszsanue

3200J1€BaHUSA

Unuomatuuec

Kasd TOPpCUOHHAA

AUCTOHUA

Nnuomatnuec

Kasi TOPCHOHHAS
TMCTOHUS/ TUCTOHUS
ernoTa

Hedunur
ryano3uHTpudocdar

IUKJIOTHAPOIa3sl [

B3pocnas
JUCTOHUS C pAaHHUM
e0TOM

Muoknonyc-

JAUCTOHUA

Jlnucronwusi-
MMapKUHCOHU3M C
OBICTPHIM HauajIOM

JlucTtoHus ¢
BOBJICUCHUEM

KPaHHOLEPBUKAIBHO

it 00yacTy U BEpXHUX

KOHEUHOCTEH
Muoknonyc-

JHUCTOHUS

YyBCTBUTEbHAS K

AJIKOI'OJIIO

Jucronus-

MMAapKCUHCOHH3M C

[TponyxT

I'CHa

Top3un A
(TOR1A)

Hewuss.

I'YaHO3UHTPHU
dbocdar
UKJIOTHpoIiasa |
(GCH 1)

THAP |

e
CapKOIJIMKaH
(SGCE)
Na'/K*-
AT®aza

Hewnss.

Hewnss.

PHK

AKTUBHPOBAHHAaA

Tun

JUCTOHUHN

[TepBuu
Has yucTas
JTUCTOHUS

IlepBuy
Has yucTas

JUCTOHHA

IlepBuy
Hasi TUCTOHMS

IIIIOC

IlepBry

Has 4ucTas

IlepBry
Hasl JUCTOHUS
IUTIOC

IlepBuy
Hasl JUCTOHUS
ILTIOC

IlepBuy
Has yucras

JTUCTOHUS

IlepBuy
Hasl TUCTOHUS

TIITIOC

[TepBru

Hast JUCTOHUS



PaHHHUM Ha4daJloM MIPOTCMHKHWHAa3a ITIJTHOC

(PRKRA)
DYT 20p11. AyTOCOMHO- Hewuss. IlepBuu
17 22-013.12 pereccuBHas Hasl YucTas

MepBUYHAs JTUCTOHUS
doxanpHas
TOPCHOHHAS
JTUCTOHUS

Hacnenosanue, cuemienHoe ¢ X-XpoMoCOMOH

DYT3 Xq13.1 X-crenieHHas TAF | IlepBuu
TTUCTOHUS- Has IUCTOHHSI
MapKUHCOHU3M TUTIOC

Xq13 X- Tim8A

CLIEIIJIEHHBIN
CHHI[pOM JOUCTOHUS-
TIIyXoTa (CHHAPOM

Mohr—Tranebjaerg)

KapTtupoBanbl 4 XpOMOCOMHBIX JIOKYyCa MEPBUYHBIX AUCTOHUM, BbIIETICH OCIKOBBIN
[aTOJIOTHYECKU MPOAYKT (TOpCcHH A) muist ogHoro u3 Hux (DY T-1).

OtnenpHas NOAKATErOpHs TUCTOHUH — IUCTOHMS-IIIIOCH»-CUHAPOMBL. 11pn aTHx
HACJIEICTBEHHBIX PACCTPOICTBAX JUCTOHUS COUYETAETCA C APYTUMHU HEBPOJIOTHYECKUMHU
CUHPOMAaMH, HO, KaK U MPH MEPBUYHBIX TUCTOHUAX, OTCYTCTBYIOT CBUAETEILCTBA
HelpoJiereHepaTUBHBIX MposiBieHui. [lanHas rpymnna 3a0oneBanuii Bkiatovyaet JJODA -
YyBCTBUTEIbHYIO IUCTOHUIO, MUOKJIOHYC-IUCTOHUIO U TUCTOHUIO-TIAPKMHCOHU3M C OBICTPBIM
HA4aJIoM.

JODA-aysctBuTenpHas auctonus (DYT-14) (Grotzsch H. et al., 2002) xoporo
MOJIAETCsl JICUSHHUIO U BCET1a IOJHKHA YUUThIBaThes pu AU depeHnanbHoi JUarHocTHKe
JTUCTOHHMHU. 3a00JIeBaHUE TUITUYHO JeOI0TUPYET C HAPYIICHUS TTOXOKH B PAHHEM HITU CpEeIHEM
JETCKOM BO3pacTe, Yallle eMy MoABepKeHbI AeBOUKH. CUMIITOMATHKA OOBIYHO YXYAIIAETCS B
TE€YEHHE JHS U YIIydIlaeTcs Mocje CHa.

ITpu pa3Butun cunapoma [lapkuHcoHa (C pUTHAHOCTBIO, OpaIMKUHE3NEH, HapyllIeHuEeM
MOXOJIKU U MOTepel MOCTYpaTIbHBIX pedIieKcoB) HEOOX0IMMO poBeieHue Tu( depeHITHaTbHON
JTUArHOCTHKY C IOBEHWJIbHBIM MAPKUHCOHU3MOM. BBHly yacTOl MBIILIEYHON THUIIEPTOHNUH,

runeppedIIeKCHy U KJIIOHyca cTol (IIpH OTCYTCTBUU cuMIToMa babuHckoro) nanHoe



3a001eBaHNE MOXKET OBITh OIMIMOOYHO MPHUHSTO 3a NETCKUH 1epeOpanbHbIii mapanny (Nygaard
T.G. etal., 1994).

JO®DA-uyBCcTBUTENBbHAS TUCTOHUS TaK)KE MOXKET MaHU(ECTUPOBATH U B 3pEIIOM
Bo3pacte B hopMme «poKanbHas AucToHus — napkuaconu3m» (DY T-5) (Steinberger D. et al.,
1999; Tassin J. et al., 2000). I'eneTHueckoe TECTUPOBAHHUE B JAHHOM CJIydae 3aTPYAHHUTEIIBHO,
T.K. MI3BECTHO 00Jiee COTHU reTepo3uroTHeIX Myrauuii rena GTP-muxnoruaponassr [ u
MIOCTOSIHHO IOSIBJISIFOTCS] HOBBIE.

Hacnenosanue [JO®A-4uyBCTBUTEIIBHON AUCTOHUU ayTOCOMHO-JIOMHUHAHTHOE CO
CHU)KEHHOH MEHETPaHTHOCTBIO, Yallle MPOSBIIAIOIIEHCS y MAMEHTOB MY>KCKOT0 IOJIa.
XPOHUYECKOE UCTIOIH30BAHUE JICBOJOIBI B HU3KUX J103aX OOBIYHO JIaeT MOJHOE WIIN
NPaKTUYECKH MOJTHOE JIUTEIHHOE BOCCTAHOBIEHNE MOTOPHOU (DYHKITHH.

MuoKIOHyC-AUCTOHUS XapaKTEePU3yeTCsl BEIPaKEHHBIMA MUOKIIOHUYECKUMHU
MOJIEPTUBAHUAMHU, OOBIYHO MOPAKAIOUTUMH PYKH, IIEI0 U TYJIOBHUIIE, B MEHbIIIEH CTETIEHN HOTH.

Kak npaBuio, natonorust 1e0I0TUPYET C MUCYETO clia3Ma UM TOPTUKOJUIHCA.
CumnromaTka B OOJIBIIMHCTBE CIy4aeB MPOSBIISETCS B IETCTBE JTMOO paHHEM MOAPOCTKOBOM
Bo3pacre. [laruenTsl ¢ ceMelinbM anaMHe30M 3a0omneBanus (popma DYT-11) umerot B
OCHOBHOM ayTOCOMHO-JJOMMHAHTHBIN TUI HACIEAOBAHUS U TOTYy4YalOT MyTaHTHBIN I'eH OT OTIa
(Zimprich A. et al., 2001). Ocob6eHHOCTh MATOIOTHH — XOPOIIIee KyTUPOBAHHE CUMITTOMOB IIPH
IpUEME aJIKOTr0Jis, IO3TOMY KOJIMYECTBO CIIy4YaeB aJIkOrOJIbHOW 3aBUCUMOCTH OOJIbIIE Y
OOJIBHBIX C ITOI MATOJIOTUEH, YeM Y YIICHOB TO# ke cembr Oe3 matonoruu (Saunders-Pullman R.
etal., 2002).

[Ipu nucrtoHnu-napkuHCOHU3Me ¢ ObIcTpbIM HavanoM (DYT-12) o6a komnoHeHTa
MaHU(ECTUPYIOTCS] BHE3AITHO B MOAPOCTKOBOM — PAaHHEM B3pPOCIIOM BO3pacTe U
IPOTPECCUPYIOT HAa NPOTSHKEHUH OT HECKOJIBKUX YaCOB JI0 HECKOJIBKUX HEZIEIb, [TOCIIE Yero
CHUMIITOMaTHKa OOBIYHO cTabunu3upyercs. Tum Haciae10BaHUs — ayTOCOMHO-IOMUHAHTHBIH,
natoyiorndeckuii 6enkoBbii mpoaykt — Na+/K+-ATdaza-03

— KaTaJIUTHYECKUi Oesok Hatpuii-kanmeBoro Hacoca (de Carvalho Aguiar P. et al.,
2004).

I'pynna 1ucTOHMI HAClIeACTBEHHO-AETEHEPATUBHOTO XapaKTepa BKIYAaET MHOKECTBO
HACJIEJICTBEHHBIX 3a00JI€BaHM, IMEIOIUX FMCTONATOJIOTHUYECKHE MPU3HAKU LepeOpaibHOM
JereHepany. AyTocCOMHO-IOMUHAHTHBIN THUIT HAaCJIeI0OBaHUS XapaKTepeH i 00JIe3HU
['eHTHHITOHA, CIMHOLIEPEOEIUIAPHBIX aTpoduii 2, 3, 6-ro u 17-ro cyOTunos, 6osneznn dapa
(cemeitnas kanpuuduKanus 6a3aabHBIX TAHTIIMEB), HEHpOpeppUTHHONATHH,
(GpPOHTOTEMITOpPAIBHON JEMEHITUN. AYTOCOMHO-PEIIECCHBHO HACIIEIYIOTCS Ooee 25

3a00JIeBaHUH, Cpeil KOTOPhIX Haubosee pacpoCTpaHEHHBIMU SBJISIOTCS IOBEHUIIbHAS (popma



6ome3nu [lapkuncona, 6ose3us Bunibcona. Takoke BbIeNieHa rpyIina JUCTOHHUH, CBI3aHHBIX C
3a00JI€BaHUSMH, UMEIOIIMMU X -CIEIJICHHBIN TUIT HACIEA0BaHUS (5 HO30JIOTHI) U
MUTOXOHJIpHaJIbHBIE 0oJie3HU (4 3a0o0neBanus). B OOJBIIMHCTBE clTydyaeB MaTOJIOTHIECCKIEC
JBUKEHHS 00YCIOBIEHBI TUCHYHKIIMEH 0a3aabHbIX TaHTIIMEB B KOMOMHAIIUY C HAPYILICHUEM
cuHTe3a nodamuHa. HelipoBusyanuzalnoHHbIE UCCIIEOBAHUS, KaK MPABUJIO, BBISIBISIOT
HaJM4KMe CTPYKTYPHOU 1epeOpaabHOi naTooruu. B criekTpe HEBpOJIOTHYECKOW CUMITTOMATHUKHI
JUCTOHUS HE JIMIUPYET, YCTYIast IEPBEHCTBO JIEMEHIINH, CYAOPOKHOMY CUHIPOMY, aTaAKCUH,
HeliponaTusaM, aTpo(un 3puTENbHBIX HEPBOB, Mape3y B30pa.

[TockonbKy HEKOTOPBIE U3 YKa3aHHBIX 3a00JIeBaHUI MOTYT ObITh B ONpPEAEICHHON
CTETICHH KYITUPOBAHKI CrIeNU(PUUECKUMU MEMKAMEHTO3HBIMU BMEIIATEIHCTBAMHE (TIPUMED:
Teparnus CBSI3bIBAHMSI MEU TIpU 00JIe3HU BriibcoHa) MO0 TUETUYECKUMU OTPAHUICHUSIME HITU
no0aBkaMu, HEOOXOIUMO YCTAHOBUTH CHEIM(UIECKHUI TUArHO3.

bonesns Bunbcona, Hacnegyemast ayToOCOMHO-PELIECCUBHO, XapaKTEPU3YETCs
HapyIEHUIMA MeTaboan3mMa Mean BBUIy O6osee 200 BO3MOXKHBIX TeHETUIECKUX MyTaIluii,
BEJIYIIHUX K HE3aMETHOMY Pa3BUTHIO HEBPOJIOTUUECKUX, ICUXUUECKUX U TE€NaTOJIOTHUECKUX
pacctpoiicTB. C 1e6I0TOM B AE€TCKOM BO3pacTe Ha MEPBbIH MJIaH BHICTYIAeT CUMIITOMATHKA
MOpaKeHHsI IEYEHH, HO B clly4yae 1e0I0Ta y B3pOCIOro HHAUBHIYYMa JOMUHUPYET
HeBpoJsorndeckas cumnromatrka (El-Youssef M., 2003).

JIuCTOHMS MOKET UMETh T€HEPAIM30BAaHHYI0, CETMEHTAPHYIO WM MYJIbTH(HOKATBHYIO
dbopmy ¢ obs3aTensHOM kpaHuanbHOU MaHubecTanueii (Svetel M., et al. 2001). Kpome atoro
OBIBAIOT TPEMOD, TU3apTpus, Aucharus, arakcus u gemeHnus. [lomumo 1epedpanbHbIX U
renaToJIOTH4eCcKuX (IIUPPO3, OCTPHINA FENATUT) PACCTPOUCTB, OTMEYAIOT MHOKECTBEHHBIE
CUCTEMHBbIE paccTpoiicTBa (cunapom dankoHu, HePpoIUTHA3, XOJIEIUTHA3, THIIONAPAaTUPEO3,
onuroMeHopes, kapauomuonarus u ap.) (Moser HW., Brewer G., 2005). Bo Bcex ciy4asx
panHero ne6rota nuctoruu (10 50 jeT) HeoOXOAUMO MPOBOIUTH COOTBETCTBYIOIIYIO
T depeHIMaTbHYIO THarHOCTUKY, TaK KaK paHO HaYyaToe CHEU(PUIECKOE JIEYEHHE MOXKET
YMEHBIITUTH BRIPAKEHHOCTh CHMITTOMATUKH M 3aTOPMO3HTH MPOTPECCUPOBAHUE 3a00ICBaHUS.

Jpyras BaxxHasi ayTOCOMHO-PELIECCUBHAsI MTATOJIOT S, BBI3bIBAIOIAs TUCTOHUIO —
IOBEHWJIbHBIN MAPKUHCOHU3M, 00YCIIOBJICHHBI MyTallUSIMHU T'eHa nmapkuHa. Hauano 3aboneBanust
00BIYHO OTMEYArOT B Bo3pacte 10 40 yeT, BHaYaie aCCOMUPOBAH C JUCTOHUEH,
runeppediekcueit, MeIJICHHBIM ITPOTPECCUPOBAHNEM M PAHHUM Pa3BUTHEM JIUCKUHE3UH,
CBSI3aHHBIX C IPHUEMOM JIEBOAOIBI. BhIpakKeHHOCTh TUCTOHUU OOJbIIE B HUKHUX KOHEYHOCTSIX,
XOTSI OTMEUAIOT U MOPAXKEHHUE PYK, e U TyNoBHIA. CUMITOMATUKA TUIIMYHO pearupyeT Ha

MMPUEM HHU3KHUX, CPEAHUX O03 JICBOAOIIBI.



OcHOBBIBasICh HAa MPUHIUNAX JT0Ka3aTtebHON Meauunabl, EFNS npenmoxxenst
YCOBEPILIEHCTBOBAHHBIE IPAJIALIUU JI0KA3aTEIBHOCTU JUArHOCTUYECKUX METO0B (Tadn. 7.3) u
Je4eOHBIX BMEIaTenbCTB (Tal. 7.4), COracHO KOTOPHIM M3JI0KEHBI OCHOBHBIE TIOJI0KECHHUS
KoHceHcyca (Brainin M. et al., 2006).

B citydasix oTcyTcTBUS JIMOO HEBO3MOKHOCTH TIOJTYYEHUS paHIOMH3UPOBAHHOM
uH(pOpPMAIINU TOKA3aTeILHOTO XapaKTepa UCTIOIb30BaIH peKoMeHnannu kateropun «Good

Practice Points» (GPP), ocHOBaHHbIE Ha OIBITE TPYMIIBI pa3pabOTYMKOB PEKOMEHAALINH.

Tabauna 7.3. Cxema kinaccupuKauy J0Ka3aTeIbHOCTH TUarHOCTHYECKUX METOJIOB
EFNS
YpoBeHb Jloka3aHHBIN KaK MPUTOHBIN/TpecKa3aTeIbHbIN (HETPUTOTHbIH/
A HeIpecKa3aTelbHbli) — TpeOyeT Kak MUHMMYM OJHOT'O IOATBEPKAAIOLIET0
uccienoBanus kiacca I (mpocneKkTuBHOE ucciieoBaHue ¢ OOJIbIINM
KOJIMYECTBOM JIUIL C ITOJ03PEBAEMBIM COCTOSIHUEM C UCIIOJIB30BAHUEM
«30JI0TOTO CTaHAAPTA» I OIPENEIICHUs CIIy4aeB, I€ TECT UCIOJb3YyETCs B
CJICTIOM PEXHUME) JINOO ABYX MOCIEI0BATENbHBIX YOS IUTEIbHBIX
uccienoBaHuii kiacca Il (mpocnekTuBHOE Mcciel0BaHue Ha HeOOIbIIOM
KOJIMYECTBE JIUI] C TI0JI03PEBAEMBIM COCTOSTHUEM JTHOO PETPOCHIEKTHBHOE
HCCJIEJOBAaHKE C XOPOLINM JIM3aifHOM Ha 0OJIBIIOM KOJIMUYECTBE JIULL C
YCTaHOBJIEHHBIM «30JI0THIM CTaHJAPTOM) COCTOSIHUEM B CPAaBHEHUHU C
OO0JIBIINM KOJIMYECTBOM KOHTPOJIBHBIX JIHII).
YpoBeHb BeposiTHO puroiHbIi/mpeacka3zaTenbHbIN (HEPUTOAHbBIIN/
B HeNpeCKa3aTeabHblil) — TpedyeT Kak MUHUMYM OJJTHOTO YOE€IUTEIbHOTO
uccnenoBanus kinacca Il 116o HeonpoBepkuMoro cauaeTenscTBa kiacca Il
(TaHHBIE, 00eCIeYeHHbIE PETPOCIIEKTUBHBIM HCCIIEIOBAHUEM C MAJIbIM
KOJIMYECTBOM KakK MCCIIEAYEMBIX, TaK U KOHTPOJIbHBIX JIULL, TJI€ TECT
HCIIOJIb30BaH B CJIETIOM PEXHUME).
YpoBeHb Bo3MoskHO purogHbIil/mpeacka3aTenbHbli (HEMPUToaHbIH/
C HeMpeIcKa3aTelbHbli) — TpeOyeT Kak MUHUMYM JIBYX YOeIUTEeIbHBIX

ucciaeqoBanuii kiaacca III.

Tabauna 7.4. Cxema kinaccu(uKaluy 10Ka3aTeIbHOCTH TEPANEeBTHUECKUX HHTEPBEHIIUN
EFNS
YpoBeHb JlokazaHHbIN Kak 3 PexTuBHBIN/HeIDPEeKTUBHBIN/ONacHBI — TpedyeT

A KaK MUHUMYM OJJHOTO MOJITBEPKIAFOIIEr0 UCCIEA0BaHU Kiacca [



(MpOCHEKTUBHOE PaHAOMHU3UPOBAHHOE KOHTPOJIUPYEMOE UCCIIEJOBAHUE C
MAaCKMPOBAHHON OLIEHKOM MCX0/1a B PEIPE3CHTATUBHOM NOMYJISALUN NN
CUCTEeMAaTUUYECKUH 0030p MOAOOHBIX HCCICIOBAHUI) THO0 ABYX
II0CJIEI0BATENbHBIX YOS IUTENbHBIX UcCIIeoBaHMM Kiacca Il (mpocnekTuBHOE
KOTOPTHOE MCCIIeI0BaHHE B NPEICTABUTEIbHOMN MOMYIISILIUY C MACKUPOBAaHHOU
OLICHKOW MCXO0/a, OTBEYAIOILEee CTAHIaPTU30BAHHBIM KPUTEPUSIM).

YpoBeHb BepositHO 2 dexTrBHBII/HEIDHEKTUBHBIN/OMACHBI — TpeOyeT Kak

B MHUHMMYM OJIHOI0 yOeauTenbHOro uccienopanus kinacca Il mudo

HEOIIPOBEPKUMOro cBueTensCcTBa Kiacca Il (qpyrue konTponupyemsie
UCCIICIOBAaHMS B PETIPE3CHTATUBHON MOMYJISIIIMU, TI€ OLEHKA UCXOa
HE3aBUCHMAa OT JICYCHHUS TAIIUCHTA).

YpoBeHb BosmoxHo 3¢ dexkTuBHbIN/HEIPDEKTUBHBIN/OMACHBI — TpeOyeT Kak

C MUHUMYM JBYX YOEAUTENbHBIX uccienoBanuii kinacca I1I.

7.6. lmarnocTuka

B auarHocTHKe TUCTOHHH TIEPBBIM IIIATOM SIBJISICTCS MICHTH(HUKAIINS TATOJIOTUICCKUX
IBYKCHHH Kak aucToHndeckux (Albanese A., 2006). Hanbosnee oTrmanTebHON
XapaKTEPUCTHKON JUCTOHUYECKUX COKPAIICHUH CITYXKHT UX MOCIIeI0BaTEIbHAS
HAIPaBIEHHOCTh. B cTepeoTHnHbIe NBMKEHUSI TOBTOPHO BOBJICKAIOTCS OJJHHU U T€ )K€ TPYIIIIbI
MBI — B OTJINYHME OT PACCTPOMUCTB, MOAOOHBIX XOpee, IPH KOTOPBIX HEBO3MOKHO
CHPOTHO3MPOBATH CIIEAYIONIEE ABMKECHIE MBIIIII.

Kak mpaBuiio, IBHKEHHS BBI3BIBAIOT «CKPYYHBAHUE) YaCTEH Tena (CMBICT TEPMHHA
«TOP3UOHHAS JUCTOHUS») U OOBIYHO OoJiee cTa0MIbHBIE (OOBIIEH MPOIOIKUTENIHLHOCTH), YeEM
OTMeUYaeMble TIPU JPYTUX PACCTPONUCTBAX, TAKUX KaK MUOKJIOHYC.

XOTsl TOBTOpHAS TUCTOHHS 3aKJIIOYACTCS B TIOJCPTUBAHUSIX, UMHUTHUPYIOIIUX TPEMOD,
JTVCTOHHYECKUH TPEMOP TPOSIBIISIETCS MTPe00IIalaHueM ONPeCTICHHOTO HAITPaBICHHS
(mogepruBaHus B OJJHOM HAIIPABIEHUU CMEHSIIOTCS 00Jiee MEITICHHBIMU JBUKCHHUSIMH B
00paTHOM HampaBlIEHUH ), YTO OTIMYAET €T0 OT CHHYCOHUIATHHBIX KOJNEOAHUI, TPUCYILIUX
UCTHHHOMY TPEMOPY.

Psin cocrostHMiA TpymHO KilaccuUIIMPOBATh HA OCHOBAHWH BBIICHU3I0KEHHBIX
KputepueB. Hanpumep, mepBUYHBIN MHCUKN TPEMOp COUETAeT KIMHUYECKUE MPU3HAKH KaK
JTMCTOHMH, Tak U TpeMmopa (Bain P.G. et al., 1995; Ljubisavljevic M. et al., 2006). B otnuuue ot

TUKOB, IUCTOHUHN HE NMPEAIICCTBYET HO6Y)KI(6HI/IC BBITIOJIHUTH IBUKCHUC U HET oca0JIeHus



CHUMIITOMA TIPH TIPOBEACHUH IBWOKEHUS. [IpH MUCTOHMYECKHUX IBHKCHUSX MBIIIIIBI-arOHUCTBI U
aHTAarOHUCTHI COKpaIarTcs ogHoBpeMeHHO (Yanagisawa N., Goto A., 1971).

B THNHMYHBIX CiTydasx TUCTOHHS MOXKET YCYT'YOJISATHCS MPOU3BOIBHBIMU ABHKCHUSIMH U
NIPU «TUCTOHHUH JCUCTBUS JUCTOHUYICCKHUE JABMKECHHS IPUCYTCTBYIOT TOJIBLKO IPH BBHITIOJTHEHUT
NAIMEHTOM POU3BOJIBHBIX JTBU)KCHUI.

Ecnu 1ucTOHMIO BBI3BIBAIOT UCKIIIOYUTENILHO CIICIM(DUICCKUE TBUKECHHS, OHA
Ha3bIBACTCS «IMCTOHHMS CIIeUPHUIECKUX 3a1a4». [I[puMepoM TOMY CIy)KHUT MUCYUH cria3m,
MOPaKAIONIMIA MBIIIIIBI MPEIUICYbs] U KUCTH, YYaCTBYIOIINE B IIUCbME, U «MYHIIIITYYHAs
JVICTOHHST» POTOTYOHBIX MBIIII, OTMEYaeMasi y My3bIKaHTOB, UTPAFOIIUX Ha TyXOBBIX
UHCTPYMEHTAX.

AKTHBaIUS TUCTOHUYECKUX TUIICPKUHE30B MPH JBUKCHUSX B OTJAICHHBIX YacTsIX Tela
Ha3bIBACTCS «JIUCTOHUEH MEePETIOIHEHHS», IPUMEPOM YEMY CIIY)KUT JUCTOHUS HOT,
WHUIMIPYEMast TUCbMOM, WJIH TYJOBUIIHAS JUCTOHHUS, BbI3bIBACMAsi PA3TOBOPOM.

B psize ciyyaeB JUCTOHUSI MOXKET OBITh TO/IaBJICHA IPOU3BOJIBHBIMU JIBUKCHHUSIMU.
Takast mapagokcagbHas JUCTOHHUS HanOoJee YacToO BCTPEYAETCs IPU TOPAKEHUN JIULIEBOU U
OpOMaHAMOYJISIPHOM TPYIITEI MbIIII. Hanmpumep, pa3roBop Wi )keBaHUE MOTYT MOJIaBUTh
3a)XKMypUBaHUE IJ1a3 pu Osiehapocma3mMe Wik OTKPhIBAHUE PTa IMIPH OPOMAHIHOYIISIPHOM
JIMCTOHUH.

MHorue nameHTbl HaXOAT TAKTUIBHBIC HITH MTPOIPHOICTITHBHBIC CEHCOPHBIC TIPUEMBI,
YMEHBIIAIOIIUE BRIPAXKCHHOCTh AUCTOHUU. K mprMepy, MalueHT ¢ epBUKAITBHON JUCTOHUEH
MOXET JIepKaTh T0JI0OBY B HOPMAIEHOM ITOJIOKEHUU ITyTEM MTPUKAacaHus K moaoopoaky. Kak
OOJIBITMHCTBO JIBUTATEIBHBIX PACCTPOUCTB, TUCTOHHS YCYTyOIsIeTCsl IPU YCTAIOCTH |
HIMOIMOHANBHBIX CTPECCaX U JIBIKEHHS OOBIYHO CMSITYAIOTCS TIPU pacciablICHHH U BO CHE.

JluarHocTrka 1 Kiaccu(uKaIus TUCTOHUH aKTyabHa il 00eCIIeUCHUs
COOTBETCTBYIOUIETO BEICHHS, IPOTHO3MPOBAHMS TEUCHHS, TEHETUUECKOTO KOHCYIIbTHPOBAHUS 1
nedenus (GPP). BBuay manioro xosinyecTBa JMarHOCTUYECKUX TECTOB PEKOMEHI0BaHa
IKCTIEpTHAS OIICHKA JMArHO3a CICIUAINCTAMH B 00JIACTH JIBUTATENBHBIX PACCTPONCTB
(Logroscino G. et al., 2003) (GPP). HeBposoruueckoe riccieioBaHue caMo Io cede 1aeT
BO3MOXKHOCTh KIIMHUYECKOW MICHTU(HKALNY TEPBUYHON JUCTOHUU M JUCTOHHU-TUTIOC, HO HE
pa3rpaHUUuCHUS MEXKTY PA3THUYHBIMH STHOJOTMYECKUMH (OpMaMu HEHpOIereHepaTUBHBIX U
BTOpUYHBIX auctoHuii (GPP).

[Tpu 1OCTYMHOCTH TEXHOJIOTHI T€HETUYECKOTO TECTHPOBAHMS 0003HAYEHBI CIIETYIOLIHE

PCKOMCHOAalIUU:



— nauarHoctuyeckoe DY T-1 TecTupoBaHKe U TEHETUYECKOE KOHCYJIbTUPOBAHHUE
PEKOMEHI0BaHbI JIJIsl MAIMEHTOB C IEPBUYHON AUCTOHUEH ¢ 1e610TOM B Bo3pacte 10 30 jer
(yposenb B) (Klein C. et al., 1999);

— nuarHoctudeckoe DYT-1 TectupoBaHue y manueHTOB ¢ Ae0F0TOM AUCTOHUH TTociie 30
JIET TaK)K€ MOKET OBbITh MPOBEAICHO B Clyuyae HAIMYKS MOPAKEHHBIX POACTBEHHUKOB C PAHHUM
HauasioM (yposens B) (Klein C., et al. 1999; Bressmann S.B. et al., 2000);

— nuarnoctudeckoe DYT-1 TectupoBanue He peKOMEH/I0BAHO y MAIIUEHTOB C JI0I0TOM
quctoHuu nociue 30 JeT ¢ OTCYTCTBUEM MOPAKEHHBIX POJICTBEHHUKOB C PAHHUM Ha4yalloM WU
Haju4reM GoKaIbHOM KpaHuonepBuKaabHO# nuctonuu (ypoens B) (Klein C. et al., 1999;
Bressmann S.B. et al., 2000);

— PEKOMEHJIOBaH JTUAarHOCTUYECKHH JIEBOJIONA-TECT Y KaXK0T0 MallueHTa C pAaHHUM
neOrTOM IUCTOHKMHK O€3 anbTepHaTuBHOrO Auarnosa (Robinson R. et al., 1999) (GPP);

— MalUEHTHI ¢ MUOKIIOHYCOM, MOPaXKaIoIMM KOHEYHOCTH U 11110, OCOOEHHO MPH
ayTOCOMHO-IOMUHAHTHOM HacJleZIOBAaHUH, JOJLKHBI IPOXOANUTH TecTupoBaHue Ha DY T-1-ren
(Valente E.M. et al., 2005) (GPP);

— HeHpo(U3NOIOTHUECKHE TECThl HE PEKOMEHAYIOT JUIsl PyTUHHOTO UCIIOJIb30BAHUS IPU
JTUArHOCTHKE U KJIacCU(UIMPOBAHUN AUCTOHMH. OJHAKO OlEHKA TUIMHYHBIX IJI JUCTOHUN
MATOJIOTUYECKUX MPOSBICHUN SBIJISICTCS IOMOJHUTEIBHBIM JUArHOCTUYECKUM HHCTPYMEHTOM B
CIIy4asiX, KOTJa KIMHUYECKUX JIaHHbIX HeJ0CTaTOYHO A auarnosa (GPP);

— CTPYKTYpPHbIE UCCIEI0BAHUS MO3ra pyTUHHO HE PEKOMEHIYIOT ITPH YETKOM JINarHO3€
NEPBUYHON IUCTOHUU Y B3POCIBIX MALIMEHTOB, OCKOJIBKY B TOM CIIy4ae OXKUIAETCS MOJyYeHHE
HOpMasbHBIX pe3ynbratoB (GPP);

— CTPYKTYpPHBIE UCCJIEIOBAHUS TOJIOBHOTO MO3Ta HEOOXOIUMBI B CIIy4ae CKpUHUHTA
BTOPUYHBIX JOPM JIUCTOHHH, OCOOCHHO B NIEAUATPHUUECKON MOMYISALUN BBUY O0OJiee IIUPOKOTO
CMEKTpa BUIOB JUCTOHUM B 3ToM Bo3pacte (Meunier S. et al., 2003) (GPP);

— MarHuTHO-pe3oHaHcHas ToMorpadus (MPT) npennoutuTenbHee peHTI€HOBCKOM
KOMIIBIOTEPHON TOMOrpaduu 3a UCKIIOYEHUEM MTOI03PEHHS Ha MO3roBble Kanb@uiukaTsl (GPP);

— OTCYTCTBYIOT AOKAa3aTeIbCTBA 3HAUMMOCTH /ISl AMArHOCTUKH WU
KJIaCCU(UITMPOBAHUS JUCTOHHI 00Jiee TOHKUX METOAOB HccienoBanus (1uddy3Ho B3BelICHHBIC

nuzobpaxenus, pynkunonaipHas MPT) (GPP).



7.7. InddepeHmuaNbHbIN JUATHO3

Pa3nnunble paccTpoicTBa BBI3BIBAIOT [1aTOJIOTMYECKUE MTO3UIIMU, HATIOMUHAIOLIUE
nucToHuto. [IprunHel M0100HOM TICEBAOANCTOHUH, KaK HEBPOJIOTHYECKHE, TaK U
HEHEBPOJIOTHYECKHE, JOKHBI ObITh HCKIIIOUEHBI ITepe]l YCTAaHOBJICHUEM JUAarHo3a «IUCTOHUSY.

JlnuTenbHbIe CKPYYHUBAIOUIUE ABUKEHUSI MOTYT BbI3bIBATh TOHUUYECKUE TTPUMIAIKH,
KOTOpPbIE HEOOXOAMMO UCKIIIOYUTH TPU MAPOKCU3MATBHOCTH «TUCTOHHMYECKOI» CHUMITOMATHKH.

[IprurHOi1 MOBOPOTOB IOJIOBBI MOTYT OBITH BECTUOYIIONATHS, Tape3 OJIOKOBOTO HEPBa
WM BO3JIEHCTBUE 0OBEMHOI0O Ipolecca 3aiHel YepenHoi SMKH T100 peTpodapuHreasbHOro
IIPOCTPAHCTBA.

CHHIPOM PUTHAHOTO YEJIOBEKA TAK)KE MOXKET BbI3bIBATh JJIMTEILHOE COKpAILlEHUE
MYCKYJaTyphl TyJOBHINA WIH IPOKCUMAIIbHBIX OT/EN0B KoHeuHocTel. [Togo0HbIe mposiBIeHUs B
psze ciay4yaeB OTMEYaroTCs Mpu HelipomuoToHuu (cuHapoM Mcaaka), MUOTOHHYECKUX
CHUHJPOMAaX, BOCHAIUTEIIbHBIX MUOMATHUSIX U TJIMKOTE€HO3aX.

[IpuumHO# KapmonenaaIbHbIX CIIa3MOB BCJIEACTBUE TETAHUH MOTYT OBITh
TUIOKAIIbLIUEMUsl, THIIOMAarHUEMHUSI, aJIKao3.

Oproneanyeckre Wik peBMaTOIOrHYecKHe 3a00JIeBaHUs C TIOPAXKEHUEM KOCTEH, CBA30K

HJIM CYCTaBOB TAKIKC MOI'yT q)OpMI/IpOBaTI) IaTOJIOT'MYCCKUEC I103BbI.

7.8. Tepanus

boryJsorokcun

Jleuenue OOTYJIOTOKCMHOM PEKOMEH/I0BAHO HALlMOHAILHBIM MIHCTUTYTOM 370pOBbsI
CIIA eme B 1990 r. ans nauueHToB ¢ O1edapocnazMoM, CIacTHUECKOW MPUBOASIIEH
nuchoHMe, OpOMaHIUOYISIPHOM TUCTOHUEN CO CMBIKAHUEM YETIOCTEeH U IepBUKAIBHON
nuctoHuel. [IpeanpuHsATo n3ydeHue JeueHus: O0TyJOTOKCUHOM THUIA A LepBUKaIbHON
TUCTOHUU B Heckobknx KokpanoBckux o630pax. B ognom u3 vux (Costa J. et al., 2005)
NPUBE/ICH aHAJIM3 JaHHBIX 13 paHIOMU3UPOBAHHBIX I1a11€00-KOHTPOIUPYEMBIX UCCIIEIOBAaHUI C
yuactueM 680 nanuenTos. [IponemoncTprupoBana 3¢ (heKTHBHOCTD KaK €IMHUYHBIX HHBEKIINH,
TaK U NOCIEAYIOUINX MOAAEPKUBAIOIIUX BBEICHUN. BOIBIIMHCTBO OTMEUEHHBIX MTOOOYHBIX
SBJIEHUH, UMEIOIINX HE3HAUNTEIbHO BhIPAXKEHHBIN XapaKkTep, IpeaCcTaBiIeHbl nucharuei,
CJ1a00CTBIO MYCKYJIATYphI LLIEH, JIOKATbHOM 00JIbI0 B MECTE HHBEKIIMH, CYXOCTBIO BO PTY.
CepbesHble 1000UHBIE SBICHUS OTCYTCTBOBAIM. J[pyroit 0630p cpaBHUBA AP PEKTUBHOCTD

00TyNnOTOKCHHA THIIAa A U aHTUXOJIHHepruyeckux npenapatos (Costa J. et al., 2005) B neueHun



aHajJoruyHOM marojoruu. Ha maTepuaie 66 manueHTOB MoKa3aHa CyIIECTBEHHO OOJIbITast
3¢ (HeKTUBHOCTH OOTYIOTOKCHHA THIIA A.

Otnenbublii KokpaHnoBckuil 0630p MOCBSIIIEH JICUSHUIO OOTYIOTOKCUHOM THIa A
onedapocmnazma (Costa J. et al., 2005). ABropamu 0030pa HE HAACHO paHAOMHU3UPOBAHHBIX
KOHTPOJIMPYEMBIX UCCIIEIOBaHUI, KacaroIuXcs MOA0OHOTr0 JIeUeHUs yKa3aHHO naronoruu. B
TO K€ BpeMsI OITyOIMKOBaH 0030p 55 OTKPBITHIX KOHTPOJIUPYEMBIX MCCIIEA0BaHUH,
npoBeJeHHBIX B 28 cTpaHax ¢ yyactueM 4340 6onpHBIX (American Academy of Ophthalmology,
1989). ITokazana 6omnee ueM 90% 3¢ hHeKTUBHOCTH Tepanuy MpU ITON MATOJIOTHH.

Opnun KokpanoBckuit 0030p aHaIM3UPOBaA UCIIOJIb30BaHUE OOTYJIOTOKCHHA TUTA A TpU
JIapUHIeaJbHOU TUCTOHNH. HaliieHo 01HO paHIOMU3UPOBAHHOE HCCIIEIOBAHUE, HE
MIO3BOJIMBILIEE CIENIATh KAKUX-IHOO0 BBHIBOJOB OTHOCUTENHHO 3((EKTUBHOCTH Iperapara npu
Bcex Tumax crnazmarnueckoit nuchonun (Watts C.C. et al., 2004).

D¢ dexTuBHOCTL OOTYIOTOKCHHA TUTIA A MPU JICYCHUH TUCTOHUU MHChbMa OI[CHUBAIIU B
meta-aHanu3e Balash Y., Giladi N. (2004), BkimrouuBiem 18a ucciaeaoBanus kiacca I11.
BrisiBnieHa Beicokast 3pEeKTUBHOCTH Mpernapara npu dTOW MaTOJIOTHH.

CucremaTndeckuii 0630p, B KOTOPOM OLIEHHWBAJIU MCIIOIb30BaHUE OOTYIOTOKCHHA THUIIA
B, nokasan ero a¢pexTuBHOCTD IIpU JeueHuu 1epBukanbHoil nuctonuu (Costa J. et al., 2005), B
TO K€ BpeMsI HeJJaBHEE MCCIIEOBAHNE TTOKA3aJI0 BEICOKHIA PUCK BBIPAOOTKH HEHTPATU3YIOIIHX
aHTHTEN IPOTHB JaHHOTO cepoTuma npemnapata (Dressler D., Bigalke H., 2005).

HeoOxonuMocTh mpuMeHeHus npenaparta 00TyI0TOKCHHA MPU AUCTOHUSIX JOCTATOYHO
BEJIMKA, YTO BBI3BAJIO HEOOXOAUMOCTH MPOBEICHUS CIEIHATLHOTO PAaHIOMU3UPOBAHHOTO
WCCJICIOBAHMSI JIJISl H3yYSHUST BO3MOKHOCTH €TI0 BBEJICHUS TAIICHTaM CICIIHATEHO 00yICHHBIM
CpeIHHNM MeanepcoHanoM BHe npenesoB kauaukn (Whitaker J. et al., 2001). M3ygaBiuecs
(GbOpMBI TUCTOHUN BKIIFOUYAIH CIACTHYECKUI TOPTUKOILITUC, Onedapocmiasm, Ipyrue
CerMEHTapHbIe TUCTOHUH, TeMHUIMCTOHUU U TeHEepaln30BaHHbIe TUCTOHUU. Pe3ynbTaTsl
MOKa3aJIM UJICHTUYHYIO 2((HEKTUBHOCTh U O€30MTaCHOCTH MOJOOHON OpraHU3aIly JICUEHHUs, KaK
U TIPH CTaHJIAPTHOM CTAIllHOHAPHOM TOJIX0JIC, HO ¢ MEHBIITUMH MaTepHATbHBIMH 3aTpaTaMH,
Oonee TOTO, 9Ta cXeMa OOJIbIlle HPABUIIACH MAIIEHTAM.

Taxxe ObLTO MPOBEIEHO UCCIIEIOBAHUE OPTaHU3AlMY UCTIONB30BaHUsI OOTYJIOTOKCHHA B
9 nenTpansHOEBponeiickux crpanax (Homann C.N. et al., 2003), BeISBUBIIICE 3HAYUTESIIEHYIO
3aBHCHMOCTH OT CUCTEMBI JICYCOHBIX YUPEIKICHUH, MPOQPHIIS CIICITHATACTOB H CHCTEMBI
MaTepuaIbHOW KOMIIEHCAIIMH CTOMMOCTH JiedeHus naimentam. [lomydena croiikas
KOPPEJSIIIMOHHAS CBS3b MEXIY KOJIMYECTBOM LIEHTPOB, UCTIONB3YIOMIMX MPEnapar, CTENeHbIO

OpraHM3aI1H M0JIb30BaTeNel U KOJTUYECTBOM HAYUHBIX IMYOJUKALIUN, C OJHONW CTOPOHBI, U



COLMATEHO-9KOHOMHYECKOW 00CTAaHOBKOM, mapameTpamMu (hYHKIITHOHHUPOBAHUS CHCTEMBI
3/IpaBOOXPAHEHHS COOTBETCTBYIOIUX CTPAaH — C APYTOH.

JIOCTYITHOCTB TJaHHOTO CTaHAAPTU30BAHHOTO BUIA JICUCHHUS HAIPSMYIO 3aBUCUT OT
MaTepHaIbHONW KOMIICHCAIIMU, KOHIIEHTPAIIMA METO/Ia B pyKaX HEBPOJIOTOB, IEHTPAIA3ALIUU
CHEIHUATHCTOB-UHHEKTOPOB H MAIIHEHTOB COOTBETCTBYIOIIETO MPOMHUIISL.

Taxum oOpaszomM, cornacHo pekomenganusM EFNS 6oTynoTokcus tuna A peKOMeHI0BaH
B KaueCTBE Mpernapara NepBor JIMHUH JUIS TEPBUYHBIX KPAHUATBHBIX (MCKITFOYAs
OpOMaHAMOYJISPHYIO) U LIEPBUKAIBHBIX IUCTOHUM (yposens dokazamenvrnocmu A) (American
Academy of Ophthalmology, 1989; Costa J. et al., 2005a); 60TyJIOTOKCHH THUIIa A MOXKET
UCIIOJIB30BAThCS Y MALMEHTOB C MUCYUM Cria3MoM (yposens dokazamenviocmu C) (Balash Y.,

Gilady N., 2004).

Jlpyrue BUAbI MeIMKAMEHTO3HOTO JIeYeHHs

Hpyrue meTo st 3 HEKTHBHOTO JICUCHHUS: UCTIOIB30BaHUE AHTHXOJIMHEPTUICCKIX
MpenaparoB, aHTUKOHBYJIbCAHTOB, aHTUA0(AMUHEPTUUECKHUX MPEnapaToB, 10haMUHEPTUIECKUX
U IPYTUX MEIUKaMEHTOB, HEHPOXUPYPrUUE€CKHE METO/IbI JICUCHHUS.

HccnenoBanus aHTUXOMUHEPTUYECKHUX MIPENapaToB, NpoBoauBIIrecs B 80-X IT.
MPOIIJIOTO CTONETHs, OTHOCAT K Kiaccam Il u IV mokazatenbHOCTH — /1Ba HEOOIBIINX
nepekpectHbIX uccnenaoanus (Burke R.E., Fahn S., 1983; Burke R.E. et al., 1986). B pamkax
GPP cBuaerenbcTBa UCMIONB30BaHUS JAHHBIX MIPEMApPaTOB Y JIETEH MI0X0 JOKYMEHTHPOBAHbI, a
y B3pOCHbIX UX 3QHEKTUBHOCTH HE JOKa3aHa, BBUAY Uero Kakue-Im00 peKOMEH AU 110
WCIIOJIb30BAHUIO AaHTUXOJIMHEPTUKOB OTCYTCTBYIOT.

[Tonob6Hast cuTyanus ciaoXKunach MNpH oleHKe 3PGEeKTUBHOCTH MPOTUBOAIMIIEHTHYECKUX
mpenapaToB (BalblIpoeBasi KUCIOTa B CPAaBHEHUH C raMMa-aMuHoMacsiHon kucnotoit (FAMK)
— kuacc npokazarensHoctu [V (Carella F. et al., 1986; Snoek J.W. et al., 1987) u psn cepuit
KJIIMHUYECKHUX CITy4aeB C UCIOIb30BaHUEM OCH30/IMa3eMMHOB U Kapbama3ernnHa), Tak Kak Kakue-
1160 GaKThl 10Ka3aTeIbHOCTH 110 JaHHOMY HanpasiieHuto (GPP) orcyTcTBytOT.

Hcnonb30BaHne HEHPOIENITUYECKUX MTPemapaToB (TaJonepuaoi, MMMO3UI,
TeTpaOeHa3WH, PUCTICPHUIOH, THATIPU/I, KIO3AIMKH) JIJIS JISYSHHsI TUCTOHUN HE OIEHUBAIIH B
KOHTPOJIMPYEMBIX HCCIIeI0oBaHMsIX. IMeromuecs Heloka3aTeabHbIe TaHHbBIE (KJ1ace
nokazatenbHocTH 1V) (GPP) cBUaeTenbCcTBYIOT O CHMOTOMAaTHYECKOM YIIYUIIEHUH MPOSIBICHUN
JTUCTOHUU TIPU UCTIONB30BAaHUU KJaccuueckux HeliponenTukoB (Balash Y., Gilady N., 2004),
NO3UTUBHOM 3 deKTe oT JeueHus TeTpadenasunom (Janko-vic J., Beach J., 1997) ¢

MIOCJIETYIOIMM KaTaMHe30M 6, 6 roza.



JleBogoma — cpencTBO BbIOOpA /7Sl JONAMUH-UYBCTBUTENIBHOM TMCTOHNUU, BBUIY ATOTO
JUTUTENIbHOE JICYUEHHE COOTBETCTBYIOIIMMH IMpernapaTaMu MOKET ObITh HAYaToO U
OTKOPPEKTUPOBAHO B 3aBUCUMOCTH OT KIIMHUYECKOro oTBeTa. MccienoBanue kiacca
nokazarenbHocTd [V (Nutt J.G., Nygaard T.G., 2001), npoBeneHHOe Y HEOOJIBIIOTO KOJTUYECTBA
MAIMEHTOB C JI0Na-4yBCTBUTEILHON NUCTOHUEN, HE BBIIBUIIO OTJIMYUI Ha KPATKOCPOUHBIN HIIN
JOJITOCPOYHBIN pe3yabTaT. MHOTO HEKOHTPOJIMPYEMBIX HCCISIOBAHUN cooOman 00
YIIYYIIEHUH COCTOSIHUS OOJIbHBIX C IUCTOHUEH — MAPKUHCOHU3MOM, IPUHUMABIINX PA3INYHbIC
no3b1 JieBogomnbl (100—750 mr/cyT) (Rajput A.H. et al., 1994; Gherpelli J.L. et al., 1995). B
uccienaoBanuu 20 4enoBek KIMHUYECKUi 3G (dEeKT oTMeuanu Ha cpeaHeit go3e 343,8 Mr/cyt mis
narnueHToB ¢ auckuuesusmu u 189,1 mr/cyr 6e3 nuckunesuit (Hwang K. et al., 2001),
JIOTIOJTHATEIILHO OTMEUYAIH OOPaTHYIO0 B3aUMOCBSI3b MEXK/Ty CYTOYHOU JI0301 JICBOIOIBI U
JUTUTETLHOCTHIO JICUCHUS.

[IpoBeaeHHoe uccnenoBanue kiacca aokasarenabHocTu I (Fox S.H. et al., 2002) He
BBISIBIJIO 3((EKTUBHOCTH HaOMIIOHA (arOHUCTa KaHHAOMHOUIHBIX perentopoB). Mmerorces
TOJIbKO uccienoBanms [V kiacca qoKa3aTeIbHOCTH 110 U3Y4eHUI0 A (HEKTHBHOCTH aITKOTOJIA,
IpenapaToB JuaoKanHa, nudenunruapamuna, L-rpuntodana, TH3aHUAWHA U 3CTPOTEHOB.

Jannsie 00 3QpeKTUBHOCTH OTCYTCTBYIOT.

dusznorepanus U peaduIUTAUMSA

B nocnennee BpeMsi yBEIMYUIOCH YUCTIO MYOIHKAIUMH, B KOTOPBIX COOOIIAETCS O BaKHOM
ponu pu3MoTEepanuu 1 peabuINTally B yX0/1€ 3a JullamMu ¢ Auctonueil. [lo nanueiM psaa
MCCJIEIOBAHMH, Y TAIIMEHTOB C TUCYUM CTIa3MOM U APYTUMH hopMaMu (POKaTHLHON TUCTOHUHN
OTMEYAIOT yJIy4IlleHHe MOTOPHON (DYHKIIMH MTOCTIE MPOBEeHUs (PU3NOTEpANTK, CCHCOPHOU U
JIBUTaTEIbHOM MEPErnoAroTOBKH.

B onnom uccnegosanuu (kiace II) coobmiaercs, 4To TpaHCKyTaHHAs
AIEKTPOCTUMYJISIUS HEPBA OKA3BIBACT 3HAUUTEIIbHBIN MOJOKUTEIBHBIN YPPEKT y MaIMEHTOB C
nrcyuM criazMoM. CoriacHO JaHHBIM JApyroro ucneitanus (kiaace V), y marueHToB ¢
MIEPBUYHBIM MUCYUM TPEMOPOM HAOIOAATIOCH YIIYUIIIEHUE MMHChMa MOCIIe TPEHUPOBKH C
YCTPOMCTBOM, KOTOPOE MOAJIEP)KUBAET PYKY U KapaHJall. DTH JaHHbIEC JOMOJIHSIOT Pe3yIbTaThl
uccnenoBanus (knacc I1I), B koTopom ¢pusznorepanus coderanach ¢ MHBEKIMIMU OOTYJIOTOKCHHA

A y MaIMeHToB C IePBUKATBLHON JUCTOHUCH.

Heilipoxupyprudeckoe JieyeHue



Nwmeromuecs nccnenoBanus KIacCUPUIUPYIOT CIEAYIONUE KaTerOpUU: IIyOoKas
CTHMYJISILIUSL MO3Ta, CEJIEKTUBHAS Mepr(epruuecKas 1eHepBalus, HHTPATEKAIbHOE BBEJCHNE
Oaxsiodena, pauo4acTOTHbIC BO3ICHCTBHS, IPOYNE MAHUTTYIISIIIUH.

I'ay6okas crumyasinus mo3ra. /iurenbHast 3JeKTpUUecKas CTUMYJIISIUS MO3Ta
PEKOMEH/I0BaHa MAllMEeHTaM C Pa3IUYHBIMU TUIIAMU JUCTOHUHU, B OCHOBHOM TEM, Y KOTO
JIEKapCTBEHHOE JICUCHHE WM BBEJICHHE OOTYIIOTOKCHHA HE 00ECTIeUMIIN a/IeKBaTHOTO
ynyumienusi (GPP). OcHoBHBIM aHaTOMUYECKUM 00pa30BaHUEM, TTOABEPrarOIIUMCs
CTUMYJISILIUY, SIBJISETCS BHYTPEHHSS YacTh OJIETHOTO 1Iapa, XOTs paccMaTpUBaeTCs
BO3MOXXHOCTh CTUMYJISLIMM BEHTPOJIATepaIbHOrO TajlaMyca, Cy0TalaMHUuecKoro spa.
OTMeueHo, YTO TeYSHHE AUCTOHUH TOCIIE UMIUIAHTAIIUN CTUMYJIUPYIOLIEH CUCTEMBI HUMEET
0COOEHHOCTH — JMCTOHWYECKHE ABMKEHUS (BKII0Yas (ha3udecKre, MHOKIOHUYECKUE U
IPOXKATEIbHBIC) PErPEeCCUPYIOT HEMEJIEHHO B TEYCHHE YacOB/IHEH TOCTIe ONEePaTUBHOTIO
BMEIIATEIbCTBA, B TO BPEMsI KaK BbIPAKEHHOCTh JUCTOHMYECKHX 103 (TOHMYECKHNE KOMIIOHEHTHI
3a0oJeBaHNs) yMEHbIIAETCS O0Iee MeIICHHO — B TeueHHe Heaemnb/Mecsanes (Yianni J. et al.,
2003; Coubes P. et al., 2004; Krause M. et al., 2004; Vidailhet M. et al., 2005). D pexkTHBHOCTH
nedyeHus nepBuyHou guctonuu 40-90%, B cmydyae BTOpUYHON JUCTOHHUM PE3YyJIbTaThl MEHEE
onpezaenenusie (Eltahawy H.A. et al., 2004; Krause M. et al., 2004). Otnanennas oreHka
MOCJICONIePAIIHOHHBIX PE3YIIbTATOB JICUSHHS IEPBUKAILHON AUCTOHUY (BKITIOYAst TPEMOP T'OJIOBBI
¥ MHOKJIOHUH, BEIpQ)KEHHBIE (pa3HuecKre TMCTOHNYECKUE IBUKCHNUS, CATUTTAIBHbIE U
JaTepajgbHble HAKJIOHBI FOJIOBBI) Yepe3 1—2 roja mpoieMOHCTPUPOBaIa PErpecc TAKECTU
coctosHus Ha 50—70%, yMeHbIIEHNE CTENICHU OTPaHUYEHUS JKU3HEAEATEIbHOCTH NallueHTOB Ha
60-70%, ymenbiieHue 60seBbix mposisiennit Ha 50-60% (Parkin S. et al., 2001; Eltahawy H.A.
et al., 2004).

CenextuBHas nepudepuyeckas neHepsanus. B aprycre 2004 National Institute of
Clinical Excellence (BenukoOputanus) BBITYCTUI PpEKOMEHAALNHN IO UCTIOJIb30BAaHHUIO JTAHHOTO
METO/1a IPY [IEPBUKATIBHON TUCTOHHH, TIOKa3aHHOTO MAIIHEHTaM MPH HeAPPEKTHBHOM
WCITOJIh30BAaHUM TTIOBTOPHBIX HHBEKIIUN O0TynoTokcuHa (ypoBeHb C). He mokaszana sta
MaHUTYJISAIUS TAlMeHTaM C BBIPRXKEHHBIMH ((ha3nuecKUMH Y MUOKIOHUYECKIMIM )
JUCTOHUYECKUMH JBMKEHUSMH JMOO C TUCTOHUYECKUM TpeMopoM rojiossl. ¥ 30-60%
MaIMEeHTOB OTMEYAIOT CYIIECTBEHHOE YITYUIIEHHE, COXPAHSIOIIECECs CO BpEMEHEM, TTOO0YHEIC
3¢ PexTh MUHUMATBHBI (THIIECTE3Ms B 30HE MHHEPBAIIMU OOJIBIIIOTO 3aTHUIOYHOTO HEPBA,
HapyILIEHU TTI0TaHus, c1a00CTh B TPANelUeBUIHOMN MBIIIIIE).

HNuTparexanbHoe BBedeHHe 6akaopeHa. MoxxeT ObITh PEKOMEHIOBAHO MAIUEHTaM CO
BTOPUYHOM JMCTOHMEH B KOMOMHAIIUK cO criacTHYHOCThIO (Albright A.L. et al., 2001) (GPP).

OTtcyTCcTBYeT MOKa3aTeNbHas 0a3a i UCTIOIB30BAHMS METO/IAa TIPH MIEPBUYHON JUCTOHHNH. B



HACTOSIIEEe BPEMSI paclpOCTPAHEHHOCTh IPUMEHEHHUSI 3TOI'0 BU/1A JIEYCHHS] YMEHBIIIAETCS BBUILY
NOOOYHBIX SIBJICHUH, CBSI3aHHBIX C MPETapaToM U 0COOEHHOCTSIMH KCIUTyaTallui 000py10BaHus,
a TaKk)Ke BBUY OOJIbINEH TOCTYMHOCTH U 3(pPEKTUBHOCTH METO/1a TITYOOKOH CTUMYIISIIIMKA MO3Ta.
Meroasl JBYCTOPOHHEHN CTEPEOTAKTUUECKONW PaAMOYaCTOTHONW JECTPYKIIMHU TaJlaMyca,
WHTPaAypaJIbHOW PU30TOMUHU U MUKPOBACKYJISIPHOM IEKOMIIPECCHUU B HACTOSLIEE BPEMS HE

PEKOMEHI0BaHbI K ucrosb3zoBanuto (GPP).
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